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BBEJAEHUE

AKTYaJIbHOCTH M CTeNeHb Pa3pad0TAHHOCTH TeMbI UCCJIEJOBAHUSA

JucToHus (MbllIeyHas AMCTOHUS) - HEBPOJIOTMYECKHA CHUHIPOM, KOTOPBIN
XapaKTEepU3yeTCs IPEUMYLIECTBEHHO HEPUTMHUYHBIMH MEJIEHHBIMU
HEMPOU3BOJbHBIMU, HE MOJJAIOIIMMUCA CO3HATEILHOMY KOHTPOJIIO JBHKCHHUSIMU B
Pa3IMYHBIX YaCTSAX Tella, CBOCOOpPa3HbIMM HM3MEHEHUSMH MBIIIEYHOTO TOHYca H
narojiorndeckuMu mnozamu [1]. Eciam cyauTh 1o JaHHBIM MeTa-aHanmu3a 15
AMUEMHUOIOTUYECKUX HcCcle0BaHUM MEPBUYHBIX JTUCTOHUH, 4acToTa
BCTPEUYAEMOCTH ATOM HO30JIorMH oreHuBaeTcs kak 16,43:100000, ogHako MOKHO
OTMETUTh CYIIECTBEHHBbIE Bapualuu mnpeodnamaronmx (HopM AUCTOHUN B pa3HBIX
nonysiuusix [153]. [Iposinenust 00JIe3HU HAKIIAIBIBAIOT CYIIECTBEHHBIN OTIIEYaTOK
Ha KauyecTBO >Xu3HHM: OoT 25% nmo 50% mamueHToB CTpajaroT Aenpeccuit, 0oib
OCTaeTCs OJHOM M3 KIIOYEBBIX kanod y 67-75% mnauuentoB [100]. CHuxeHue
Ka4eCTBa KU3HU MAalMEHTOB C JUCTOHUEW, HApyLIECHHE ABUTATEIbHON aKTUBHOCTH
HEen30eKHO CKas3bIBaeTCsA Ha MpodeCcCUOHATBHOMN cdepe AeSITENbHOCTH MAIlMeHTOB U
onpeeNsieT COUUATBHYIO U SKOHOMUYECKYIO 3HAYMMOCTh MpoosieMsl [34].

[To »stuonorum 3aboneBanus pasfesstor nepBuunyio (I1J[) u BTOpHUHYIO
dbopmbl  guctoHuu. Cnydan IIJI mMoryT OBITP Kak CHOPAaJIMYECKUMH, TaK H
HACJIEICTBEHHO 00YCIIOBICHHBIMH.

[To Bo3pacty nebrora OONE3HM B HACTOSIIEE BpPEMsl BBIJCISIOT PAHHIOIO
nucToHUIO (¢ aedrotoM 10 40 neT), HAYMHAIOIIYIOCS, KaK MPaBUIIO, C KOHEYHOCTEH U
B JajJbHEWIEM PacHpoCTPaHSAIONIYIOCA (TEHEpAIM3YIOUIYIOCA) Ha  JApYyTHE
aHatoMuueckre peruoHbl. llo3musis  gucronus (>40 ser) xapakrepusyercs
MEepBOHAYAILHBIM ~ BOBJICUCHHUEM KpPAHHUOIICPBUKAJIBHOM 00JacTM WM pPyK U
AHATOMUYECKH PEIKO BBIXOJUT 32 PAMKHU JIOKAJBHOW WJIM CETMEHTapHOU (DOPMBL.
Cpenu doxansHbIX (hopM Hanbosee yacToil sBisieTcs nepBukanbHas auctonus (111),
MPEUMYIIECTBEHHO onpeeNsronasics YCTOMYHMBBIMU HaCHJIbCTBEHHBIMU

COKpalICHUAMMU MBIIII] HICH, IIPUBOAAIINMHA K 00JIe3HEHHBIM U HHBAJIMAU3HUPYIOIIUM
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cria3Mam, MaToJOTHYecKUM 1o3aM rojoBbl U men [10]. DT1oT denotun BcTpeuaeTcs
yalie BCEro cpeAau JioAell  TpydoCHOCOOHOTO  BO3pacTa, XapakKTepU3yeTcs
XPOHUYECKUM TEYEHUEM U CHOCOOEH JI0CTATOYHO OBICTPO BBI3BATH MHBAJIUIU3AIUIO
MalUEeHTOB.

[TaToreHeTnvyeckre MeXaHW3Mbl TUCTOHUM JO CUX MOP HE BIOJHE ACHBI [86],
OJTHAKO CYIIECTBYET HAYYHBI KOHCEHCYC IO MOBOAY €€ MYIbTHU(AKTOPUAIBHOU
MPUPO/IbI, TNIaBHAS POJIb B KOTOPOH OTBOAMTCS T€HETUYECKOM MPEapacOI0KEHHOCTH,
MPOSIBIISIONICHCS B YCJIOBHSX BO3JECUCTBHSI 9K30T€HHBIX (B TOM YHCJE CPEIOBBIX)
dbaxtopoB [75].

Xotsi ocHOBHasi Macca HabGmtonenuid [1J] cerogusi MOXXeT OBITH paccMOTpEHa
KaK cropaguyeckue (OpMbl, HEOJHOKPATHO OIKCAHHBIE PA3HBIMU AaBTOpPAMHU
HACJICJICTBEHHBIE CIy4yad MOTYT YOEAUTEIHHO MPOJIEMOHCTPUPOBATh BKJIA/l TEHETUKU
B npuuuHy Oonesnu [45, 129]. B Hacrosiiee BpeMsi omucaHo He meHee 25 dhopm
HACNIEJICTBEHHOM  mepBuYHOM  auctoHuu (36). OcHoBHasi Macca CiydyaeB
HACJIEICTBEHHON TUCTOHHMH C paHHUM (110 40 neT) 1e0r0ToM BbI3BaHA MYTAalMsIMU B
resax DYTI u DYT6 [15, 115]. XoTd MHTEHCUBHOE H3Y4YCHHME HACJIECICTBEHHBIX
MEXaHU3MOB, JIHUJEMHOJOTUUYECKUX OCOOEHHOCTEH, HEeWpOmaTojIoruu, KPUTEPHUEB
JTUArHOCTUKH, KIMHUYECKUX OCOOCHHOCTEW W TMOAXOAOB K JICUEHHIO ATUX (opMm
JMCTOHUM HE OCTAaHABJIMBAETCS, IMO-NMPEKHEMY HE BIIOJHE SCHBI KIMHHUKO-
TEeHETHUUECKUE KOPPENSINN, a Takxke NporHo3 3(h(EKTUBHOCTH Pa3zHOOOPa3HBIX
METOJIOB JICYEHUSI B COOTBETCTBUU C TUIIOM MYTallUH.

DYT1 - renepanu3oBaHHasi AUCTOHHUS C paHHUM JEOHOTOM, - SBIISIETCS
HamOoyiee wyacToi (opMONl TEPBUYHONM HACIEACTBEHHON AuCTOHHMU. YacToTy
BCTpeyaeMocTH 3Tou (hopmbl oreHuBaroT, kak 1:10000 — 1:15000 B HeeBpeickoi U
1:3000 — 1:5000 B eBpeiickoii momyasuuu [25]. Tun HaciaenoBaHus 3a0ojeBaHUs -
ayTOCOMHO-JIOMUHAHTHBIN; OOJBIIMHCTBO CIy4yaeB — C Je0I0TOM B paHHEM
BO3pacTe. XOTS OOIIME 3aKOHOMEPHOCTU M CYIIECTBYIOT, CIEKTp (DEHOTUIIOB
myTtaruu DYT1 gocTarodHo muUpOK: B HEro BKIIIOYAIOT Kak (hOKadbHBIE, TaK H

reHepanu3oBaHHble  (QOopMbl, a Takke (OpMbI, TPEACTABICHHBbIC  JIHILIb



n30aupoBaHHbIM Tpemopom [115, 117]. Ilpuumna pa3BuTusi 3a0o0iieBaHUSA -
yHuBepcainbHaa geneuuss GAG-noropa B rene TORIA Ha anuHHOM Iuiede 9
xpomocombl  (9q32-034). HocurenscTtBo MyTarmuu B reHe DYT1 MoxkeT OBITH
pacIieHEeHO KaK TMPETUKTOP XOPOIIeH KIMHUYECKOW 3(PPEKTUBHOCTH OIMEPaTHBHOTO
JICUCHUS TUCTOHUU (JTTUTEIbHAS AIEKTPUUECKasi CTUMYJISILIUS BHYTPEHHETO CETMEHTa
onexroro mapa — Gpi DBS): ynyumenue npu nuctoruu DY T1 cocrasinsert, corimacHo
paznmuuHbIM onieHkaM, oT 40 mo 90% (National Institute for Health and Clinical
Excellence, UK, 2010).

DYT6 saBnsercs NUCTOHUEHW «CMEMIAHHOTO» THMA, IS KOTOPOM THUIUYHO
Ha4yaJio B FOHOIIIECKOM BO3pacCTe; HAa HEE, MO PA3JIMYHBIM OLIEHKaM, Ipuxoautcs ot 1%
10 25% Bcex clly4aeB MEPBUYHOMN HACIEACTBEHHOW NUCTOHUM C J€OI0TOM B MOJIOJIOM
Bo3zpacte [27, 47, 124]. Kak u npu ¢opme DYTI, tun nHacnemoBanuss DYT6
ayTOCOMHO-JIOMUHAHTHBIN. J[J11 peHoTumna xapakrepHo Hayaio, B cpeHeM, B 16 meT;
JUIsl TIOJIOBUHBI CJIy4yaeB B J1€0I0OT€ XapaKTEPHO BOBJICUCHHME MBIIII] PYK, 3aTEM -
BOBJICKaeTCs KpaHuaibHas (25%) wunu uepBukanbHas (25%) Myckymnarypa.
['enepanuzanus uiam MyJabTU(QOKATBHOE PACIPOCTPAaHEHUE OTMeUaeTcs Oosee 4eMm y
noJIoBUHbI OonbHbIX [125]. IlpuunHoi 3a0o0sieBaHUs SBISAIOTCS MyTallMd B TEHE
THAP1 na xpomocome 8p21-q22. Ha ceromusimHuii neHb omnucaHo Oonee 60
MyTalHM, 3aTparuBarole BCe TPU dK30HA reHa [21]. UeTknux xoppensiuuid reHOTHI -
dbenotunn Bce eme He omucano [21, 163]. Ilamuentsr ¢ auctonuert DYT6,
MOJIy4YaBILIUE€ OINEPATUBHOE JICUCHHUE, JIEMOHCTPUPYIOT VYIAYUYIICHHUE HE TOJIBKO
KayecTBa JKM3HU, HO W JBUTaTEJIbHON AaKTUBHOCTU (YJAyUIICHUH JABUTATEIHHOM
otieHKH oT 16% 10 55%), ogHako AaHHBIE NTOKA3aTelid 3aMETHO HHXKE TAaKOBBIX IMPU
nuctonun DYT1 [73, 168].

Joda-uyBcTBUTENBHAS JTUCTOHUS (cunapoM Cerasbl, JUCTOHUS
DYT5/DYT14) HacnenyeTcs 1O ayTOCOMHO-JOMHHAaHTHOMY Tuiy. Jlnst deHoruma
XapaKTepHbI paHHUH (B CpeIHEM — 6 JIeT) 1eOI0T, TepBOHaYaIbHOE BOBJICYCHUE HOT U
reHepaau3alne B JajbHEHIEM, a TakkKe JpaMaTHYecKoe yiaydiineHue Ha (one

nprueMa MaJibiIX A03 IPCraparoB JICBOIAOIIBI. OTta (bopMa JUCTOHHUHU BBI3bIBACTCA
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mytauusmu rena GCH1 [89]. Knunuueckas u renerudeckas rereporeHHOCTh J[UJ]
JieaeT QUAarHOCTUKY 3TOM HO30JO0THH HEIPOCTON HEBPOJIOTMYECKOM 3aJadeil, XOTs
obmenpuHsitoe ceronus omnpeaenenue JYJ| xak cunapoma u30uparenbHON
HUTPOCTPUAPHON HETOCTAaTOYHOCTH Jo(aMHHA B CBA3M C HACJIEICTBEHHBIMU
nedexkraMu ero MeTadosin3Ma MO3BOISET OObEIUHUTh BCE TUIMYHBIE M aTUIIMYHBIE
Cllyyaud, U JIONMyCKAaeT TIOCTAaHOBKY Takoro jauarHo3a 0e3 mnposenenus JIHK-

JIMAarHOCTUKU [84].

eanb uccaexoBanusi
AHaIM3 KIWHUKO-TEHETUYECKUX KOPPEIAIUid, (EHOTUIIMUYECKOTO CIIEKTpa,
JMAarHOCTUYECKUX KPUTEPUEB U BEAYIIUX (DAKTOPOB, BIMSIONIUX HA KIMHUYECKHUE
MPOSIBJICHUS Hau0oJiee PacrpOCTPAHECHHBIX TUIOB MEPBUYHOM JUCTOHUU C PAHHUM

HAYaJIOM B POCCUUCKOM TTOMYJISLIUH.

3aaauu McCCJIeI0BAHUSA
1. Onpenenuth 4YacToTy TEHETHYECKHMX (OPM TMEPBUYHOM JHUCTOHUU B
HEBBIOOPOYHON CEepUM CiIy4yaeB JAHHOTO JIBUTATE€JIbHOTO PAacCTPOMCTBA C

PaHHUM Ha4YaJIOM.

2. Ouenutb crnekTp ¢eHoTunuueckux nposiBienuit nuctonuid DYTI, DYT6 u
DYTS5 B poccuiickoil (mperMyIecTBEHHO BOCTOYHOCIIABIHCKOM) TOMYJISIINH,

BKJIIO4ast KOppCILsIIunu I‘CHOTI/IH-(beHOTI/IH .

3. OneHuTh CBSI3aHHBIE C KIMHUKO-TCHETHUYECKUMHU (PaKTOpaMH  aCIEKThI

Ka4C€CTBa JKMU3HH U UX BIUAHUC Ha COOWAJIbHYIO aJallTallhIO ITalluCHTOB.

4. OnpenenuTh BO3MOXHOE BIMSHUE Ha TSKECTh 3a00JIeBaHUS TakuX (PaKTopos,

KaK BO3pacT J1e00Ta, IJIMTEIbHOCTh 3a00JICBaHUS U T€HICPHBIC Pa3INIMsL.

5. Pazpaborarh KpuTepuu IUArHOCTUKHU JJIs1 (DOPM HACIIEICTBEHHOW JUCTOHHUH C

paHHUM Ha4daJIOM.



Hayuynasi HOBH3HA

BrniepBbie B poccuiickoil momysiiuu ObUIO MPOBENEHO KOMIIEKCHOE KIMHUKO-
TEeHETUYECKOE  HCCIICOBaHME  pa3HooOpa3usi  (PEHOTUIUYECKUX  MPOSBICHUINA
muctonnii DYTI, DYT6 u DYTS, Ha OCHOBE 4ero mnpoBEIEHBI COMOCTABICHUS
Koppensiuui reHotun-geHotun.  IlpeacraBieHa oOleHKa CTENEHH B3aUMOCBS3U
KJIMHUYECKUX TPOSBICHUN JUCTOHWM C BO3pacToM je0ioTa 3a0oieBaHUs, €Tro
JUIMTEJIBHOCTBIO U I10JI0-BO3PACTHBIMU XapaKTEPUCTUKAMU IALMEHTOB. BpInoaHEeHO
KOMIUIEKCHOE KJIIMHUKO-TEHETHUYECKOE MCCIIEOBAHNUE, HAIPABICHHOEC Ha BBISBIICHUE
B3aMMOCBS3€l (PEHOTUIIMYECKOTO CHEKTpa M Xapakrepa TedeHusi OOJe3HH ¢
Kaue€CTBOM HM3HU OOJBHBIX U CTENEHBIO MX COLMaJIbHOM agantauuu. BrnepBbie B
POCCHUICKOM NOMYJSINMU OINKCAH CIyd4al WIMONATUYECKOM IHUCTOHUHA C PaHHUM
HadajoM, OOyclIOBIEHHbIM MyTanued B reHe DYT6, W mpoaeMOHCTpUPOBAHO
OTIIMYME €ro KIMHUYECKUX XapaKTepUCTUK OT paHee acCOLMUPOBAHHBIX C

OOHApYKEHHBIM TUIIOM MYTaIlUU.

Teopernyeckasi 1 NPAKTHYECKASA 3HAYMMOCTH PadOThI

Iloka3aHa BBICOKasi CTENEHb BEPOATHOCTU HACIEACTBEHHO OTATOLIEHHON
(GbOopMbI MIMONATUYECKOW JAMCTOHMHU B CIIy4asX ¢ paHHUM JeOHOTOM 3a00JieBaHUS U
reHepaJu30BaHHbIMU TUCTOHUYECKUMH TUNepkuHe3amu. [IporeMoHCTprupoBaHo, YyTo
HaJIMYUE MCCIEAYeMbIX MYyTalluil XapakTepusyeT Oojee TsKesble KIMHUYECKHE
MPOSIBJICHUS ¥ 3HAYUMO BIIUSIET HAa CTENEHb YXYALIECHUS KaueCcTBa *U3HU MAllMEHTOB,
CHIDKEHHE TIOKaszarenell uX (yHKIMOHAJIbHOW aKTHBHOCTM M BBIPAKEHHOCTH
uHBanuan3auuu. [lokazaHo 3HaUMMOE yXyIIEHWE KaYeCTBa KU3HU HE TOJIBKO 3a CUET
¢busnueckux (B MEpPBYIO OYEpelb JIBUTaTENbHBIX) MapaMeTpoB, HO W 3a CYET
HEJOOLEHUBAEMBIX ITICUXOAMOLIMOHAJIBHBIX HApPYIIEHWH, TAaKUX Kak TpeBora u
Jenpeccusi, W UX YeTKas B3aMMOCBSI3b C THKECTbIO MPOSBICHUN OOJE3HH,

JJIMTCIIBHOCTBIO €€ TCUHCHUA U PA3IAYUAMH MMAIIHUCHTOB II0 TCHICPY. BrisiBneno



AOCTOBCPHOC CHWMIKCHHC Kad4CCTBa JKHU3HU IO MCPC HApaCTaHUA  CTCIICHU

IrCHCpaJIn3allud JUCTOHUH.

MeTo010J10THsI 1 MeTOAbI UCCJIeOBAHMS

C ucnonp30BaHUEM KOMILUIEKCHOTO allfOpUTMa IMPOBENCHO oOcienoBaHue 53
NAlMEHTOB B3pOCIOr0 BO3pacTa C MEPBUYHBIMU JUCTOHUSAMH. [IpoBommics
HOJPOOHBIN HEBPOJOTUYECKUH OCMOTP C HCIOJIb30BAHUEM CIELMATU3UPOBAHHBIX
IIKaJl, OLIEHKAa SKCTPAHEBpaJbHBIX IposiBicHUMU. Ha mepBoM 3Tame CKpUHUHTA
npoBoawiack npsmas JHK-nuarnoctuka Hambosnee pacnpocTpaHeHHbIX (opM
nepBuyHbiX jguctonuit (DYT1, DYT5, DYT6), HelipoBusyaiu3alMOHHOE H
HEeWpOo(U3MOIOTHYECKOE O0O0CJEeIOBaHHEe, a TaKKe HCCIEIOBAHUE Pa3TUYHBIX
OMOXMMHMUYECKUX TlapaMeTpoB. Ha ocCHOBaHMM JaHHBIX OOCIEIOBAaHUM ObUIH
c(hOpMHUPOBaHBI OJHOPOJHBIE IO HO30JOTUSIM TPYMNIbl MAlUEHTOB C TEPBUYHBIMU

AUCTOHMAMMU, H3YUYCHBI UX KIMHUKO-TCHCTUYCCKNC XapaKTCPUCTHUKH.

OcHOBHBIE 10JI0KEHN S, BBIHOCUMbIE HA 3AILUTY
1. TlepBuuHas TUCTOHUS C PAHHUM HA4YaJIOM B POCCUNCKOM MOMYJISIUU SIBISICTCS
TE€HETUYECKU MeTepOreHHOW Ipynnoi 3a0ojieBaHUid, B OOJLIIMHCTBE CIIyYaes,

oOycnoBieHHbIX MyTanusiMu B reHax DYT1 u DYTS.

2. Yactora ciydaeB 3a0oJieBaHUs, OOYCIIOBJIEHHBIX MyTainusiMu B reHe DYTO,
HEBENIMKA, OJIHAKO COIMOCTaBMMa C paHee IMOJYYCHHBIMH B 3apyOeiKHBIX

pa60Tax JaHHBIMHU O €€ SIMUJICMHUOJIOTHHU B PA3JIMIHBIX ITOITYJIIIUAX.

3. Cremnenp TsKECTH 3a00JI€BaHUS M CTENEHb (PYHKIIMOHAIBHOW J1e3aJanTariu
TIAIMEHTOB C MMEPBUYHOM JUCTOHUEH MMEET MPSMYIO 3aBUCHMOCTh OT BO3pacTa
ne0roTa, JIMTETLHOCTH 3a00JICBAaHUSA W CTEIICHU TCHEPATU3alMH, YTO TAKXKE

KOPPENHUPYET C HACIEICTBEHHON OTSTOIIEHHOCTHIO.



4. TlcuxoAPMOIMOHATBHBIA  CTaTyC MAalMEHTOB, COMYTCTBYIOIIMI  001€BOM
CUHAPOM MU JPYyTrHe KOMIIOHEHTHl KJIMHUYECKOTO MOJIMMOpP(U3Ma MPOSBICHUN
JACTOHUM WIPAKOT CYIIECTBEHHYIO POJIb B ONPEACICHHUHM CBSI3aHHOIO CO

30POBbECM KAaUCCTBA KU3HU ITATMCHTOB.

JInyHbINA BKJIAJ aBTOpPa

ABTOpY MNPUHAIJICKUT ONpENEsionias pojb B IMOCTAHOBKE Ielied W 3amay
UCCleIoBaHusl, OOOCHOBAaHHWU BBIBOJIOB U MPAKTUYECKUX peKoMeHjauui. JImdaHo
BBINIOJTHEHO KJIMHUYECKOE OO0CJeIoBaHUE MAalMEHTOB: MPOBEAEH COOp aHamHesa,
NOJPOOHBIN HEBPOJOTUYECKUIM OCMOTp TAI[MEHTOB, OIEHKA 10 KIMHUYECKUM
mkanaMm. CaMOCTOSATENbHO MPOBOJWIOCH HCCIEIOBAaHHE C  HMCIOJIH30BAHUEM
Helipogu3nonornyeckux  MeronoB  (urompyatass OHMI').  CamocrosiTenbHO
IPOBOAMIIACH OOTYIMHOTEpANHs y MalUeHTOB ¢ (OKaJIbHBIMH (HOPMAMH JUCTOHUHU.
CamMoCTOSITENIbHO TPOBEACH CTATUCTHUYECKUM aHalu3 JaHHBIX, OOOOIIEHBI U
IPOAHAIM3UPOBAHBl  TIONYUYECHHBIE PE3YJAbTaThl, CHOPMYITHPOBAHBI BHIBOJIBI U

IMPAKTUICCKUC PCKOMCHIALMH, IIOATOTOBJICHBI HY6HI/IK3HI/II/I.

CreneHb J0CTOBEPHOCTH U anpodanusi pe3yibTaToB

JIOCTOBEpHOCTh  TONYYEHHBIX PE3YJIbTATOB  OMPEICNACTCA  KOJIUYECTBOM
HaOJIO/IEHUH, TIOCTAHOBKOW 1€MW W 3ajJlad, KPUTEPUSIMU BKJIIOUEHUS MAlMEHTOB B
UCCIIEZIOBaHNE, UCIOJIb30BAaHUEM B pabOTe COBPEMEHHBIX METOAOB 00CIEAOBaHUS,
NPUMEHEHHWEM CTAaTUCTUYECKOTO aHalu3a, aJIeKBaTHOTO 3a/lauaM WCCIICOBaHU.
Pabora ampoOupoBaHa M pEKOMEHIOBaHA K 3alllUTe HAa COBMECTHOM COOpaHHH
Hay4YHbIX COTpyOHHUKOB 1, 2, 3, 5, 6 HEBPOJOTMYECKHX OTIACIECHUN, HAy4YHO-
KOHCYTBTaTUBHOTO ~ OTJEJICHUS, OTICJICHUS JYy4eBOW JIMAarHOCTUKH, HAYYHO-
KOOPJIMHAIIMOHHOTO ¥ 00pa30BaTeIbHOTO OT/EeNa, OTACICHUsI HepopeaOuIuTaluu u
dusnorepanuu, Jga0OpaTOPUU KIMHUYECKON Helpodusmonoruu, gadopaTopuu
AMUAEMUONIOTUA U TMPOPUIAKTUKH 3a00J7€BaHUIl HEPBHOW CHCTEMBI, JIa0OpaTOpuu

MaToJIOTMYECKON aHaToMuu, J1abopaTopuuM TEeMOpEoJIoTMM U reMmocTaza (c
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KIMHUYECKON  JTabOpaTopHOM  JMArHOCTHKOHM),  Ja0OpaTopuH  KIMHUYECKOMN
(apMaKOKMHETHKH, J1a00paTOpUM HEUPOXUMHHU, OTAEICHUS HEUPOXUPYPIUU C
rpynnou cocyaucTou u spaoBackyisipHor xupyprun ®I'BHY HIIH 24 masa 2017 r.

Marepuansl auccepranuu TpeacTaBieHbl u oOcyxknensl Ha [II HarmumonampHOM
KOHIpecce 1o 6one3nu IlapkuHcoHa u paccTpoiicTBam nBwxkeHus, (Mocksa, 2014);

VII cve3ne Poccuiickoro oOmiectBa MeIUIMHCKUX TeHEeTHKOB, (Cankrt-IleTepOypr,

2015).

Hyoaukauun
[To Teme nuccepramuu omnyonukoBaHo 10 nedaTHsIXx paboT, U3 HUX 3

nmyOnuKanuu B U3lanusax, pekomenayeMoix BAK npu Muno6puayku PO.

Buenpenue pe3yabraToB padoThl
[lonydyeHHble  pe3yapTarbl  BHEAPEHbI B  MPAKTHKY  paboOTBl  5-TO

HEBPOJIOTUYECKOTO OTAEJIEHHUS W HAy4YHO-KOHCYIbTaTUBHOTO otnaeneHus PI'BHY

HITH.

CrpykTypa n 00beM U JUCCEPTALMHA
Huccepranus uznoxkeHna Ha 115 ctpanuniax mamumHonucHoro tekcra. Coctout
U3 BBEIECHUS, 4 111aB, BBIBOJIOB, MPAKTUYECKUX PEKOMEHIAINM, CIIUCKA JIUTEPATYPHI,
BKJItOUaromero 13  oredecTBeHHbIX W 156 3apyOeKHBIX HCTOYHUKOB, M 3

KJIMHUYECKUX npumepoB. Pabota miumoctpupoBana 16 pucyHkamu u 17 Tabnunamu.
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I'nasa |I. OB30P JIUTEPATYPbI

JIUCTOHUST SIBISIETCS AKCTPAUPAMHUIHBIM CHHIIPOM, XapaKTEPHU3YIOIIUMCS
HEPUTMUYHBIMH, dYalle MEIJICHHBIMH, BpallaTeIbHBIMH  HEMPOU3BOJIBHBIMU
JIBYDKEHUSMA. DTH ABHKCHHS MOTYT OBITh YCTOMYMBBI (TOHUYECKHE) WITA PUTMUIHBI
(KJIOHMYECKUE) U BCTPEUaThCs B PA3JIMYHBIX aHATOMUYECKUX obOnactax. s Hux
CBOMCTBEHHBI BBIYYpPHBIC W3MEHEHHUS MBIIIEYHOTO TOHYca © (OpPMHUpPOBAHUE
natojoruyeckux mo3. IlaTtomoruueckue 103bl, QOpMUPYEMbIE JTUCTOHHUYECKON
AKTUBHOCTBIO MBIIII, MOTYT BKJIIOYAaTh CKpy4YHMBaHHE, CrMOaHHUe WIM pa3rudaHue,
MIPUBEACHUE WIIM OTBEACHHUE. B CHITy BBIYYpPHOCTH W HEOOBIYHOCTH JUCTOHUYCCKHUX
TUNIEPKUHE30B M TIO3HBIX YCTAHOBOK JUCTOHMSI OTHOCUTCA K JBUTATEIIbHBIM
paccTpoiCcTBaM, KOTOPbIE AMATHOCTUPYIOTCA HENPaBWIBHO wdamle Bcero [S56].
OnpeneneHue JUCTOHUM KaK MATOJOTMUYECKOTO MBIIMIEYHOTO TOHYyCa OBbLIO
npenoxkeHo X. Onmnenreitmom B 1911 1. mpu onucanuu reHepain30BaHHON (HOPMBI
3aboneBanus ¢ paHHUM HadajioMm (dystonia musculorum deformans) [123] Tepmun
doxanpHas muctonus (D), Bxmouaromuii nucuuii cnasm (IIC), Gnedapocnazm
(bCII), opomanaubynsipuyto auctonuto (OM/I), mpoyHo BoIIEN B HEBPOJIOTHYECKYIO
nuteparypy noutu mnonseka Hazan [107, 164]. HecmoTps Ha KIMHWYECKUU
noJIMMOp(PU3M JTUCTOHWH, 3HAHHE O CXOAHOM Mg ee¢ GhopM MopdogoruueckoM,
HEUpOMETA0OIMYECKOM ¢ MOJIEKYJISIPHO-TEHETUUECKOM CyOCTpare IMO3BOJIMIIO
Dystonia Medical Research Foundation B 1984 1. natb qucToHuu ee OOIMIETPUHATOE
Ha CETOJHAIIHUN JI€Hb ONPEECTICHUE - 3TO CHHIPOM HEMPOU3BOIBHBIX, YCTONYHBBIX
MBIIIICYHBIX COKpAIEHWH, B KOTOPBHIC BOBJICUEHBI OJWH WM 00Jiee aHATOMUYECKUX
PETMOHOB, YacTO MPUBOMASAIIMNA K CKPYUYMBAIOIIUM M TIOBTOPSIFOIIUMCS JBUKEHUSIM

WJIA TIATOJIOTUYECKUM T103aMm [57].

1.1 Knaccuduxanus
Cnycta 6e3 MaJloro BeK ¢ MOMEHTa MEPBOTO ONMUCAHUS JUCTOHUHU BBIJICICHO
Oompioe MHOTOOOpasue ee (hopM, BKITIOUAIOIIEe KaK MEPBUYHBIC (MINONATHICCKUE),

TaK U BTOPUYHBIE (CUMITOMAaTUYECKUE) JUCTOHUU. B rpynmny nepBUYHBIX AUCTOHUN



12

00BeMUHSIOT BCE (OPMBI, B CIIydae KOTOPBHIX IUCTOHUS SIBISETCS €IUHCTBEHHBIM
CUMIITOMOM 0oJie3HM (MHOTZa OHa COIMPOBOXAACTCS TPEMOPOM); TP HTOM
7a00paATOPHBIX U3MEHEHUN M KaKUX-TMOO MPU3HAKOB MAaTOJOTHUU TMPHU CTaHIAPTHBIX
HEWpPOBU3YyaNIM3alMOHHBIX uccheaoBaHusix (pytuHHbeie pexkumbl KT u MPT) He
oOHapyxuBaeTca. BropuuHble AUCTOHUU - 3TO TETEPOTCHHAs TPYIIa CUHAPOMOB, B
KOTOpPOM, B CBOI O4Y€pedb, BBIIEISAIOT HEHWPOJEICHEpAaTUBHBIE (B TOM YHCIIE
HACJIC/ICTBEHHbIC) 3a00JIeBaHMsI, TMPOSIBISIONIMECS JIMCTOHHEH, JIeKapCTBEHHO-
WHIYIIUPOBAHHBIE TUCTOHUM W JUCTOHUU, CIPOBOIMPOBAHHBIC MPHUOOPETCHHBIMU
NPUYMHAMU W 3K30T€HHBIMU (PAKTOpaMH. IDTHOJOTHYECKUA KPUTEPHUM JIEKHUT B
OCHOBE OOILIENPU3HAHHON KJIacCU(PHUKAIMK JUCTOHUH, KOTOPYIO PEKOMEHIYeT
KIIMHAYECKUM  crnenuanucram  EBponelickas — Qenepanuss ~ HEBPOJIOTHMYECKHUX
coobmectB ¢ 2011 r. [16]. HeoOxomumo Tak)Ke BBIACIUTH OTIACIBHO COCTOSHHS,
KOTOpbIE MPUBOAAT K (POPMHUPOBAHUIO MATOJIOTMYECKUX JTBIKEHUN U TI03 U TIPU ITOM
HE SIBJSIOTCA CBA3AHHBIMHM CO CHEU(PUYECKON (PEHOMEHONOTHENl NTUCTOHUN — UX B
HACTOSIIEE BPEMSI ONIPEAEISAIOT KaK «IICEBIOAUCTOHUMNY.

Knaccudukarnus AUCTOHUU HWTpaeT OMPENeSIONIYyI0 pOJib B CBOEBPEMEHHOMN
JTUArHOCTHKE, NPUHIMIAX JEYEeHUs NalUeHTOB U TNOoAOOpe aJeKBaTHOM H
¢ PeKTUBHON TepareBTHUYEeCKO MeToauku.  Hawmbonee IMONMHO BCe 3HAYMMBIC
XapaKTEePUCTUKU JUCTOHUU OXBAThIBAET KJIACCHU(PUKALMA COIIACHO PEKOMEHAALMSIM
EBponeiickoit  ®enepanmu  HeBponoruueckux Oo6mects (EFNS) [16]. DOra
KJaccu(ukaus OpUEHTUPYET KIMHUIUCTOB B AU epeHnaabHOol JTUarHOCTHKE,
OTNPEAEIICHUH MTPOTHO3a U TAaKTUKHU BEICHMs OOJIbHBIX, TOMOTasi B PEIIEHUU BOMpPOCa
0 HEOOXOTUMOCTH MOJIEKYJSIPHO-TEHETUYECKOTO aHalnu3a, BBIOOpE JIEKApCTBEHHOU
Tepanuu Wik XUPypruyeckoro BMeIaTeabCTBa.

Kinaccuduxkanus cortacHo Bo3pacTy Haudasia 3a00JIeBaHUS KJIMHUYECKH Ba)kKHA
W JUIS AUArHOCTUKH, U JJiA TiporHo3a. [Ipu qucToHusX ¢ paHHUM Ae0I0TOM MpUYHHA
3a00JIeBaHMs Yalle BCErO0 MOXET ObIThb YCTAHOBJEHA, W JUJIi HUX OoJiee BBICOKA
BEPOSATHOCTHh (HOKAIBHBIX (OPM C TEHACHIMEH K TeHepanu3ainuu. J[ucToHu4eckue

TUMEPKUHE3bl Pa3AeNsioTcs Ha (OpMBbI C PaHHUM WM k€ C MO3JAHUM HayajoM IO
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IIOPOrOBOMY BO3pacTy B 26 yieT (KpuTepHuii, BnepBble npennoxeHHslii C. bpeccman u
coaBropamu B 2007 T. mpW MOATOTOBKE PEKOMEHJALUNA K MEIUKO-TEHETHUYECKOMY
KOHCYIBTUPOBaHUIO) [25].

AHaTOMHYECKUMU OOACTSIMH, BOBJICYCHHBIMUA B JUCTOHUYECKUI TUIICPKUHES,
SBIISIIOTCSL KpaHUAJIbHBIE MBIIIIIBI, 1€, TOPTaHb, TYJIOBUIIE, BEPXHUE WU HIDKHHE
KOHeYHOCTH. OHU MOTYT BOBJICKAThCS KaK WHAWBUAYaJbHO, TAK W B Pa3IMYHBIX
KOMOUHAIUSIX. AHaTOMUYECKasi BOBJICUEHHOCTh CO BPEMEHEM TeueHHUs 3a00JIeBaHUs
MOKET MEHSTHCSI — Yallle ATO CBA3aHO C FeHepalu3alieil v 3aJeiiCTBOBAaHUEM paHee
WHTAKTHBIX TPYIIIT MBIIIIII.

[To pacripocTpaHEHHOCTH BBIJEISIOTCS CIAEAYIONINE KIMHUYECKUE (DOPMbI TUCTOHUU:
e (QokampHas [OUCTOHHMA — BOBJIEKAETCS JHIIb OAHA dYacTh Tena (MpH

KpaHUaJIbHOW AUCTOHMS — OnedapocnasMm, TUIEBON cria3M, OpOMaH U0y pHas

JUCTOHMUSI; TIPU LIEPBUKAIBLHON AUCTOHUS — TOPTHU- WIIM JIATEPOKOJUIUC, aHTEPO-

U PETPOKOJUTUC; JIApUHTEAIbHAS] AUCTOHUS, TPH JUCTOHUS KUCTH — IHCYHMA

criasM, CIia3M MY3bIKaHTa; TIUCTOHUS CTOIIbI);

® CEerMEHTapHas JUCTOHUS - BOBJICKAIOTCS CMEXHBIE 00JacTH Tena (CHHAPOM

Meiixka — 6nedapocnazm, COUETAIOMIUICS C OpOMaHIUOYIISIPHOM TUCTOHUEH );

e MynsTH(OKaTbHAS TUCTOHUS — BOBJEKAIOTCS JBE M 0Ooyiee OTHAICHHBIX
00J1acTH Tena;

® TEMUJUCTOHHUS — THUINEPKHWHE3, B KOTOPBIM BOBJICKAIOTCS MBIIIIBI OJHOM
MIOJIOBUHBI TEIIa;

® TeHEpaJIM30BaHHAS JTUCTOHHUS — C BOBJICUYCHHUEM MBI TYJIOBUIA U TIO

KpaiiHel Mepe eIlle ByX aHaTOMUYECKUX 00JIacTew.

JIJIsi BpEMEHHBIX XapaKTEPUCTUK YUYUTHIBAIOTCS KOJIEOaHMsI BBIPAKEHHOCTH
MPOSIBIICHUN THMEPKUHE30B, 3aBUCSIINE OT MPOU3BOJILHBIX JIBUKEHUHN, BO3MOMXKHBIX
TPUTTEPHBIX MOMEHTOB, (DEHOMEHOB KOMIICHCAIIUU, BCIIOMOTATEIIbHBIX MaHEBPOB
(gestes antagonistes) WM AYIIEBHOTO COCTOsSIHUSA OosibHOTO. Mcxoms w3 3TOro

KpUTCpUA, BHIACIIAIOT OCHOBHBIC BPCMCHHBIC MMAaTTCPHBLI JTHCTOHUU:
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1. mepcuctupyromas JUCTOHHUS (COCTOSHHE MAalMEHTa HE MMEET CYIIECTBEHHBIX
KOJeOaHUN B TEUYEHUE BCEro JHS — 3a UCKJIIOUYEHUEM JIMIIb TOIO BPEMEHH,
KOTIJIa OH CITHT);

2. NACTOHUA C IMPKATHBIMU KOJICOAHUSIMH (XapaKTepu3yeTcs BBIPAKECHHBIMU
LIUPKaJHBIMA BapHalUsAMU aHATOMUYECKOW BOBJICYEHHOCTH, CTEIIEHU W MHBIX
XapaKTEPUCTUK MAaTOJIOTMYECKOTO ABUKECHHUS);

3. KuHe3nocnenudpuueckass JUCTOHUS (MOXKET OBITh TAaK)K€ Ha3BaHA «IUCTOHHUEH
NEUCTBUS», «aKIMOHHOM  JTUCTOHHEW»; €€ HHAYIHUPYEeT KaKOW-TH0o
XapaKTepHbIA POJ JBUTaTEIbHOW AKTUBHOCTU JIMOO K€ OJHO XapaKTEepHOE
JIBIDKCHHE);

4. mapokcu3MaibHas JAUCTOHHMA (C  BHE3alNHBIMH, OrPAHMYEHHBIMU  IIO
IPOAOKUTEIBHOCTA AMU30/1aMH, BBI3BAHHBIMH Pa3IUYHBIMA TPUTTEPHBIMU
MOMEHTaMU — OOJIbI0, TICUXO3MOIIMOHAJIbHBIM BO30YXJIEHUEM, (PU3NYECKUMU
Harpy3Kamu, ynorpeOieHreM Ko(he Uiu aiaKoros).

JIUCTOHHS TPOSABIIAETCS W30JUMPOBAHHO WIH K€ CONPOBOXKIACTCS IPYTMMU
paccTpoiicTBaMM JABWXKEHMs. M30nMpoBaHHas JAHCTOHUSA (€€ TaKXKe Ha3bIBaloT
«TEPBUYHONY, UIIA «YUCTOI») - 3TO COOCTBEHHO M €CTh JUCTOHUYECKHI THIIEPKUHES
KaK IJJaBHOE MOTOpHOE TMposiBieHue Oone3Hu. VHorma OH cOmpoBOXAAETCA
TpemopoM. KomOnHMpOBaHHAs AUCTOHUS («IUCTOHUSI-TUIIOCY) B HEKOTOPBIX CIIydasix
COYETAETCS C Pa3IMYHBIMU JBUTATEJIbHBIMU PACCTPOMCTBAMU, U3 KOTOPBIX B IIEPBYIO

o4YCpcab BBIACILAOT M ITIAPKUHCOHHU3M B MHOKIIOHYC.

1.2 Dnmaemuonorus
JlucToHMA pacrpoCTpaHeHa IIOBCEMECTHO, €€ PacClpOCTPAHEHHOCTh BeECbMa
BapuabelibHa W 3aBHCUT OT HCCIIEAyeMOW KOropThl OOJIbHBIX U OCOOEHHOCTEN
METONOJOTUHA  DNUIAEMHUOJIOTHYECKOTO  aHaln3a.  SIBIAACH  MCKIIOYUTEIBHO
NOJIMMOP(HOM rPyIION pacCTPONCTB ABUKEHUS, JUCTOHUS BXOAUT B MEPBYIO TPOUKY
no pacnpocrpaneHHoctd [54, 122]. [lo nmannepiM omybnukoBanHoro B 2012 T

yueHbIMA yHuUBepcuTeTtoB Toponto u Kamrapm (Kanaga) wmeraananuza 15
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SMUJEMHUOJIOTUYECKUX UCCIEAOBAaHUM TEPBUYHBIX JUCTOHMM, oO0mas dYacrora
BCTPEUAEMOCTH  oOlleHuBaeTcs kak 16,43 Ha 100 TbhIC., NPUTOM YTO 3HAYUMBIC
BapHaIuy JTOMUHUPYIOMUX (POPM MEPBUYHON JUCTOHUM B PA3IMYHBIX MOIMYJISIIHIX
oOpamaror Ha cebs ocoboe BHuManuwe [153]. Bricoko BapuabenpbHa U
pacrnpocTpaHeHHOCTh pas3nuuHbiX (peHorunoB DJI. Hambomee uacras dopma - LIJI:
2,0-20,0/10x5 [45]. B eBpormeiickux momymsusax Ha gomro /] mpuxogurcs 5,7/10x5
ciydyaeB, Ha BCII - 3,6/10x5. IIC B EBpomne BcTpeuyaeTcsi 3HAYUTENIBHO pPEXe —
1,4/10x5. Ha nonto BTopudHbIX (HOPM TUCTOHHH, KaK MPUHSATO CUUTATh, TPUXOTUTCS
10-20%, ¢ cyIecTBeHHBIM MpeodIaaHreM IETCKOTo IepeOpaibHOrO mapainda
(JALIIT) u TapauBHBIX (JIEKAPCTBEHHBIX ) qucToHUi [50].

MHOroO4YuCIIEHHBIE HMCCIIEIOBAHUS MOKAa3bIBAIOT, YTO CHUMIITOMBI 3a00JIE€BaHMS
3HAQYMMO YXY[IIAIOT Ka4€CTBO >KU3HU MAlUEHTOB: OT 25 10 50% OOJBHBIX TaKkxke
KATYIOTCSl HA KIIMHUYECKU BBIPAXKEHHYIO JICTIPECCUIO; O0JIb MPOOIIKAET OCTABATHCS
KJIFOUeBOM Jkaynoboit 'y 67-75% mnanuentoB [82, 100]. DT1o, B CBOI0O oYepenb
JEMOHCTPHUPYET, UTO CHUIYKEHUE KauyeCTBa KU3HU Y OOJIbHBIX AUCTOHUEH, HAPYIIICHUE
WX MOTOPHOM aKTMBHOCTH HEU30E€KHO 3aTparuBaeT HX Npo(ecCHOHATBHYIO

JEATEeIIbHOCTh, IPUAACT NpOoOIeMe COIUATBbHYIO U SKOHOMUYECKYI0 3HAYUMOCTh [34].

1.3 Imarnocruka

HecMotpst Ha oueBuaHBIE TOCTUKEHNUS HEUPOBU3YAIN3ALMNA U HEMPOTCHETUKH,
JIMCTOHUS U CETOJIHSI OCTAETCA B MEPBYIO OYEPENb KIMHUYECKUM IUarHo3oM [3, 7].

doxkajgbHbIC JAUCTOHUU C Je0I0TOM B TMO3AHEM BO3pacTe, MPU KOTOPHIX
BOBJICKAETCS OJIHA aHATOMUYECKAasi 00JIACTh U TUMUYHO HAYAJIO0 C MIEHHBIX, JIUIEBBIX
MBIIII WM MBI PYKHA, B OOJBIIMHCTBE CBOEM OCTAIOTCS JIOKAJIbHBIMHU, C
HE3HAUUTEJIbHBIM PACIPOCTPAHCHUEM Ha COCEAHHE Tpynmnbl MbIl. OHU UMEIOT
Oojiee OMAroMpUSTHBIM MPOTHO3 B TOM, YTO KacaeTcs TEUCHHUS OOJIC3HU, CTEIICHH
WHBAJIMIM3ALIUM MTAIIMEHTa U BO3MOXXHOCTEH ero nocienyromieit peadunuramuu [10].
CornacHo MeTaaHanu3y, CPEIHHUIN BO3pacT Ae0r0Ta (hOKaTbHBIX (POPM TUCTOHUH PYyKU

(®P) - 38 nmet, L1/ — 41 roxn, neGrora napunreansHoit nuctonuu (JIJ[) — 43 roga u
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nebrora BCII — 56 mer [126]. Ilo manmueim ESDE, cpemu ¢okanpHbIx u
CEerMEHTapHbIX (QOopM NpeodsIaaloT KEHIIMHBI, I MYKYUH XapakTepHo Ooliee
panHuii aedror Oosiesnu. Ito crpaBeqnuBo s LJ[, BCIT u JIJI. T'ennepubie
pasnuyMs, XapakTepU3yIOIIMe KaK aHATOMUYECKYI0 BOBJIEYEHHOCTh, TaK M BO3PACT
ne010Ta, MPEANOI0KUTEIBHO CBA3aHbl C MOIYIUPYIOIIUM BO3ACHCTBUEM ICTPOTCHOB
Ha 10haMUHEPTHIECKYIO cuctemy [94].

bnedapocnasm, HaunHarommMiics OOBIYHO C  OIIyIIEHHS JauckoMdopTa,
MHOPOJHOTO TEJla B Ma3y, YYallleHHOTO MOPraHUsl, MOCTENEHHO MPOrPECCUPYET J0
CIa3MOB KPYTOBOM MBIIIIBI IJla3a C HACUJIbCTBEHHBIM CMBIKAHUEM BEK, UYTO B
TSOKEJBIX CIy4dasX BeleT K «(QYHKIIMOHAIBHOW CIIETIOTe» U CYIIECTBEHHOMY
OTPAaHUYEHUIO MMOBCEIHEBHONW aKTUBHOCTH TamueHTta [3, 43]. Ha HavanpHBIX 3Tanax
pa3zButus 3aboneBanusi BIIC yamie Bcero paciieHHBaeTcs Kak O0(QTaibMOJIOTHYECKOE
3a00J1eBaHKE TIOYTH y MOJIOBUHBI MTalieHToB [135].

[lepBukanbHas JTUCTOHUS MPOSBIAETCS HACWIHCTBEHHBIMH JIBWKCHUSIMU
rOJIOBBI, BBI3BAHHBIMU AUCTOHMYECKUM CIA3MOM MBI arOHUCTOB-aHTArOHUCTOB
HIeM B PA3JIMYHBIX HAIMPABICHUSX: IOBOPOT, HAKJIOH K IUIEYy, HAKJIOH BHH3,
OTKJIOHCHHE Ha3aJl, a Jalle — uX kKomOuHaruu [42].

VY 3-80% manuenToB ¢ L1J[ xapakTepHO Takke HaJIM4YHE TPEMOPA PYK U TOJIOBBI
[127]. s AUCTOHUYECKOTO TpeMopa THUIUYHO YCWICHHE HAa (POHE MPOU3BOJIBHBIX
JBW>KCHUI W yracaHue MNP HKCIOJIb30BAHMU TAK HA3bIBAEMBIX «KOPPUTHPYIOIINX
KECTOB». JIMCTOHNYECKUI TPEMOP 3a4aCTyIO HE TOIBKO COMYTCTBYET IUCTOHHUH, HO U
HEpEIKO TMpeaIiecTByeT ee MaHudectanuu. J[MCTOHMYECKUM TpeMop TOJIOBBI
HanOoJee XapaKTepeH JJIs KeHITUH [52].

JlucToHMYeCcKue TUMEPKUHE3bl MOTYT YMEHBIIAThCsS IOl BO3JACHCTBUEM
CKOPPUTHPYIOIIHNX KECTOB» (gestes antagonistes), UMEHYEMBIX TaKXe «CEHCOPHBIMU
npuemamu» (sensory tricks). OTu mpuemMsl (JIerkoe KacaHuEe PyKOW JIUIA WJIH €U Y
nanueHToB ¢ KJI u 11JI) obneryaror MbIlieuHbIe CI1a3Mbl; OHU XapakTepHbl s 70%
naieHToB [14]. Hamuume KOppUTHPYIOMIMX IKECTOB BBICOKOCTICIU(DUYHO ISt

AUCTOHMHU W OTIIMHYAaCT €€ OT APYIruX JABUIATCIbHBIX paCCTpOﬁCTB. B ocHoBe
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MEXaHU3MOB BO3/ICHCTBUS 3TUX MPUEMOB JIEKHUT UX MOAYJIUPYIOIIEE BO3ACUCTBUE HA
MOTOPHOE MPOrPaAMMHUPOBAHKE, TOPMOXKEHUE AKTUBHOCTH MOTOPHOM KopbI [ 120].

CrnoHTaHHbIEe, JIUTEIbHBIC YAYUIICHUS COCTOSHMS (YACTUYHBIE WJIM TMOJHBIE
PEMHUCCHH) MPOAOIKUTETLHOCTHIO B HECKOJIBKUX MECSIIEB WU JIAXKe JIET OTMEUYAIOTCS
y 20% mnamuentoB ¢ D (mpeumymectBenno IIJI) [62, 68]. Baxueitmmm
MPEIUKTOPOM Pa3BUTHS PEMUCCHUU SBISIETCS MOJOAOW BO3pacT MaHHU(ECTAINH
3a0oneBanus [76]. [lo okonuanuu pemuccuu npu LJ] BosMokHa MHBEpCHs — cMeHa
HaIlpaBJICHUS TUCTOHUYECKOTO JIBUKEHUS TOJOBBI.

[Tocne KIMHUYECKOTO MOATBEPKACHUS HMarHo3a (BaKHBIM KPUTEPUEM CITY>KUT
OTCYTCTBHUE IMATOJIOTMYECKUX M3MEHEHUU TOJIOBHOTO MO3Ta MO JAHHBIM PYTHUHHBIX
HelipoBu3yanu3aiuoHHbiX MeTonoB — KT wuau MPT) MoxkeT OBbITh BBINOJTHEH
MOJICKYJISIPHO-TEeHETHYEeCKUI aHanmu3. [loncK maroiorn4eckux reHoB 1esiecoo0paseH
B PAHHHX U CEMENHBIX CIIy4asX TUCTOHHH.

[IporpeccupoBanue 00J€3HH B OTCYTCTBUHU A(PPEKTHUBHOIO JICUEHUS BEIET K
CHIDKEHHIO KadecTBa JKM3HM maimeHtoB [13, 147] — B Oonblle CTENeHW H3-3a
«HEMOTOPHBIX» MPOSBIECHUN TUCTOHUH, B IEPBYIO OUEPEb - TPEBOTU U JICTIPECCHUHU.
YMepeHHass U BbIpaKEHHAs Aenpeccus comyTcTBYeT NuctoHuu y 30,2% OomapHBIX
[13], ee coueTranne c TPEBOroW MPUBOJUT K CYKEHHUIO Kpyra KOHTAaKTOB MAI[UEHTOB,
CTPEMJICHUIO K HM30JSLHUHM, COUUaIbHOM ne3anantauuu. [Ipu L] monomHuTEenbHBIM
dbakTopoM pa3BUTHS JENPECCUU ABIAETCS O00Jb, OXBaThIBAaroOIIas OOJIACTh IIEH U
3aThUIKA, HAAIIEUbs, MJIEYEBbIE CYCTAaBbl U BCIO BEPXHIOK KOHEYHOCTh. K nenpeccun
0oJiee CKJIOHHBI KEHIIWHBI, UX KAa4€CTBO >KU3HU CHHUXKAETCS B OOJIbILICH CTEIEHH,

Hexenn y myxuuH [10].

1.4 DTHOJIOTMA U NIATOT€HE3
OTHOJIOTHA AUCTOHUM JIO CETOMHSIIIHEro JHS OCTAaeTcs HE BIIOJHE SCHOM,
OJTHAKO MOXXHO C YBEPEHHOCTHIO TOBOPUTH O MYJIbTU(AKTOPUAILHOU MPUPOIE
00JIe3HH, SBISIONMICHCS PE3YyJIbTaTOM HACIEACTBEHHOW TMPEAPACIIONOKEHHOCTH,

IPOSIBIISIIONICHCS B YCIOBHSIX BO3AEHCTBUS CcpedoBbiX (akTopoB [142]. CpenoBbie
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dakToppl pucKa MHOTOOOpPa3HBI M 3a49acTyl0 CHEMU(DUYHBI [JI1  HEKOTOPBIX
dbenotunoB aucroHuu. Hampumep, cymectByeT 3HaunmMas accouuanus BCIT ¢
onedapuToM, KepaTOKOHBIOHKTUBUTOM M CHHIPOMOM Cyxoro miasza [46, 109, 110], a
/] - c TpaBMaMu 00JIACTH IIEW U UANOMATUYECKUM CKOJIMO30M [44].

B marorene3 nucToHMM B MEPBYIO OYEpEdb BOBICUEHBI CKOpIyINa M OleIHbIN
map [102], omHako Bce OobIe JaHHBIX CBUIETEILCTBYIOT O KYMYISTUBHOM 3 eKTe
TUCHYHKIIMM HECKOJBKMX CTPYKTYp MO3ra, B TOM YHCIE KayJo-TaJlaMo-
KOpTUKaJbHOM cucteMbl [87]. OmHa W3 rUmoTe3 mpenjaraetT B KaueCTBE MPUUYUHBI
JMCTOHUW PacCMaTpUBaTh MaTOJOTMYECKYIO aIalTallMOHHYIO MJIACTUYHOCTh B 30HAX
JIBUTATEJIbHOIO KOHTPOJIS - CTPUONAUIMAAPHON CHUCTEME, CPETHEM MO3I€ U CTBOJIE
MO3ra, B COYETAaHUM C HAPYIIEHUEM KOPKOBOTO MHTHOUPOBAHUS U CEHCOMOTOPHOM
uHterpanuu [5]. CrnocoOCTBYIOT 3aKpEIICHUIO MaTOJIOTUYECKOTO IMKJIA BHEIIIHHE
(bakTopbl, B TOM YUCIIE ICUXOIMOIMOHANIbHBIE cTpecchl [150].

I'enetuka gBisIETCS ONMPENESAIONMNM (PAKTOPOM B Pa3BUTUM PA3IUUYHBIX — Kak
paBuiIo, MEPBUYHBIX — (popMm aucToHuu. B HacTosmee BpeMs onucano Oombine 20
GbopM JUCTOHUU C KJIACCUYECKUM MEHJICJICBCKUM THUIIOM HACJIEOBAHUS, U3 KOTOPBIX
HauOosiee pacnpocTpaHeHHOW (opmoii mpuszHaHa auctonust DYTI, cBsizanHas c

reaom TORI1A.

1.4.1 Ten TOR1A

Hucronus DYT1 3anumaer ot 50% mo 80-90% cinydaeB reHepam30BaHHON
JTUCTOHUU C paHHUM JeOI0TOM B Pa3IMYHBIX STHUYECKUX Tpymmax. Yactora ee
BcTpeuaeMoctr - 1:10 000—1:15 000 B nHeeBpeiickoit u 1:3000—1:5000 B eBpetickoit
nonynsauuu [25]. Ilpu stom ananu3 rpynnbel u3 178 MHAMNCKUX NMAIMEHTOB HE
BbIsSIBUJI HU ofHoro ciaydas DYT1 [117], a B Kurae yactora BCTpeuaeMOCTH ITOM
dbopmbl Obla oreHena auib B 1,4-2,7% [38, 165]. DTu naHHble NEeMOHCTPUPYIOT
KOHTpacT ¢ Bbicokoi yactotoit DYT1 B crpanax EBpombl: 16-25% B Urtanuu [58,
169], 7,9% B Cepoun [104], 15% B Jlanuu [79]. IlyonukoBaBmnecs panee pabOThI

OTEUECTBEHHBIX aBTOPOB, CBHUJETEIbLCTBOBABIIME O BbICOKOM (62%) wacTtote
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HOCHUTENIFCTBA OMUCHIBAEMOI MyTallMK Cpeau OOJBHBIX C PaHHEW TeHepaM30BaHHOM
nuctonuen [149], comocTaBuMbl ¢ TaHHBIMH CEBEPO-aMEPUKAHCKUX HCCIIEAOBAHUM
[26]. DOtm  mokazarenu  TPAJULMOHHO  COOTHOCSTCS C  OTHOCHUTEIBHO
MHOTOYHUCJIEHHBIMU OOIIIMHAMU MPOKUBAIOIIMX B 3TUX CTPaHAX €BpPEEB-allIKEHA3H.
3aboneBaHue HacleayeTcss MO ayTOCOMHO-JOMMHAHTHOMY THUMy. Bo3spact
nebrotra quctonuu tuna DY T1 o6suno 5 — 28 net, (B cpennem - 13), 4To coBmajgaer
C MEepPUOJIOM YCBOCHHUS JIBUTaTEJIbHBIX HABBIKOB M CHHANTHYECKOW IMJIACTUYHOCTU B
0a3aabHBIX TaHDIUSX. [103TOMY HEKOTOpBIE UCCIEAOBATEIN CUMTAIOT, YTO MPUUUMHON
NepBUYHOM nucTOHUM, BKimoudas DYTI, gaBngercs Helpoxumuueckuil 1eexT B
0a3aJbHBIX TAHIIUSAX. YCTAHOBJIEHO, YTO y MAIMEHTOB C MEPBUYHON 1EPBUKAIBHON
dbopmoit auctonnn u DYT1 B crpuaryme CHMKEHA CHOCOOHOCTH J10(haMHUHOBBIX
perientopoB K cBs3biBanHuto [118, 130] u oOparHomy 3axBary [18F]-DOPA [53, 132].
Busyanu3allMOHHbIE ~ HWCCIENOBAHUS  MOATBEPKAAIOT  HAIMYKWE  HApYLICHUM
nohaMUHEPTUUECKOM Mepeiaun y MalueHToB ¢ AUCTOHME [23, 28, 132].

B  OombmumHCTBE ciyyaeB O0J€3Hb JCOIOTHUPYET C PYKA WIHM HOTH U
OOJBIIMHCTBA TMAIMEHTOB (0oJiee YeM y TOJOBHHBI) MPOTPECCUPYET C HCXOJIOM B
MyJIbTH(QOKAIbHBIE WM TE€HEpalu3oBaHHblE (OPMBI B MEepuoA OT 3 10 S5 IeT;
KpaHUallbHbIE MBIIIIBI OBIBAIOT BOBJIeueHbl y 15-20% mamumentoB [125].
®denorunuyeckoe pazHoodpasue mytauuu DY T1 mmpoko u npeactaBieHo He TOIbKO
(dboKanbHBIMU M TEHEpaJIM30BaHHBIMH (opMaMu, HO Takxke U (opMamu, KOTOPHIC
MaHU(DECTUPYIOT U30IHPOBAaHHBIM TpemopoMm [115, 117]. Hanmuuue mytaruun DYT1
acCOLIMMPOBAHO TAaKXE€ C BO3PACTAIOLIUM PUCKOM pa3BUTHUSl JICTIPECCUM; OTa
0COOEHHOCTH HE 3aBHCHUT OT TOTO, MaHU(ECTUPOBAJIO yke 3a00eBaHue win HeT [77].

[lonaBnsitomiee  OONBIIMHCTBO ~ OMUCAHHBIX JO CUX T[OpP B  MHpE
MHOTOYHUCJIEHHBIX ciiydaeB auctoHud DYT1 o00ycrnoBiaeHbl OJHOM THUIMHWYHOMN
myTanued — nenenueit Tpex HykineorunoB (delGAG) B rene TOR1A Ha xpomocome
9032-g34, B pe3yibTare 4ero MpovcXOAuT yTpaTa NIyTaMHUHOBOTO OCTaTka B Oelke
«topcuH A». B Ka3yMCTHYECKUX CITydasX ONMHUCAHBl OBLTM MHUCCEHC-MYTAIllUM B T€HE

TOR1A. 3aduxcupoBanbl Takke U JBe Apyrux wmucceHc-mytauuu (P.A288G u
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p.F2051), a Takxke omHa Aenenusi CO CIBUTOM PAMKU CUMTHIBAHUS (IETEIUs YeThIPEX
nap ocHoBanmii C.934 937delAGAG); oHu Tak e MOI'YT OBITh IPHYHUHOW STOU
dbopMbl 3a0051€BaHUS, OTHAKO WX MOTCHIIMAIbHAS 3HAYMMOCTH MTOKa HE JoKa3aHa [35,
90, 167]. [lenerpantHocts GAG-nenenun 10BOIBHO HU3Kas1, mpumepHo 30-40% [24,
95]. CyiecTByeT HECKOJIbKO TEOpui Juisi 0ObsicHEeHUs1 gaHHoro (akra. Hampumep,
U3BECTHO, YTO B CIydyasx JUCTOHMM C pPAHHUM HadajioM HauOojee YacTo
HaO0JII0]aeTCs MOHOTEHHOE HAClIeJJOBaHUE C CEMEHHBIM aHamMHEe30M. J{Jisi BBISIBIICHUS
IPUYUH HU3KOM MEHETPAaHTHOCTU MPOBOIMIMCH HCCIEAOBAaHUS NOIUMOP(HU3MOB,
BcTpevatonuxcs npu GAG-nenenun. Hampumep, ycTaHOBIEHO, YTO TOTUMOP(HBIHA
aitens rs1801968 B uderBeprom 5k30He TeHa TOR1A cHUXaeT pUCK pa3BUTHSA
CHUMIITOMOB JIUCTOHUU B JiecATh pa3 (10 3%) npu Hamuanu GAG-nenennn BO BTOPOM
amtene [92, 138]. CnexyeT OTMETHUTh, YTO BCTPEYAEMOCTh 3TOTO MOJUMOp(PH3Ma
JOBOJIbHO HM3Kas (mpuMepHo 12% cpean eBpomeilieB W elle MEHbIE B JAPYrux
HOMYJSIHUAK ), YTO TOBOPUT O TOM, UYTO OH HE SIBISIETCS €AMHCTBEHHON MPUYMHON
HU3KOM MEHEeTPAHTHOCTH, U CYLIECTBYIOT APYTrue NPOTEKTOPHI.

JlpyruMu aBropaMu ObLIO pacCMOTPEHO BIMSHHME HETEHETHUECKHX (PaKTOPOB,
TaKUX Kak, MpoOJIeMbl TMEepUHATAIBHOTO TMEpHoAa, NeTCKhe WH(EKIru, ooImas
aHeCcTe3Ms U TPaBMbI HA MeHEeTpaHTHOCTh MyTaluu B rene TOR1A. Cpenu uieHoB 28
cemeil ¢ DYTl-accounnpoBaHHON AMCTOHMEH OBUT MPOBEIEH ONPOC METOAOM
PETPOCHEKTUBHOTO  aHKEeTUpoBaHUS. OLEHUBAINCh HOCUTENIM  MyTaluud C
MPOSIBJICHUEM CHMIITOMOB M 03, a Tak ke Jronu Oe3 ganHod myrtaruu [108]. B
pe3yibTaTe Cpeny BBINICHA3BAaHHBIX MPUYMH TOJBKO MPOOJIEMBI B TEPUHATAIEHOM
nepuosie, B 0OCOOEHHOCTH OCJIOXKHEHHUS NPU POJax 4Yepe3 €CTECTBEHHBIE POJOBHIC
OyTH TIOKAa3aJdW CTaTHCTUYECKH 3HAUMMYIO TOJOKHUTEIBHYI0 KOPPEISIIHIO ¢
MaHudecTanuen 3a001eBaHus.

CymiectByloT JaHHble O CBsi3M aucTtoHnu Tthna DYT1 ¢ auctonuweit tuna
DYT6. T'en THAPI xoaupyeT TpaHCKpUIILIMOHHBIN (akTop, OTBEUYaIOIIUNA 3a
perymsanuio skcnpeccun rena TOR1A. Amnens nuxoro tuma THAP1 momaBnsier

skcnpeccuto TOR1A, B TO BpeMsi Kak MyTaHTHBIA aJjiesib TPUBOAUT K CHIXKEHUIO
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3TOM penpeccuu [67, 91]. DTu HaGAIOAEHUS MOTYT TOBOPUTH B MOJB3Y TOTrO (haKTa,
YTO AUCPETYISAIMUS TPAHCKPHUIIIIUU TaK K€ MOXKET ObITh MPUYMHON JUCTOHUHU.

Topcun A, 06magaromuil CPoACTBOM € OEITKaMH «TETUIOBOTO MI0Ka», OTHOCUTCS
k rpynme AAA+ AT®da3 (ATPases Associated with a variety of cellular Activities),
KOHTPOJIMPYIOIIUX MPOIIECC 00pa3oBaHUsl KIETOUHBIX OPraHelll, MPOTe0COMalbHbIC
bynkunu, QyHKIMA OENKOB-IIAIEPOHOB, MEMOpPAHHBIM TpPaHCIOPT W  (PYHKUIUHU
Mukpotpyoouek [71]. Tak sxe u3BecTHO, 4TO Oenku ceMeicTBa AAA+ y4acTBYIOT B
nporeccax donauHra U Aerpananuu oeiakoB, permakaruu JIHK [121, 158]. Topcun
A coctout u3 332 aMMHOKHUCIOTHBIX OCTATKOB, B KJIETKE JIOKAJIM30BaH B OCHOBHOM B
HHIOIIA3MATUYECKOM PETUKYIyME, B TO BpEMsI KaK MyTaHTHBIN OEJIOK acCOIMUPOBaH
c sgepHoi MemOpaHoit [71]. bonee Bcero TopcuH A 3KclpeccHpyercs B
no(paMUHEPTUYECKUX  HEHUpOHAaX  KOMIIAKTHOW YacTW 4YEpHOW  CcyOCTaHIMH,
roiyooBaroM TMsTHe, kieTtkax [lypkuHbe, 3yO4aToMm sipe MO3KeuKa, OCHOBAaHUU
MOCTa, Tajamyce, THIIOKaMIe, sApax [Ia30[BUraTelIbHbIX HEPBOB U JIOOHOUN KOpe
[71]. MHOTOUNCIEHHBIE PA0OTHI TIO MCCIICIOBAHUIO COOTHOMmEHUN MyTaruid DYTL u
MOP(OJOTUYECKIX U3MEHEHHM BEIECTBA TOJIOBHOTO MO3Ta HE BBISBUJIM 3HAYMMBIX
3aKOHOMEPHOCTEN; OAHO MCCIEOBAHUE JEMOHCTPUPYET BO3MOKHOCTh PaCLEHUBATH
3Ty GOopMy ANCTOHMM Kak 3a00JjieBaHUE, CBSI3aHHOE C HApYIICHHEM HATUBHOU
KOH(popMamoHHOU cTpykTypsl TopcuHa A [111]. [TogoOHbIe MyOIMKaLMK MO3BOJISIOT
B3NISIHYTh Ha MpoOJeMy TEPBUYHBIX JUCTOHUM CKBO3b TMPHU3MYy TEOpUU
KOH(OPMAITMOHHBIX OoJie3Hel Mo3ra [4]. HopManbHBIM TOpCHH A TIOSBIISETCS TOTA,
KOTJla HeoOXoAuMa 3aluTa OT OKCUAATUBHOTO cTpecca [97], 4To 0ObsICHSET TOT (aKT,
YTO MHOTHE MAalMEHThI ¢ AUCTOHHENW OnneHreliMa NepeHeciii CTPECCOBBIE CUTYaALINH,
TakMe Kak MpoCTyda, TpaBMa, XUPYPrUYECKUE oOMepauuu, A0 MaHH(ecTaluu
3a00JIeBaHUS WM 10 Pa3BUTHUs ero yxyamieHus. OJIHaKo, HEMOCPEACTBEHHAs pOJib

TOpCHHA A B marorenese AUCTOHHUH OO0 CHUX IIOP HC BIIOJHC sACHA.
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1.4.2. Ten THAP1

Juctonus DYT6 (ayTocOMHO-JOMHHAHTHAsI JUCTOHHUS C PaHHUM JICOIOTOM),
COMJIACHO pAa3JIMYHBIM OLEHKaM, 3aHumaer ot 1% nmo 25% Bcex ciydaes
UIMONATUYECKON JUCTOHUM C paHHUM HadayioM [124]. IleHeTpaHTHOCTH reéHa — B
paiione 40-60%. ®deHOTHI MOXET OBITH OXapaKTepU30BaH pPaHHUM HayajoM (B
OOJBIIMHCTBE CiIy4aeB - 16 jer); Hanbosee 4acTo CUMIITOMATHKA HAYMHAETCS C PyKU
(50%), 3areM xapakTepHO BOBiIeueHUE JHUIEBON (25%) wnm 1melHon (25%)
MYCKYJaTypbl C TEHJICHIIMEH K TeHepalu3alui WK MYJIbTU(QOKAIBHOCTH TIOYTH Y
MOJIOBUHBI  O0NbHBIX [125]. CuUMNOTOMBI OpOMaHAUOYJISIPHOW U JapUHTETHHOU
TucTOHUM (nucoHus U au3aptpusi) y 65% MalueHToB SIBISIIOTCS TONMOJHUTEIHHOM
npuunHOM nHBasnau3anuu [25]. Ilpuunna 3a0oneBanus - mytanus B rene THAP1 na
xpomocome 8p21-q22. Tem THAP] Bxmrowaer Tpu HK30HA M KOAUPYET IOMEH
Thanatos-accoruupoBanHoro 0Oejika, B TOM 4YHCIE€ - COOCTBEHHO aIloNTO3-
accoruupoBanubii  O6emok 1 (THAPI1) [163]. Onucano oxono 60 pazauuHbIX
MyTaIluii: B OCHOBHOM 9TO MUCCEHC-MyTanuu (64.9%) u maiible eJeruu BHE paMKH
cuutbiBanus (19.3%), omHako BCTpeyaroTCs Takke W WHbIE TUIbl MyTarui (7% -
HOHCEHC-MyTanuu, 3.5% - MyTauuy BHYTPU paMKu cuuThbiBaHus, 1.8% - mHCepnuun
BHE paMKku cudThbiBaHus, 3.5% - xommekcHele wytanuu) [21]. Bo3moxHO
3aJICICTBOBAHME BCEX TPEX AK30HOB. YETKOM KOppesiuyu TeHOTUIT-PEHOTHUIT BCE eIle
He BeigeneHo [21, 163]. I'en THAPI1 Bximrouaer 213 aMUHOKHCIOTHBIX OCTaTKOB M
SBIICTCS SITCPHBIM MPOAMONITOTHYECKUM (PAKTOPOM, aCCOLIMUPOBAHHBIM C SAEPHBIMU
TenpllaMu npomuenonutapaoi neiikemun (PML NBS) [128]. Onucana unTepakius
rena THAP1 ¢ papyrumm Oenkamu, B TOM 4HCIE O€IKaMH MPOATONTOTHYECKON
aKTUBHOCTHU M (DaKTOpaMH TMOAJICPKAHUU CTAOUILHOCTA T€HOMAa U TTPOTUBOBUPYCHOM
aktuBHOoCcTU [128]. Ten THAPI1 Takxe 3aeiCTBOBAaH B PETYJISTOPHBIX Mpolleccax
nponudepalui SHAOTEIUs, U ydacTByeT B dkcrpeccun reHa TOR1A (muctonus
DYTI1), nonmasnsas ero tpanckpumnuuio [91]. ITlamuentst ¢ guctonueit DYTO,
MEepPeHECINe XUPYPrUYeCcKOe BMEIIATEIhCTBO (TIIyOOKas CTUMYMSALUS OJICTHOTO

miapa), B OOJBIIMHCTBE MPOJEMOHCTPUPOBANU YIYYIIEHHE HE TOJIBKO KauecTBa
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KU3HU, HO M BO3pAacTaHUE JBUTATEIbHOW aKTMBHOCTU (pocT Oajuia JIBUraTeIbHOU
oteHku ot 16% 1o 55% mo mkanam Toronto Western Spasmodic Torticollis Rating
Scale (TWSTRS) m Burke—Fahn—Marsden dystonia rating scale (BFMRS) B
MOCTCONEPAIMOHHOM TEPUOJIC). DTH TMOKA3aTe CYIIECTBEHHO MEHBIIE TaKOBBIX
npu auctonun DYTI [73, 168]. HeManoBakHbIM SIBJIIETCA TaKXe€ W TO, YTO IIPHU
muctonnn  DYT6  xupyprudyeckoe BMEIIATEIbCTBO BEAET K  YMEHBLIECHUIO
JUCTOHMYECKUX THUIEPKUHE30B, 3aTParMBalOIIMX KOHEYHOCTH, IICI0 WU TYJIOBUIIE,
OJJHAKO MHHUMAJIbHO BIIMSIET HA BBIPAKEHHOCTh JIAPUHTE€ATbHOM JTUCTOHUU
(mu3aptputo u gucharuto) [73]. ComocrtaBnenue wmyrtanuu B reHe DYT6 ¢
CYLIECTBEHHO Ooyiee HHU3KUMM TOKa3areasiMu 3()(PEKTUBHOCTH XUPYPTUUYECKOTO
JICUCHUS JUKTYEeT HEOOXOIMMOCTb BBINIOJHEHUS MEAUKO-TEHETHYECKOrO aHalu3a y
00JBHBIX Ha amMOynaTtopHoM 3Tane [47]. YTouHeHue Thma MyTaluu y OOJIbHBIX C
UAMONATUYECKOM JTUCTOHUEH C paHHUM JEOIOTOM SIBISIETCS OJHUM M3 KIFOUEBBIX

(bakTOpOB OMpENCIICHHS TOKa3aHUN K XUPYyPTUUECKOMY JICUCHHUIO.

1.4.3. I'en DRD

OTMeuast  3HAUUTENbHBIA  TOJIUMOP(PU3M  KIMHUYECKUX  MPOSBICHUUN
TeHEpPaJIN30BaHHOM JMCTOHUM, CETOIHS MCCIIEA0BATENN BBIIEISIOT JBE €€ OCHOBHBIC
KIIMHUKO-OMoXuMHuueckue  GopMbl  —  10¢a-uyBCTBUTEIbHYIO M J0(da-
HeuyBcTBUTENBbHYIO [1, 146]. IlepBoe kiMHHMYeckoe coolOmieHne o jgoda-
qyBCTBUTEIbHON aucTtoHnu (dopa-responsive dystonia, DRD) npunamnexutr M.
Cerage (1972 r.), B oreuectBenHoi nureparype — E.JI. Mapkosoit (1975 1.); Gonee
panHue onucanus [29, 41] TMNIUYHBIX (GOPM TeHEPATU30BAHHON TUCTOHUH C PAaHHUM
HAyaJioM M OTYETJMBBIM TepaneBTHUYeCKUM 3((PEKTOM OT mpuema IUKIO0I0JIa TaKXKe
COOTBETCTBYIOT CETOHAIIHUM mpenctaBieHusM o DRD.

TunuyHpiMU  KIUHUYECKUMH TposiBieHusMu DRD  sBasiercss nuctoHus c
paHHUM HadajoM (B JETCKOM WJIM TMOJIPOCTKOBOM  BO3pacTe), 3a4acTylo
COTPOBOXKIAIOMIASACS JIETKUM TApKUHCOHM3MOM, 3aMETHBIMU (IYKTyallusiMH B

MOTOpPUKE OOJBHBIX B TEUEHUHU CYTOK (YXYIAIICHHE COCTOSHUS K BeUepy U yITydIlIEHUE
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JBUTATEIbHONW (PYHKIIMM yTPOM WM TIOCJHE OTAbIXa), M XapaKTePU3YIOIIAsCS
JpaMaTUYeCKUM M CTOMKUM YIIYYIlIEHHMEM B OTBET Ha HM3KHE J03bI JIEBOAOMHI (0e3
pPa3BUTHS MOTOPHBIX (GIYKTyalWii W/WIM JIEKAPCTBEHHBIX AUCKUHE3UHN JTaXKe CITyCTsI
MHOrMe ronbl Tepanuu) [144]. [uypHanmpHas  (aykTyauus KIMHHYECKOU
CUMIITOMAaTUKHU He cTporo crnenuduyHa 1igs DRD u MoxeT conpoBoKIaTh TEUEHUE
MHOTHX JPYTUX HEBPOJIOTHYECKUX PACCTPOMCTB, OMHAKO PACCMATPUBACTCS KaK OJIUH
U3 TPUHIUNHATBHBIX JuddepeHnnanbHo-IMarHOCTUYECKUX TPU3HAKOB JaHHOU
dbopmbl quctoHuu [93]. 3aMeTHBIN M CTOMKHN OTBET Ha JIGBOJONY W OTCYTCTBHUE
MOTOPHBIX (PIYKTyallmii WM JUCKUHE3UH KaK OTCPOYCHHBIX OCIIOKHCHHUU SIBISETCS
KIIF0YEBOM 0COOEHHOCTHIO, TTo3BOIIsItONIEH oTaenuTh DRD ot npyrux dopm nuctonuu
Y TTAPKUHCOHU3MA.

Onpenenenne DRD kak cuHIpoma u30uparesbHOM  HUTPOCTPHAPHOMN
HEJOCTaTOYHOCTH J10aMHUHA, OOYCIIOBICHHOW HACIIEACTBEHHBIMHU Je(eKTaMu ero
MeTabonmu3mMa Oe3 yTpaThl IONMYJISAIMHM HEHpOHOB Substantia nigra mo3Bosser
OOBEIUHUTHh BCE TUMUYHBIC U aTUIIUYHBIC CIy4au, U JIOMYCKAeT MOCTAaHOBKY TaKOTO
nuarHoza 0e3 mposeneHuss JIHK-gmarnoctukm [85]. denormn DRD-mmroc
nonyckaer: 1) Bo3MOKHO Oojiee paHHee Hayajao 3abojeBaHue (B TOM 4YHUCTE
HEOHaTallbHOE), 2) 0oJyiee BBIPAKEHHBIC MPOSBICHUS JBUTATEIBHOTO JedUIINTa,
TPYIHOCTH TIPU TJIOTAHWH, MBIIICYHYIO THIIOTOHHUIO, U 3) HEMOTOPHBIC MPOSIBICHUS
(MpU3HAKUA DKCTPa-HUTPOCTPUAPHOM HEXBATKH Ao(amMuHa) — Cymoporu (yamie To
tuny grand mal wiM  MHOKIOHHWH), 3aJepPKKy ICHXOMOTOPHOTO pa3BUTHS,
MICUXUYECKUE OTKJIOHCHHUS, COHJIMBOCTb, Pa3ApaKUTEIbHOCTh, PEKYPPCHTHYIO
TUTNIEPTEPMHUI0O B OTCYTCTBHE HWHGPEKIMH W T.J. JUXOTOMHUUECKUN MPUHIIUII
paznenenuss DRD u DRD-mitoc rpemdT uM3BeCTHBIM HECOBEPIIEHCTBOM (Tak Kak
CTCTIICHb BBIPAKEHHOCTH JT0()aMHHOBOW HEIOCTATOYHOCTH NaXKEe TPU TCHETHYCCKHU
OHOPOJHBIX (opMax MOXKET 3HAYMTEIHHO BAPbUPOBATH), MOITOMY HEOOXOIMMO
Oonee mMIyOOKOE€ TMOHMMaHWE Maro(U3UOJNIOTHUH, KIMHUKKM W OCOOEHHOCTEH

JAUAarHOCTHKH.
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1.4.3.1 Ilatorene3

Terparunpoouontepun (BH4) sBiasercss kopakropoM THPO3UH-TUIPOKCHIIA3HI
(TH), npeBpamatomeii Trpo3uH B godamun. [ukiaoruaponasa-1 (GCH-1) — nepBoe
3BE€HO B Ienouke cuHTe3a BH4, npyrumu SBiSIIOTCS MUPYBOWITETPATrUIPONTEPUH-
cuntaza (6-PPH4), cenuantepun-penykraza (SR) u auruapontepuIdH-peayKTa3a
(DHPR). Hedumur aktuBHocTH GCH-1 00ycrmoBIMBaeT CHIKEHHE CHHTE3a
nodhaMrHa ¥ HU3KUH YpOBEHB HeomnTeprHa [66]. B To e Bpems, HeJJ0CTaTOYHOCTh 6-
PPH4, SR nuiin DHPR He oTtpakaeTcst Ha conepKaHUH HEONITEPHUHA.

[Tauuentsl ¢ DRD He nemoHcTpupytot runepdeHuiaiaHuHEMUU, HECMOTPS Ha
To uro BH4 Ttakxke sBusercs kodakropoM QeHmnanaHuH-rugpokcunassl [30].
Hurpoctpuapubsie nodamMuHEpruyecKue HEUpOHbI HamboJiee UYyBCTBUTEIBHBI K
Henocrarky BH4. AxtuBHOocTe GCH-1 B pasnuyHBIX KIETKAaX M TKaHAX TaKXKe
HEOJIMHAKOBA M MOXKET OBITh CBSI3aHa C PA3HUIICH B CTEIEHH SKCIPECCUN HOPMATbHOU
u mytantHoi MPHK [66]. IHTepecHO, 4TO 3HAYUTEIHLHOE CHI)KCHUE OMONTEpUHA B
I[THC (-82%) B acHMNOTOMHBIX Cilydasx ONHM3KO K TakoBoMy y maiueHToB ¢ DRD (-
84%), omHaKo pa3HMIIA B KOHIIEHTPAIMK TUPO3UH-TUIAPOKCUIIA3HI U AonaMuHa (-52%
u -44% coOTBETCTBEHHO y HocuTeneh U -97% u -88% COOTBETCTBEHHO Yy OOJIbHBIX)
CYLIECTBEHHO 0oJjiee 3aMeTHa, YTO CBUJETEIBCTBYET O KPUTUYECKOW 3HAYMMOCTHU
KOJINYECTBA TUPO3UH-TUAPOKCUIIA3BI JJISI BBIPAKEHHOCTU KIMHUYECKU MPOSBICHUI
DRD [63].

B nportuBomonoxHocTs 0Oone3nu [lapkuHCOHa, mMaToMOpQoOIOTUYECKOE
HCCIIEIOBAaHNE HE HAXOAUT MPU3HAKOB JCTCHEPAIIMU U YTpaThl HUTPAJIBHBIX KIIETOK,
XOTS U OTMEYAETCS YMEHBILICHUE KOJIUYECTBAa MEJIAaHUH-COACPKAIUX HEUPOHOB B
KOMIAKTHOM 4actu Substantia nigra [134]. Otu matoMopdoiIoruyecKkue W3MeHCHHUS
noareepxkaaer IIOT ¢ Quroopomonol s Bu3yaiIu3auud — 10(GhamMOHOBOTO
TpaHCIOpPTEpa, JIEMOHCTPUpPYIOIee HOpMaibHbie pesynbrarbl npu DRD  [85].
[IpencraBnenne o DRD kak 00 u30uparenbHONl HUTPOCTpUAPHON A0(PamMUHOBOMN
HEJOCTAaTOYHOCTH, OOYCJIOBIIGHHOW TEHETWYECKHM  JeexkToM  MeTaboau3Ma

I[O(I)aMI/IHa IIpHU OTCYTCTBUH U3MEHEHUM B ITyJIC HUI'PAJIbHBIX HCﬁpOHOB, IIO3BOJIACT
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OIpCACIUTbL I3TO 3a00jIeBaHEe HE Kak HeﬁpOHeFeHepaTHBHOC, a CKOpEC, Kak
OMOXMMHYECKOE — OH3UMOIIATHIO, KJIOY K TCpalluu KOTOpOﬁ JCKHUT B BO3MCHICHHH

HEJIOCTATKa MCTOIMIAIOIINXCS HEHPOMEIUATOPOB.

1.4.3.2 /InarsocTuka

Haepyzounwiti mecm ¢ gpenunananurnom

Kak panee ynomunanocb, BH4 sBusercs taxke kodaktopoMm (eHuIaIaHUH-
ruapokcunasbl. Takum oOpa3zoMm, aedexkr B (QyHkuuonupoBanun BH4 wmoxer
OpOSIBUTBCA B BUAE TunepeHUIalaHHHEMUU TPU TOMO3UTOTHBIX ayTOCOMHO-
PELECCUBHBIX WJIM KOMIAyHA-TETEPO3UTOTHBIX MyTamusax [156]. AyrtocomHo-
nomuHanTHass GCH-1-HegocrarouHocTs BeneT k cenektuBHoMy aepuuuty GCH-1B
[IHC, HO He B remaronurax, 1 HE CONPOBOXKAAETCs runepdenunnanannaeMuei. Tem
HE MEHee, MeYeHOuYHas (eHWIaNaHUuH-TUApOoKcuiaaza npu aepuuute BH4 He B
COCTOSIHUM 00€CleunTh HOpMaJbHOE NpeBpalleHue (heHuIallaHuHA B TUPO3UH IPU
Harpy3o04HbIx npoOax. Konnenrpanuu ¢eHnnaniaHuHa ¥ TUPO3UHA B IJ1a3Me, a TaKxKe
COOTHOILIEHHE (DeHWIIaJaHWHA/TUPO3UHA OTKJIOHAIOTCS OT HOPMAJIbHBIX MOCIE
nepopaibHoro mpuema ¢enunananuda [81]. [logoOHbBIN TecT WHOIIA TO3BOJISET
BBISIBUTh ACUMIITOMHBIX HOCUTEJIE T€HETUYECKOTO 1eeKTa, OTHAKO HE TapaHTUPYET
OTCYTCTBHUE KakK JIO)KHO-TIOJIO)KUTEIbHBIX, TAK U JOAKHO-OTPULATENbHBIX PE3YJIbTaTOB.
DeHnIanTaHnHOBAs Harpy3o4Has npoba MOKET IPUMEHSATHCS npu
nuddepentpanbaoi auarHoctuke GCH-1 u TH-agedunura: ypoBeHb heHMIaAIaHMHA
B KPOBHU OCTaeTCs MOBBIMICHHBIM TIpU HegocTtarouHoctTu GCH-1 u cymiecTBeHHO HE
MEHSETCs MpU HapylieHuu metadonuzma TH.

Heonmepun u buonmepun

Passectn mexny coboit GCH-1 u SR-3H3MMONaTHIO IO3BOJISET UCCIIEIOBAHNE
HeonTepuHa u ouonrepuHa. HeontepuH — npoaykT karaboin3ma, oOpa3yroniuiicss Ha
nepBoM 3tane cuHTe3a BH4 npu yuactun GCH-1. buontepun — KOHEUHbIA TPOIYKT

merabomm3ma BH4 wnu gurmnpobuontepuna (BH2). Orcroma ciemyer TO, 4TO
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HepgoctarouHocTh GCH-1 3aKOHOMEpPHO MPOSBIIAETCS YMEHBIIEHUEM KOHLIEHTPALIUMA
HEONTEpUHA U OMONTEpPUHA B JIMKBOPE, B TO BPEMs KaK COOTBETCTBYIOIIMM YPOBEHb
HeonTepuHa mnipu Jedunure SR ocraeTcs HoOpManbHBIM, a OuONTEpHUHA —
noBbiieHHbIM [30]. Heonrepun B nukBope cHibkaeTcsa HMxke 20% OT HOpMabHOTO
ypoBHs npu DRD, uro menblie 3Tux nokasareneid npu 0OosnesnHu llapkuHcona u
OPYTUX SKCTpAMPaMUIHBIX paccTpoiicTBax [65]. Y acMMOTOMHBIX HOCHUTENEH

MYyTaIliH [ToKa3aTeau HeonTepruHa cocTarisitor 30-40% ot Hopmbl [154].

Huknoeuoponaza-1 (GCH-1)

®epmentHas aquarnoctuka DRD orpannuunBaercs Tem ¢gakrom, uto GCH-1 He
JKCIIpeccUpyeTcss B KJIeTKax KpoBu W (ubpobnacrax. HccienoBanue
(bUTOTEeMarTTIOTHHUH-CTUMYJTHPOBAHHBIX ~ MOHOHYKJICAPHBIX  KJICTOK  KpPOBHU
JIEMOHCTPUPYET CHUXKEHUE akTUBHOCTU Yy DRD-monokuTenbHbIX marueHToB [89].
AxtuBHocte GCH-1 B moHOHyKneapax mnoHmxkaercs Humwke 20% oOT HOpMBI y
naimeHToB U g0 30-40% y acuMOTOMHBIX HocuTenend [89]. [HuTokun-
CTUMYJIMpPOBaHHbIE  (PUOpPOOIACTHI TOMOTAIOT B KCCICAOBAHUM  MPOIYKIIUU
HeonTepuHa u OuontepuHa u aktuBHocth GCH-1: mocne crumymsium y-
unteppeponom un ®HO-4 KoHIIEHTpalMsg HEONTepUHA U OMONTEepHUHA 3HAYUTEIHHO

HUKE 10 CPAaBHEHUIO C TAKOBBIMU B HOpMaJbHBIX (prOpobnactax [31].

Heuposuzyanuszayus

Ucromienne  podamuHa B HEWpoHaX  cTpUarymMa MO  JIaHHBIM
PECUHANITUYECKOTO A0(haMUHEPTUYECKOTO CKaHWPOBaHUsl TpaHcnoprepa aodaMuHa
wim 18F JIODA (DAT imaging) xapaktepHo iss Oosne3nu [lapkuHcoHa W
IOBEHWIBHOTO TMapKUHCOHM3MA, OnHako He oOHapyxkeno mnpu DRD. TIOT c
droopononoit Takxke He nHGopMaTuBHa it nuarHoctuku DRD [106]. YMenbiienue
NOMYJSIITUU HUTPAJIbHBIX KJIETOK, COMPOBOXKIAIOIIIEECS Jerenepanuen
no(paMUHEPTUYECKON HEPBHOM TepMHUHAIHU, OTMedaeTcsa npu 6one3nu [lapkuHcoHa u

IOBCHUJIbBHOM ITAPKHHCOHU3MEC, OJHAKO OTCYTCTBUC COOTBCTCTBYIOIINX U3MEHCHUMN



28

MO3BOJISIET € OOJBIION TOYHOCTHIO OTHU(DEepeHIIpOBaTh KIMHUYECKH CXOXKHE
dbopmbl DRD 1 roBeHMIIBHOTO TapKUHCOHM3Ma [151].
I'enemuxa

Mytanus B rene GCH-1(DYT5/DYT14) — kinaccudueckuid mpuMep TOTo, Kak
OJIMH T€H WTrpacT poJib B BOZHUKHOBEHUHU pazandHbIX ¢eHoturnoB: DRD u DRD-
witoc. Mytanuu B reHe DYTS MOKHO pazfnenuTs Ha TP CEAyoLuUe MoArpynmsl: 1)
ayTOCOMHO-JIOMUHAHTHAsl Tporpeccupyomas aoda-uyBCTBUTENbHAS AUCTOHUS C
paHHUM HayaJioM W BBIPAKEHHBIM TepareBTUYECKUM d(PPeKkToM MalbiX 03
aeBononsl; 2) ayrocoMHo-peneccuBHas GCH-1-nedunurtHas QeHunaniaHuHEMUs C
paHHUM J1e0I0TOM, 3a/EP>KKOM ICUXOMOTOPHOIO Pa3BUTHS, NpPUMAIKaMU U T.A., 3)
KOMITayH/I-T€TEPO3UTOTHBIE MYTALMH (BBIPAXKEHHOCTh KIMHUYECKON CHUMITOMATHKU
Bapbupyer) [74].

AyTOCOMHO-JOMWHAHTHBII TUII XapaKTepu3yeTcs UCKIIFOUUTEIBHO
JUCTOHMYECKUM TrurnepkuHe3om. Hapymenus wMerabommsma BH4 He cronb
BBIPAKEHBI, KaK y MAalMEeHTOB C PELIECCUBHBIM THUIIOM HacienoBaHus. 1Ipu npueme
MaJjbIX J03 JIEBOAOIBI OTMEYAETCS 3HAYUTENIBHOE («IpaMaTHYECKOE») YIIYYIIECHHE
COCTOSIHMA. Y TMAalMEHTOB C PELECCMBHOW MyTalMeW OTMEYaeTcsi 3HauuTeIbHas
KOPPEJSILUS BBIPA)KEHHOCTH CHMIITOMOB CO CTENEHBIO BBIPAKEHHOCTH HapYILUEHUS
Metabonusma BH4 u nume yacTU4HBIN TeparneBTHUeCKUil 3(PQeKT MmpeKypcopos
nodamuna [64]. Ucromenne 3amacoB BH4 B ceporoHnHEpruyeckux HeMpoHax BEAET
K MOCTYpaJbHOM HEyCTOMYMBOCTU U PAHHUM HapylIeHUsIM noxoaku [113].

Myrtanuss B rene TH. ®eHorunuyeckue MNpPOSBICHUS BKIIOYAOT: 1)
IPOrpeCcCUpPYIOLIYI0 HHPAHTUIBHYIO 3HILE(]ATONaTuio ¢ 3aJep>KKOM JIBUraTeIbHOTO
pa3BUTHS, OKCTpAUPAMUAHBIMA M IJIa30/IBUTATEIbHBIMM  HAPYUICHUSIMU U
BereTaTUBHBIMU cumntomMamMu [136]; 2) moda-uyyBCTBUTENBHBIN MapPKUHCOHU3M C
paHHMM Ha4yaJoM M XOPOLIMM TEepareBTUUYECKUM 3((HEKTOM IpenapaTroB JIEBOJOIIbI,
OTPAaHUYCHHBIM pPA3BUTHEM JICKAPCTBEHHBIX JuckuHe3ud [103]; 3) TunuuHbIe

knuanaeckue nposienus DRD [143].
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Mytanusa B rene SR. Cenuanrepun-penykra3za KaTalu3upyeT IMPEeBpalIcHHE
MUPYBOWITETparuponTepuH-cuatassl (6-PPH4) B Tterparunpodmontepun (BH4)
[30]. Camxenue ee (DyHKIMOHATHLHOM AKTUBHOCTH BEIET K HexBaTke aodamuHa,
CEepOTOHMHA, HEUPOTOKCHMYHOCTH. KiMHHYeckue MposBICHUS HE OTPAHUYUBAIOTCS
TUMIMYHBIMU TIposiBiieHuss MU DRD 1 BkrouaroT Takke 3aJep:KKy pocTa, TUIOTOHHUIO,
OKYJIOTUPHBIC KPHU3bl, KOTHUTHBHBIC HAPYIICHUS, OIMOCPEAOBAHHBIC IEPUITUTOM
ceporonuHa [20].

Tpancnopronarun. Ha ceromusamHuii 1eHb OMUCAaHbI MyTalluu, TPUBOISAIINE
K HapyILICHUIO TpaHCTIOpTa HEHpoTpaHCcMUTTEpoB. MyTtamms B reHe SLCOA3 (jtokyc
5p15.3) mapymaer pabotry modamuHOBOoro Tpancmoprepa (DAT)  [99].
[Taromornueckuii Kackaj BKIIOYAaeT HapylIEHHE OOPAaTHOTO MPECHHANTUYECKOTO
3axBara nodaMuHa M KakK CIEACTBHE — €r0 Mepen30bITOK B CHHANTUYECKOU IIENU U
U30BITOYHYIO CTUMYISIMIO B2-perientopoB, 4TO B KOHEYHOM HTOTE€ BEIET K
CHIWKCHHIO  BbIpaboTKM  nodamuHa.  KiuHudeckue  mposiBIEHUS  OOBIYHO
cootBeTcTBYIOT (peHoTunry DRD-mmroc, Bo3pact nebrora 0ObIUHO Oojiee paHHHM,
BO3MOXXHO COYETaHHE JUCTOHMM U NapkuHCOHM3MA. CyTOYHBIX KojieOaHUi
JIBUTATEJIbHOM  AKTUBHOCTM HE ormedaercs. [Ipemaparel  jneBomombl  JArOT
orpaHu4eHHbi d(Pdexkr. B mocraHoBke auarHo3a OONBIIYIO pOJIb  HUTpaeT
IPECUHANTHYECKOe A0(haMUHEPTUYeCKOe CKaHUPOBaHUE.

Hapymenus  Tpancmopra  godamuHa, CEpOTOHWHA,  agpeHAJMHA U
HOpaJpeHaJIMHA MOTYT BBI3BIBATHCA J€(HEKTOM BE3UKYISIPHOTO MOHOAMHUHOBOTO
tpancnoprepa-2 (VAMT2), konupyromerocs renom SLC18A2 [137]. Knuanveckue
NpOSIBJICHUSI TaKXKe VyKIaabBaloTcsi B pamku DRD-momtoc, oaHako mnpenaparbl

J€BOJIOTBI HEA(D(PEKTUBHEI.

1.5 JIleuenue TMCTOHUM
Ha cerogusmHuii 1eHb, HECMOTPS Ha BCE YCIIEXH B WU3YYCHHM STHOJOTHU U
raToreHe3a JAMCTOHHUH, MaTOTCHETHUYSCKass Teparnus 3a00JeBaHUs BCE CIE OCTaeTCs

TpyaHoOBbIONMHUMOM 3amaueit [83]. Tepamusi sToro 3a0oneBaHusSt B OCHOBHOM
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OCTAeTCs CHUMITOMAaTHUYECKOW, HAMpAaBIECHHOW B NEPBYIO OYEPENb HAa YIydllEHUE
Ka4eCTBA JKU3HU IMAIMEHTOB U BOCCTAHOBJIEHUE MX MOBCEIHEBHBIX BO3MOKHOCTEH.
Onnako Hambosee MEepCreKTUBHBIE METOAbl CUMIITOMATUYECKON Tepamuu SBISIOTCS
MaKCUMalIbHO 3((EKTUBHBIMU B OTHOIICHWW YMEHBIIEHUS MBIIICYHBIX CIIa3MOB U
KOPPEKIIMM AUCTOHUYECKUX 103, YTO BEJAET K YMEHBIICHUIO OOJH, COXpaHEHUIO
GyHKIMIA ¥ KaK CIEACTBUE - YAYYIICHHIO KauecTBa >KU3HH. [lepBbIMU B psly ATHX
METOJIOB CTOAT MHBEKIMU OoTynumHUYeckoro TokcuHa tumna a (bTA) u xponudeckas
CTUMYJISIIMS TIyOOoKuX oTaenoB mosra (Deep Brain Stimulation, DBS), npumenmive
Ha CMEHY JIEKAPCTBEHHBIM IIpenaparaM CUCTEMHOTO JIEUCTBUS.

borynuHOTEpanmuss  OCHOBBIBAETCS ~ HA  TEPANEBTHYECKOM  JCHCTBUM
CWJIbHOACHCTBYIOIIETO HEUPOTOKCMHA TUMNa A, mnpoayuupyemoro ana’pooom C.
Botulinum B KOMIUIEKCE C aCCOUMUPOBAHHBIMH  OEJIKOBBIMHU  MOJIEKYJIAMH
IEMArrIlOTUHUHOBOM W HEreMAarrilOTUHUHOBOM  NPUPOABI, YYAaCTBYIOIIMM B
NOJIEP)KAaHUM  CTAOMJIBHOM ~ KOH(OPMAllMOHHOM  CTPYKTYpbl ~ TOKCMHA U
SHJIOIENTUIA3HON aKTUBHOCTH ero Jierko 1enu [60]. BTA o6mamaeT BO3MOXKXHOCTBIO
OJOKMpOBaTh HEPBHO-MBIIICUHYIO MEpefady aleTUIXOJMHA B XOJMHEPTHUECKHX
TEPMUHAISAX JBUTATEIbHBIX HEHUPOHOB (XEMOAEHEpBalMsA), 4YTO OOecrnedynBacT
JOJITOBPEMEHHYIO MHUOPEJIAKLAMI0, OTPAHUYECHHYI0O MECTOM BBEACHHUS Iperapara.
Hopmanbhbiii Tpadduk ameTwsnixonrHa BOCCTAHABIMBAETCA 3a CUET CIPYTHHIA
HEPBHBIX TEpMUHaANEW M (OPMUPOBAHUS HOBBIX CHHATIMYECKMX KOHTAaKTOB B
TeueHne 3-4 mecsueB. BoccTaHOBIIEHWE WHHEpPBAaLWM 3aJ€MCTBOBAHHBIX MBI K
KOHITy 9TOTO CpOKa JIUKTYeT HEeOOXOAUMOCTh MOBTOPHBIX MHBEKIUMNA BTA. Ceromus
MMEHHO 3TOT TE€PaneBTUYECKUN METOJ MPU3HAH «30J0THIM CTaHIAPTOM» B JICUCHUU
@JI, B TOM 4yuCI€ PE3UCTEHTHBIX MO OTHOLIEHUIO K APYrMM BHIaM Teparnuu [11, 75,
148]. Xopoumit npodusib NEPEHOCUMOCTH OOTYIUHOTEPANUU ACNAET €€ METOAOM
BBIOOpA B JICUEHUW MHOTHX JBUTATEIbHBIX paccTpoicts [10, 49, 119, 133].

CrnexTp mpenaparoB CHUCTEMHOIO ACHCTBUS ISl JICYEHHs] JAMCTOHUU BecbMa
IIMPOK, B HErO BXOIAT XOJMHOJIMTHUKH, AHTHUKOHBYJIbCAHTBHI, OCH30Ma3EMUHBL,

HU3KOMOTEHIMANIbHbIE HeiponenTuku, uaruoutopel 'AMK, ceporonunepruyeckue
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arOHUCTBHI U AaHTArOHUCTHI. HamboIbImMM TepareBTUYECKUM TOTSHIIMAIOM O0JIaaeT
tpurekcudenuaun [17, 72], ogHako B XO0Ji¢ KIMHUYECKUX HWCHIBITAHUN OBLIO
YCTaHOBJICHO 3HaYMMoe MpeBocxoacTBO bTA — kak B oTHomieHUH 3¢ dekra, Tak U B
OTHOILIGHUM TMepeHocuMocTh [22]. B  OTHOUIEHWHM AHTUKOHBYJIbCAHTOB W
HEHPOJIENTUKOB JIaHHbIE 00 WX JOCTOBEPHOM KIMHHYECKOM 3(PGHEKTe OTCYTCTBYIOT
(kmacc gokazarensHoctH IV) [17].

B kadecTBe XMpYypruyecKkux METOAOB JICYEHUSI TMCTOHUHM B HACTOSIIEE BpEMs
HamOoJiee 3HAYUMBbl XPOHUYECKOE WHTPATEKAIbHOE U HWHTPABEHTPUKYISIPHOE
BBe/ieHUE OakiiodeHa (LIEHTPAIbHOTO MUOpENIaKCaHTa) — IMPU COYETAaHUU JUCTOHUU
CO CMACTHUYHOCTHIO U Oossimu [18, 114], 1 cTUMyNsIuUs ITyOOKUX CTPYKTYp MO3Ta.
Mumensto 111 DBS wamie Bcero BeICTynaeT BHYTPEHHUIH CErMEHT OJICTHOTO IIapa;
OwyatepaJibHO€ BO3ICMCTBME HA HEro OO0ECNEeYMBAET 3HAYUMYIO PEAYKIUIO
CUMIITOMOB JTUCTOHUMU U BOCCTAHOBJICHHE (PYHKIIMOHAIBHON aKTUBHOCTH IMAllUEHTOB
[98, 159]. B uncno nmporHocTUYecKux (PakTopoB, ONpeaeistomux 3PHEeKTUBHOCTh
XPOHUYECKOI ANEKTPOCTUMYIISIIIUH, BXOJIAT MEHbIIIast TSIKECTh u

IMPOOJOJLKUTCIIBHOCTD 3360HCB&HH${, Ooinee MOJ'IOI[Oﬁ BO3pacCT, HAJIUYHUC MYyTalluHN B

rene TORIA (DYT1) [19, 152].
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I'maBa |l. MATEPUAJIBI, METOJOJIOI'US U METO/JbI
NCCIEIJOBAHUA

2.1 OO0mas xapakrepucTuKa o0cie1yeMbIX NAMEHTOB

HuccepranrionHast paboTa OCHOBaHA Ha aHAJIM3€ PE3yJbTaToB 00CIIeI0BaHUs U
JedeHus 53 MalUEHTOB, CTpPAfalONMX (PEHOTUIMMYECKH pa3IudHbIMH (opMaMu
nepBuuyHor auctonnn — ¢okambHeiMu  (I[J]), cermenrapupivu (CI) wu
redepanu3oBanHbiMU (I'/]). Bce manmenTsl ObuIM 00CIIEI0BAHBI U MTOTYYaIU JICUCHUE,
B TOM 4Hcie HUHBEKIHMH bTA, B TNOJUKIMHUYECKOM M 5-M HEBPOJOTHYECKOM
otnenenusx ®I'BHY HIIH ¢ 2011 no 2016 1.

VY Bcex MalMeHTOoB JeTajJbHO COOMpaliCs aHAMHE3, YUYUTHIBABIINN BO3MOKHBIE
yKa3aHUsI Ha BTOPUYHBIA XapakTep TUNEPKUHE30B (HAJIUYUE POJIOBOM TpaBMBI,
OTCTaBaHHE B pPAHHEM IICUXOMOTOPHOM pa3BUTHH, MEPEHECEHHBIE B MPOIIJIOM
TpaBMbl U HEUPOUH(DEKIUU, JIUTEIBHBIA MPUEM HEHPOJECNTUUYECKUX IMPENnapaToB).
Bce mnanuentel ¢ momospeHuem Ha [IJI mpomum HEBpOJOTMYECKHMHA OCMOTD,
BBISIBUBILNN XapaKTEPHBIA JJISI JUCTOHUU SKCTPANMUPAMUIHBIN CHHIPOMOKOMILIEKC.
CranpapTHble 1aOOpaTOPHBIE U UHCTPYMEHTAIbHBIE METO/IbI 00cea0BaHus (00U
1 OMOXMMHUYECKUN aHaJM3bl KPOBH, OOIINUIA aHAIU3 MOYH, PEHTTeHOTrpadus OpraHoB
rpyaHoit kinetku U OKI') He BBISIBUIM Y TAMEHTOB COMAaTHYECKOW OTSTOIIEHHOCTH.
[Ipy Hanuuuu TOKa3aHWil (B TIEPBYIO OdYepenb — paHHUU BoO3pacT Jnebrora
KJIMHAYECKOM CHUMIITOMATUKHU: B HaIlleM HuccienoBaHuu — 1o 40 jer) manueHTam
BBINIOJIHSAJIOCh ~ MCCIIEJOBaHME  OOMEHa  MeAuM € UEeNbl0  UCKIIIOYEHUS
TeMaTOJICHTUKYIIAPHON jJereHeparui (y BCEX TMAIMEHTOB ObUIM HOPMAaJIbHBIE
pesynbrarbl). B coorBeTcTBUM ¢ MeAMKO-3KOHOMHUYECKUMU  CTaHAapTaMHu
JMAarHOCTUKHU U JICUCHUS DKCTPAIUPAMUIHBIX 3a00J€BaHUM BCEM MAIlUEHTAM TaK¥Ke
BBITIONTHSITUCH  ANIeKTpodHIehanorpadust (I HMCKIIOUEHUS SNUIECHTH(HOPMHOTO
XapakTepa TUIEPKUHE30B) M 3JeKTpoHelpomuorpadust (MCCIeIOBaHUE MBIIIII]
WTOJIBYAThIM 3JIEKTPOAOM IMPOBOAMIIACH KAK C IIEJIbI0 PETUCTPAIMU XAPAKTEPHOTO

HU3MCHCHHOT'O IIaTTCpHA ,HBHFaTeJIBHOﬁ AKTMBHOCTH MBI — Tak Ha3bIBacMOi
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“3aJIMOBOM aKTUBHOCTH MOTOPHBIX €AWHUIl, TaK U C LEIbI0 OMPEACIICHHUS MBIIIIII-
MUIICHEN TS JaJIbHEUIIEH OOTYJIUHOTEpAIuN). PyTtunnbIie
HEWpOBU3yaIU3aAlUOHHbBIE HCCIIeIOBaHUs (KoMIbloTepHO-ToMOrpaduueckoe [KT] u
MarHMHTHO-pe30HaHCHOe ToMorpaduyeckoe [MPT] nccrnenoBanust ToI0BHOTO MO3Tra
B CTaHJApPTHBIX PEXKHUMAax) TakKe OBLUIM BBINOJHEHBI Yy BCEX OOJBHBIX ISt
MCKITFOUEHUS KaKON-TMO0 09aroBOM MmaTojoruu (HOpMabHbIC PE3yJIbTaThl).
Kpurepusimu nocranoBkn nuarHoza IIJ[ W, COOTBETCTBEHHO, KpPUTEPUAMHU
BKJIFOUEHUS B UCCIIEOBAHKE, TAKUM 00pa3oM, ObLIH:
o OTCYTCTBUE OMOXUMHYECKUX U3MEHEHHM MO JTaHHBIM JIa0OPaTOPHBIX aHAJIU30B,

KOTOPBIC YKAa3bIBAJIN OBl Ha BTOpH‘IHBIﬁ XapaKTCp IUCTOHNU,

o OTCYTCTBHME aHAMHE3a HEeHpOoIereHepaTUBHOTO 3a00JIeBaHMS;

o OTCYTCTBUSI YKa3aHUN Ha TpPaBMaTUYECKUUA WU HEUPOMH(EKIMOHHBIA TE€HE3
3a00JICBaHHUS;

o HNOATBEPKACHUE BBIILICIIEPEUUCICHHBIX ITYHKTOB OTCYTCTBHEM (POKAJIBHOTO

NOBPEXKICHUA  BEIIECTBA  TOJIOBHOIO  MO3ra  II0  JAHHBIM  PYTHMHHBIX
HedipoBusyanu3aimonublx (KT  wmm  MPT) wu  3nekrpou3noaornyeckux
obcnenoBanuii (O01);

o HaJIMYMe XapaKTEPHOTO NAaTTEPHA MBIIIEYHON aKTUBHOCTH IO AaHHBIM OMI;

o OTCYTCTBUME aHaMHE3a JICYEHUs HEHUpOoJeNnTUKaMH (MCKIIOYEHUE TapAWBHOIO
XapaKkTepa TMIEpPKUHE3OB).

[lanmenTsl, mnpomieAmie OTOOpP COIVIACHO BBIIIEYKA3aHHBIM KPUTEPHSIM,
npouutn  npouenypy HAHK-mmarHoctukn mociie  pa3zbiCHEHHMST UMM CMBICHIA
BBITMOJIHEHUS JAHHOTO MCCJIEOBAHUS U MOANUCAHUS MHPOPMHUPOBAHHOTO COTIIACHSI.
JIHK-ananu3 npu nocranoBke auarHosa [1J] He ABnseTcs pyTMHHOW NPOLEAYpPOU B
CUJIy CIOXHOCTH M TPYAOEMKOCTHM IIPOLECCA, JUINTEJIBHOCTH MPOBEACHUS
HCCIIEOBAaHUs U BBICOKOW cromMocTH camoro meroxa. JIHK-ananus Beimonnsercs,
KakK MpaBUIIO, B CIy4asix, TPEOYIOIIUX ONpEeIeIeHHe NalbHEeUIIeH TaKTUKK JICUECHUS

(HanpumMep, YTOYHEHHS 11eecO00pa3HOCTH HEHUPOXUPYPrUUECKOTO JICYEHHUS WITU
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pelnieHuss Bompoca O JJIMTEIbHOM IMPUEME MpenaparoB, 00JaJArONIMX CHUCTEMHBIM
JIEUCTBUEM — TJIaBHBIM 00pa3oM, MpenaparoB JieBOAOIbI). CKpUHUHT OOJBIION
rpynnsl MAalMEHTOB HAa Haluyue MyTauuid B Tpex reHax IIJ[ B nHameir pabdore
SBIIICTCSI TIEpBOM PabOTOM Takoro MacmrTada B M3yYCHWHW TCHETHKH JUCTOHUN B
BOCTOYHO-EBPOIIENCKOMN CIIABSIHCKOW MOMYJISALINH.

Kmuanueckne denorunsl 1/l w CJI ompenmensinch B COOTBETCTBHH  C
UMEIONIEHCA  KIMHUYECKOM  CHUMNTOMATHUKOW,  Y4YWTHIBas  BOBJICYEHUE B
JUCTOHUYECKUE  ChasMbl MBI  ONpEeNelIeHHOro  permoHa  tema. ]I
XapaKTepU30BaJIaCh CUMIITOMOKOMIJIEKCOM BOBJIEUEHHUSI 00€MX HOT U KaK MHUHHUMYM
eie oHOM obmactu Tena (mo kpurepusm A. Albanese et al., 2011) [16]. ®okayibHbIC
dopmbr (IIJI) Obm auarHoctupoBansl y 25 (47,17%), cermenrapubie — y 13
(24,53%). B rpynny I'l Bouwm 15 nanuenTos (28,30%).

JlaHHBIE O CEMEWHOH OTATOIIEHHOCTH MOJY4YeHbl Ha OCHOBAHHUU MOIPOOHO
M3YYEHHOTO CEMEHHOro aHamHe3a OOJIbHBIX C JUCTOHHUEW U OO0CIeqOBaHUS
JOOCTYIIHBIX IS OCMOTpa POACTBEHHUKOB. CeMEWHBI aHAaMHE3 pPacCLEHUBAJICS Kak
IIOJIOKUTEIBHBI B TEX Cly4yasX, KOIZa IO MEHBIIEH Mepe OAUH pPOACTBEHHMK
IIEPBOM MJIM BTOPOM CTENEHH POJACTBA UMEJI CUMIITOMBI MOTOPHBIX PACCTPOMCTB IO
JAQHHBIM  MEPCOHAJIBHOIO  OCMOTpPa WM  IPEACTABICHHOW  MEIULMHCKOU
nokyMeHTanuu. B oOcnenoBaHHON rpynne OONbHBIX HOATBEPXKICHHUE CEMEUHOU
oTsAromeHHocT uMenock y 8 (15,09%): B ucciaenoBanre ObUTH BKITIOYECHBI JIBE Taphl
CHUOCOB, U POACTBEHHBIC Mapbl: OTELl U JI0Yb B OJHOM CEMEHHOM Cly4yae U TeTKa U
IJIEMSIHHULA — B APYTOM.

OcHOBHBIM cmiocoOoM  JiedeHust  (pokaibHbIX/cerMeHTapHbiX  Gopm  T1]]
ABIISITUCH JTIOKaJbHbIe MHbEeKIMU npenaparoB bTA (boTynuHuueckuii TOKCUH Tuma A
— TeMarrIlOTUHUH KOMIUIEKC [0omo0peHHble MunzapaBom POD B kauecTBe
JICKapCTBEHHBIX IMpENnapaToB M 3aperuCTPUpPOBAHHBIC ISl IPUMEHEHUs B 00NacTu
HeBposiorun botokc, Jlucnopt, Kceomun, Jlantokc, Pemarokc]). BombiimHcTBO
MalMEeHTOB 10 Hayana JjedeHus BTA mnonyyano MeOUKaMEHTO3HYIO TEparuio

CUCTEMHOTO JEHCTBUS: B TIEPBYIO oOdYepenb OeH307ua3enmuHbl (KJIOHA3EMaMm),
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XOJIMHOMUTHUKU (TPUTeKCU(PEHUAUT U OWUIMEPUACH), MUOPEIAKCAHTHI (TONIEPHU30H,
TU3aHUIWH, OakiodeH), B ciaydyae HEOOXOAMMOCTH — aHTHJENPECCAHTHI
(pmyokceTHH, aMUTPUNTIIIMH, KIOMHUIIpAMHUH), aHainbretuku. [lomoOHoe mneueHume
OBLIO YaCTUYHO WM Maio3(h(HEeKTUBHBIM, HAa (POHE Yero ObUIO MPeKpaIieHOo MHOTUMHU
NaleHTaMu B TEYEHHE €lle NEpBOro roja npuMeHeHus. llanueHTsl B rpymnme c
noda-ayyBctButensHoU (AYJ]) aucToHMel momydand MHOTOJETHIOIO STHOTPOIHYIO
Tepanuoo Jnoda-coaepKallluMu  [IpenapaTtamu  (JieBogona-kapouaona, JieBoxona-
OeHcepa3ui) € MOJOXKUTEIbHBIM 3(PPEKTOM pa3HON CTENEHM BBIPAKEHHOCTHU, U
TAaKkKE B  HEKOTOPHIX  CIydas COMYTCTBYIONIYIO  aHTHACIIPECCAHTHYIO U

AHKCHOJIUTHYCCKYIO TCPAIIHIO.

2.2 MeTtoasbl ucciieI0BaHus

TsokecTh KIMHUYECKUX TMPOSBICHUN JAUCTOHUYECKHX CHHIPOMOB U UX
BO3/ICHCTBHC HA IMOBCETHEBHYIO aKTUBHOCTH TMAIIMEHTOB 32 BEChH MEPHOJT HAOTIONCHUS
OIICHUBAJIUCH 110 COOTBETCTBYIOLIUM OOIIECITPU3HAHHBIM IITKAJIaM.

Jis ouenku Tspkectr 11J] mcmonb3oBanace mkaga TWSTRS (Toronto Western
Spasmodic Torticollis Scale), mpemnoxennas Consky E.S. (1994) [40]. Omna
pazzeneHa 3 MyHKTa, MO3BOJISIONINE OLEHUTD cienyromnue acnektsl [J]: Tsokects (0-
35 ©OamnoB), wunBanuauzanuio (0-30 OamwioB), Oons (0-20 OamwioB); TaKxke
oreHMBaeTcs oOIiast oreHka mo mmkaine TWSTRS (0-85 6amio) cymmupyer Oasuis
no 3 pazgenaMm. Hauucnenue OaIOB MO KaXIOMY W3 Pas3lesioB MOJpPa3yMeBaeT
OIICHKY 110 6-0auibHOM cucteme (0 OanoB - OTCyTCTBUE, 6 0AIJIOB — MaKCUMaJIbHAs
BBIPOKEHHOCTh CHMIITOMA WM MaKCUMaJIbHOE HapyIeHHE OIEHWBAeMOW (DYHKIIHH)
JUTSL OTHOTO W3 YKa3aHHBIX (haKTOPOB:

1. TskecTh TMCTOHUM:

- CTETIeHb MaKCHUMAaJIbHOW aHATOMUYECKON BOBJIICYCHHOCTH (POTAIIHs,

JIATEPOKOJUIUC, AHTEPO/PETPOKOIIIIUC, JTIaTepaTIbHBINA U(PT, cCaruTTaIbHbIN

mudr);

- CTETIEHb MPOJIOJKUTEIBHOCTU (TOMHOKEHHASI HAZBOE);
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- Hajn4uue 3PQeKTa OT KOPPUTHPYIOIIUX KECTOB;

- MMOJIBEM IIJICYa WJIU OTBEJICHHE €T0 BIEPE;

- CTETIEHb MOJIBUKHOCTH;

- BpeMst (BO3MOXXHOCTh YZIep KaHUS TOJIOBHI B CpeTHEM (DH3HUOIOTHYECKOM

MOJIOKCHUH WJIU B TIpezieax oTKJIOHeHHs 10° B TeUeHUE MUHYTHI).

2. NuBanuaunzanus (BIUSHUE TUCTOHUU HA €KEHEBHYIO aKTUBHOCTB):

- CTETICHB 3aTpyJAHEHUs B paboTe;

- CTENEHb 3aTPyAHEHUS B TIIOBCEAHEBHOMW AKTUBHOCTH (IIpUEM MHIIIH,

YMBIBaHUE, O/ICBAHUE);

- CTETIEHb 3aTPyJHEHUS IPHU BOKJICHUH TPAHCIOPTHOTO CPEACTBA;

- CTETIEHb 3aTPyJHCHUS IPU YTCHUM;

- CTETIEHb MATPYHEHUS TIPU IPOCMOTPE TEIEBU30Pa;

- CTETIEHb HApPYIICHUSI aKTUBHOCTH BHE JOMA.

3. Bbob:

- ocTpoTa 00JIH;

- MPOAOKUTEILHOCTD 00JIH;

- CTETICHb HAPYIIICHUS] aKTUBHOCTHU B CBSI3U C OOJIBIO.

NHurepniperaiiusi MNOMYYEHHBIX pPE3YJAbTATOB  IMOAPA3YMEBAET  YXYALICHUE
COCTOSIHUA (OT HAWJIYYILIErO K HAUXYAILIEMY) [0 Mepe yBelnyeHus: cymMbl 0asios (0
0aIoB — HAWJTy4IlIee COCTOSIHUE, 85 OAIIJIOB — HAUXYIIIEE).

Takxe 111 CyMMapHOM OIIEHKHA MBIIIEYHOW JTMCTOHUM MCIIOJIb30Bajlach IIKaia
bepka-®ana-Mapcaena (BFMRS), ocHoBaHHas Ha pPEHTHHTOBOM NPUHIUIEC H
MO3BOJIAIONIAS CYMMapHO OIEHUTHh CTENEHb BBIPAKEHHOCTH JIUCTOHUYECKOTO
cuHapoma B 9 yactsax tena (1asza, poT, TOpTaHb, LIes, TYJOBUILE, PYKA U HOTH -
OTJIETILHO C Ka)XXJ0Ml CTOPOHBI); cymMapHas oreHka - oT 0 go 120 Gammtor [33].
[IIkaya orleHUBAET CTETICHh BHIPAXKEHHOCTH TUTIEPKUHE3a 110 TIATHOaIbHOM 1miKaie (0
0aJIoB MPU OTCYTCTBUM BBIPAKEHHOCTH, 5 0aJIJIOB - MaKCUMaJibHasI BEIPAXKEHHOCTH ).
JlomonHUTENbHBIE Oajulhl HAYUCISIFOTCS N1 KWHE3WOTEHHBIX (MHIYIIUPYEMBIX

IBIDKEHUSIME) M IBUTaTeNbHO-cnennduynbix (task-specific, k mpumepy - «mucumii
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CIa3M», «CIa3M MY3bIKaHTa» W T.II.) TUCTOHUM: 1 0ayur — THMEepKUHE3 TMPOSBISETCS
TOJBKO TPHU JABWKEHUM WJIM BBINIOJIHEHUU XapakTepHOro paeuctBusi, 4 Oamia -
MEPCUCTUPYIOLIAs AUCTOHUS B IOKOE. bamin g TYJIOBUIIHOW W KOHEYHOCTHOM
JUCTOHUM JenuTcs HaaBoe. OTAenbHbIE Oalibl HAYUCIISIOTCS B 3aBUCUMOCTH OT
CTENIEHU HapyIICHUS MOBCEAHEBHOM AaKTUBHOCTU (peyb, MUCHMO, MPUEM IIHUIIH,
[JIOTaHUEe, COOJIOJICHNEe TUTUEHUYECKUX HOPM, OJI€BaHHME, XOAh0a) U TaKxKe
panxupytorcs oT 0 (HopMalibHast aKTUBHOCTB) /10 4 6aJI0B (TOTHAasT HEBO3MOXKHOCTD
BBITIOJIHEHUsI Kakoro-nu6o) nerictBus. [logo6no mkane TWSTRS, mkana BFMRS
OLICHUBAET YXyJALIEHUWE (PYHKIMOHAIBLHOIO COCTOSIHMSI TMAalMEeHTa [0 Mepe
yBenuueHusi cymMmmbl 6amioB (0 6aioB — Hawitydiiee coctosuue, 120 6amioB —
HaUXyJlIee COCTOSTHUE).

C 1uenwio OILICHKHM ompeaensieMoro 370poBbeM kadectBa xu3HU (KK) y
OOJIBHBIX C AUCTOHUEH U BBISBICHUS (PAKTOPOB, CBSI3AHHBIX C €r0 YXYIAIICHUEM, ObLIT
MPUMEHEH METOJI AHKETHUPOBAHUS C TIOMOINBIO HECHeIUu(PUIECKOro KpaTKoro
ornpocuuka SF-36 (Medical Outcomes Study Short Form 36-l1tem Health Survey).
[TanineHTHl OBUIM MHCTPYKTUPOBAHBI BPAuOM, TIOCJIE YETO CAMOCTOSTENILHO OTBEYAIN
Ha BOIIPOCHI MpEeAOCTaBIeHHOW UM aHkeTbl. OnpocHuk SF-36 cocrout m3 36
BOIIPOCOB, Pa3/CICHHBIX Ha § IIKaJl, KOTOPhIE OTPAXAIOT COCTOSTHUE (U3HUECKOTO
(®K3) u ncuxuueckoro (ITK3) kommoneHtoB 3m0poBbsi. Onenka Oamia OK3
CyMMHpYyETCsl W3 OIeHOK (usudeckoro dynkimonuposanus (DOD), poneBoro
(GYHKITMOHUPOBAHUSA,  OOYCIOBJICHHOTO  (u3nueckuM  coctosinueM  (POD),
unteHcuBHoctu 6osu (MB), obiero cocrosinus 3m0poBes (03). Ouenka 6amia 11K3
oOBeTMHSIET OLICHKY JKU3HECHHOM AKTUBHOCTU (KA), COLHUATBHOIO
¢yukuonupoBanus (CD), poneBoro GyHKIMOHUPOBAHUS, OOYCIOBIEHHOTO
AMOIMOHANILHBIM cocTosiHueM (PO®D), neuxuueckoro 3nopoBbs (113).

OO (mogpeM | TEPEeHOC TsHKECTeH, Xoanba, IOABEM 110 JICCTHHIIE,
caMOOOCTy’KMBaHHE) TMO3BOJSET OLICHUTh CTENEeHb OrpaHUYeHHs] (PU3HUECKON
AKTUBHOCTH BCJICJICTBHE (DPU3MUECKOTO COCTOSHHS TarueHTta. PO xapakrtepusyeT

BIMsIHUE (PU3NYECKOTO COCTOSHUS HAa POJIEBYIO aKTUBHOCTH (paboTa, MOBCEIHEBHAS
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nesTenbHocTh). b moapasymeBaer ee BIMSHUE HA €KEAHEBHBIE BUbl AKTUBHOCTHU
(pabota no oMy u BHe aoMa). O3 - olleHKa MAIlMeHTOM COOCTBEHHOTO COCTOSIHUS Ha
MOMEHT 3aIll0JIHEHUS ONIPOCHHUKA U MEPCIIEKTHUB JICUEHUSI.

XA - oueHka ypoBHsI YTOMJIEHUSI M CHH>KEHUS KU3HEHHOW akTUBHOCTH. CD -
OIICHKAa OTrPaHUYEHUS COLUAJIBLHON AaKTUBHOCTH BCIEACTBUE (PUBMUECKOTO WITU
SMOIIMOHAJIBHOTO COCTOSIHUS. PO® neMOHCTpUpYeT BIHSAHHE 3SMOIMOHAIBHOIO
COCTOSIHUSI Ha POJIEBYIO aKTUBHOCTbH (paboTa M MOBCEIHEBHAs AESITeNbHOCTD). [13 -
XapaKTepucTrUKa (JOHAa HACTPOCHUS U HAIMYHUS [IEPUOJIOB TPEBOTH U JICTIPECCHUH.

Bce BbllIeyka3aHHbIe MOKA3aTeNId OLEHUBAIUCH KOJIMYECTBEHHO JJIsl KaXKJIO0TO
HalueHTa B COOTBETCTBHU C ajropuTMamu, omyOnukoBaHHeiMH B SF-36 Health
Survey Manual & Interpretation Guide
(http://www.rand.org/health/surveys_tools/mos/36-item-short-form.html). Yem Britie
Ob10 3HaueHue nokazarens (o 0 mo 100) — Tem myuine oleHKa Mo H30paHHOU
mkane; Tak cyMmma B 100 6amuioB MOKET OBITh OXapaKTepU30BaHA KaK «IIOJHOE
310poBbey». bonee BricOKMit Oaut kopperaupyeT ¢ 6osiee BeiIcOkUM ypoBHeM KIK.

Jist pukcanum M OIEHKH CTENEHW BBIPAKEHHOCTH TPEBOTH U JCTPECCUU
MIPUMEHSIACh CKPUHHMHIOBAs TOCHWTAJIbBHAS IIKalla TpeBoru u aenpeccun HADS
(Hospital Anxiety and Depression Scale), npemnoxxennast Zigmond u Snaith (1983)
[166]. IlIkana HADS, 3anonHsBIascss naliMeHTaMu CaMOCTOSITEIbHO, COCTOUT u3 14
NyHKTOB, OILICHUBAIOIIMX YPOBEHb TPEBOTM U JAemnpeccur. KaxmoMmy Bompocy
COOTBETCTBYET 4 BapuhaHTa OTBETA, KOTOPHIE OTPAX,AKOT CTEIEHb BBIPAKEHHOCTU
npu3Haka ot ero orcytctBus (0 6amwtoB) 1o HaubombLIel crenenu (3 Oana).

B xonme wuHTepnperanuu TMOJYYEHHBIX [JAHHBIX YUYUTBHIBAJICS CyMMAapHBIi
MOoKa3aTelib M0 KKJIOMY U3 Pa3zesioB IIKabl, MAKCUMaJIbHBIN 0asut - 21. BeijgeneHsl
Obl 3 obOnactu 3HaueHwil: 1) omenka (-7 6amioB - «HOpMa», COOTBETCTBYIOLIAS
OTCYTCTBUIO JIOCTOBEPHO BBIPAXKEHHBIX CUMIITOMOB TPEBOTH U JIEIPECCUH; 2) OIIEHKA
8-10 OamnoB - cOCTOSIHME CYOKJIMHMYECKH BBIPAXXEHHOW TpeBoru/menpeccuu; 3)
omeHka 11 ©OammoB ¥ BBINIE XapakTepHA JJs KIUHUYECKH BBIPAKEHHYIO

TPEBOTY/IETPECCHIO.
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I'pynity cpaBHEHMs Il OLEHKH KIMHUYECKHUX XapaKTEPUCTHK cocTaBuiau 20
nanueHToB ¢ (okanbHoM (LIJ[) mucToHMel, y KOTOPBIX MO JAHHBIM MOJIEKYJSPHO-

TEeHETUYECKOIr0 aHajn3a OTcyTcTBOBaiIu MyTauu B reHax DYTI, DYT6 u DYTS.

Monexynapro-ecenemuueckuu anaius

MonekynsipHO-TeHETHYEeCKass 4acTh paOoThl OblIa BhIMoOdHeHA Ha Oaze JIHK-
naboparopun 5-ro HeBposiorudyeckoro otaeieHus PIBHY HIIH. Bcero Obw10
uccienoBano 145 o6pasuo JJHK 6onbHBIX poccuiickoit MOMysIuK ¢ (POKaIbHBIMHU,
CEerMEHTapHbIMU U TeHepanu3oBaHHbIMU (opmamu [I/]. B oOcnenoBanHO rpyrire
OOJILHBIX TOATBEPKJACHUE CEMEWHOM OTATOImEHHOCTH umenoch y 8 (15,09%): B
rcclieIoBaHre ObLITM BKJIIOUEHBI JIBE MTaphl CUOCOB, U Mapbl OTIA U JOYEPH U TETKU U
TIJIEMSITHHUIIBI.

MonekynsipHO-T€HETUUYECKU  aHallu3 MPOBOIUJICA B HECKOJIBKO 3TaroB.
O06pasuel reHoMHoM JIHK ObLIM BBIAENEHBI U3 LEIbHOM KPOBU MPHU MOMOIIM Habopa
s Beiaenenust Wizard Genomic DNA Purification Kit (Promega Cat. # A1125) nHa

OCHOBC MCTOJ4a, COCTOAIICTO U3 CIACAYIOIMINX OCHOBHBIX 9TAIIOB!:

o OcaxaeHue JIEUKOIUTOB U3 epUPepruecKOil KPOBH;

° Paspymienrie 1uta3matudeckod M SiIEpHOM  MeMOpaHbl  JIM3UPYIOUUMU
oydepamu;

° OcB0OOOXIEHNE OT KJIETOYHBIX OCIIKOB BHICAJIMBAHUEM;

o Oxcrpakuus reHomHon JJHK n3 BomHOro pacTBopa n30mponaHoyioM;

o OtmeiBka nosryuenHor JJHK aranonom.

[Touck nmenenuu GAG B rtene TORI1A Oblm  OCYIIECTBICH METOAOM
MOJIMMEPA3HOM IIEMTHON peakiue B PeXUME pealbHOTO BpeMEHH. AMILIU(DUKALIUIO
npoBoawiid B 20 MKJI peakIMOHHOW CPeNbl, B COCTAB KOTOPOUM BXOJWJIM CIICTYIOIIHE
komroHeHThl ¢upmbl «Cuatom» (Mocksa, Poccust): Oydepnsiii pactBop (x10) — 2
MkJ1, cmecb AHT® (mo 25 amonb/mxin) — 2 Mk, MgCly (25 HMonb/MKIT) — 2 MK,

npaitmeps! (10 mvons/MkiT) — o 0.5 MK, 30HIBI (2,5 mMons/Mkin) — 1o 0.3 Mk, Tag-
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nonumepasa — 0,3 mxi, obpasen JITHK (=0,02 ur/mkir) — 3 Mk, Boga — 10 20 MKJL.
I[Iporoxon peaxiuu: 95°C — 120 cek, nanee 45 MUKIOB C TEMIIEPaTypPHO-BPEMEHHBIM
pexxumom: mnasnenue npu 95°C — 15 cex, omxur mpu 64°C — 40cek.

Ob6pasusr JIHK, mokasaBmime oTpHIaTeNbHBINA pe3yabTaT MpH TECTUPOBAHUM Ha
DYTI, 6butn mpoaHaau3upoOBaHbI 1O TpeM 3k30HaM reHa THAP1 meTogoM npsmoro
cekBeHUpoBaHusA. B mpomecce orpaborku IIIIP mpoTtokona Ttaxxke momodpaH
ONTUMAJIbHBIA TEMIEPATyPHBIA PEKUM JUIsl BHIOpAaHHBIX MPAaMEPOB U OINPEACICHO
HE00X0IMMOE KOJIMYECTBO IMKJIOB peakiuu. [IpoOHbIe peakiuu MpOBOAMIUCH MpU
TeMmreparype otkura npaimepon 60°, 62°, 63° u 64°C Ha 3 obpaznax. OnTUMaIbHOM
TeMIeparypo omTxkura npaiimepoB s 1 »3k3oHa rteHa THAPI oka3zanacek
temneparypa 63°C, a ans 2 u 3 3x30H0B — 62° C; xonmuuecTBo UkiIoB — 40.

Ammudukanus Bcex 6 sk30HOB reHa GCH-1 Obuta BBIMONHEHA METOIOM
noJMMepa3Hou IeMHOM peakiuu Ha mpubope MJ Research ¢ HaGopamu cTaHIapTHBIX
map TMpaiMepoB B COCTaBE PEAKNUMOHHOM cMmecn u 1npu  ycnoBusx [ILP,
NpeIOKEHHBIX JUIa aHanu3za Mmytanuid JYJ[ [89]. Ananu3 koHGOPMAIMOHHOTO
nonmumopdusma onuonenoyeunor JIHK (SSCP) »skx30HOB TeHa U mpsimoe
CEKBCHUPOBAHHWE JK30HOB IPOBOAINCH COIIACHO OOIICTIPUHATHIM IPOTOKOJIAM.
Pectpukumonnsiii ananmmu3 1 3kx30oHa reHa GCH-1 BeImodHSJICA 1O cTaHIAapTHOM

TEXHOJIOTHH C MCIIOJIb30BaHUEM pecTpukirmoHHoro ¢pepmenta Nla lll.

2.3 CrarucTnueckasi 00padoTka pe3yibTaToB

Craructudeckass o00pabOTKa JaHHBIX MPOBOAWIACH C  HCIOJIB30BAHUEM
nporpamMmbl PASW Statistics 22. OnucarenbHble CTaTUCTHKY MPEJACTABISIIUNCH B BHJIC
CpPEOHEro W CTAHAAPTHOTO OTKJIOHEHHUs, MEAUAHbl U 25-10 U 75-TO MPOLICHTUIIEH,
MUHUMAJIBHOTO W MAaKCUMaJIbHOTO 3HAU€HU B BBIOOpPKE IS KOJIUYECTBEHHBIX
MIEPEMEHHBIX, a TAK)KEe YaCTOT BCTPEUYAEMOCTH M J0JIei B BEIOOPKE JIJIsi KaueCTBEHHBIX
NMepeMeHHBIX. B Ccuily Majlloro KoJIM4ecTBa TMAalMeHTOB B BBIOOPKE MPOBEpKa
pacnpenesieHuss Ha  HOPMaJbHOCTh HE  MNPOM3BOAWIIACH, JUISI  CpPaBHCHUSA

HCIIOJIb30BAJIMCh HEIIAPaAMETPHUIYCCKUC KPUTCPHUMH. I[JIH CpaBHCHHA KOJMYCCTBCHHBIX
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JAaHHBIX B JBYX HECBS3aHHBIX MEXIy c000H BbIOOpKax mpumensuics U-kpurepuii
Manna-YutHu. /[ cpaBHEHHs] HOMHUHAJIBHBIX TEPEMEHHBIX B JIBYX HECBS3aHHBIX
COBOKYIIHOCTSIX HCIOJB30BAJICS KpUTepud Xu-KBaapar. /[lnd MHOKECTBEHHBIX
CPaBHEHUH KOJMYECTBEHHBIX JIaHHBIX B HECBS3aHHBIX BBIOOPKAaX MPUMEHSIICS
HemapameTpuuecknii  kputepuil Kpackena-Yomnuca. Ecnm  mocne  npoBeneHHs
MHOXECTBEHHOTO CPABHEHMS BBIABILUINCH JOCTOBEPHBIE PA3IM4YMs, BIIOCIECICTBUU
MIPOBOJIMJINCH TIOMAPHBIE TPYIIIOBBIE CPABHEHUS C HCMOJIb30BaHUEM U-KpUTEpUS
Manna-Yutau. s MHOXECTBEHHBIX CpPaBHEHUN KAuE€CTBEHHBIX JaHHBIX
UCIIONb30BaJICs Kputepuit Xu-kBajapar. B mocinenctBuu HEoOXOAMMBIE MOIMApPHBIE
CPaBHEHMs NPOBOAWIMCH C HCIIOIb30BAHUEM KPUTEPHUEB XHU-KBaJapaT U TOYHOIO
kputepuss Ouiiepa. YpoBeHb 3HaYMMOCTH (p) mpuHuManu paBHeIM 0,05 Bo Bcex
BBIIIICONMCAHHBIX IIONAPHBIX CPaBHEHMSX. B cilydae MHOXECTBEHHBIX CPABHEHHU
yuuThIBaJIach nonpaska boHgeponu.

JUist rpaduueckoro MpeacTaBICHHs AaHHBIX HCIONb30BAINCH AUArpaMMBbI-
OOKCIIOTHI ¢ 0003HAYECHHBIMI Ha HUX MEIUAHOU, 25-M 1 75-M nponeHTwisiMu u 1,5-
M MEKKBAapTHJIBHBIM Pa3MaxoM, a TAKXKE 3HAYEHUS, BBIXOAAIINE 3a Mpeaeisl 1,5-ro u
3-TO MEXKKBapTUJIHHBIX Pa3MaxoB (B Cy4yae HAJTUYHS TAKOBBIX ).

JIns  uccnenoBaHWs  3aBUCUMOCTH  KOJIMYECTBEHHBIX  IIEPEMEHHBIX  OT
HE3aBUCUMBIX  (AKTOPOB M  KOBapuaT  MCHOJB30BAJICA  MHOTO(AKTOPHBIN
koBapuannonubiii  ananmu3  (ANCOVA), wmozpenbs miaBHbIX  3h(dEKToB, T7C
KaTeropuajibHble IEPEMEHHBIE HCIOJIB30BAINCh KaK HE3aBUCUMBbIE (aKTOPHI,
KOJINYECTBEHHbIE — KaK KoBapuarbl. J[JI1 OLIEHKH MEXTPYyNIOBOTO pPaBEHCTBA
JUACTIEPCUN 3aBUCUMOM IIEPEMEHHOW HCIIOJIb30BAJICS KpuTepuil JIMBUHS, ypOBEHB
3HAYMMOCTH TNpuHUMaics paBHbIM 0.1. YpoBeHb 3HAUMMOCTH JIsI HE3aBHUCUMBIX

(dbakTopoB U KoBapuar npuHuMascs pasHsiM 0.05.
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I'masa |11. PE3VYJIBTATBI UHCCJIIEJOBAHUSA

Hamu Obutn uccnenoBanbl 53 manueHTa ¢ pa3iIdnyHbIMU (OpMaMu MEepBUYHON
uaronarudecko gaucronun [176, 178]. dokamenbie dopmbr  (L[JI) Obutm
nuarHoctupoBanbl 'y 25 (47,17%), cermentapusie — y 13 (24,53%) nanuentoB. C
LEIbI0 CTaHAApTU3AIllMM BBIOOPKM TMAlMEHTOB HAMU HE OBbUIM BKIIOYEHBI B
UCCJEeI0BaHUE JpyTHe pacrpocTpaHeHHble BapuaHThl DI, Takue kak Omedapocnazm
WM OpOMaHAUOYNsIpHAsE NUCTOHUS; HalW4yue (DOKaJIbHBIX THIIEPKUHE30B B paMKax
KJIIMHAYECKON KapTUHBI T€HEPAIU30BAHHBIX U CErMEHTapHBIX (HOPM YUUTHIBAIOCH
npu HauucineHnnn 6amioB mo mkaitam WSTRS u BFMRS. B rpynmy I'J] Borum 15
(28,30%) mamuenTtoB. Bce wucciemoBaHHbe HaMH TPYINIB ObUIA OJHOPOAHBI TIO
Bo3pacty (p=0.719, xkputepuit Kpackenna-Yomnuca) u nony (p=0,543, [Mupcon Xu-
kBazapar). Cpennuil Bo3pact mamuentoB B rpynnax IJl u CJI coctaBun 28 ([8;54] u
[18:;49], coorBeTcTBeHHO), B rpynie L] — 31 [18;58] net. ['ennepHoe pacnpeneneHue
obuT0 caeayromuM: B rpymie ['J] myxuannabl coctapisiu 40,0% [6], sxenmuab 60,0%
[9]; B rpynne C — myxuunsl 23,1% [3], xenmunasl 76,9% [10]; B rpynne I/ —
Myx4uHbl 40,0% [10], >xkenmunabr 60,0% [15].

[IpoBoauBIIMECS] B Tpynmax IOMAapHbIE CPaBHEHHS BBISIBIIIM JOCTOBEPHBIC
pasnuyMs 1O BO3pacTy Haudaja 3a00JeBaHUs, JIEMOHCTPUPYS HauOoliee paHHUMN
ne6rotT 3aboneBanus B rpynmne ¢ I/, Meron nonapHOi OUEHKH BBISIBUI CIIEAYIOIIHE
CTaTHUCTHYECKHU 3HauuMble pa3inuuus B rpynnax cpasuenus ['Jl u CI (p=0.003), I/ u
LT (p=0.000), CI u I (p=0.001, xpurepuii Manna-Yutau). Tak, B cpeaHem
Meauana Bo3pacta aeo6rora npu ']l coctaBuna 9 [5;11], mpu CI — 16 [6;26] u 1npu
IJI — 29 [7;57] ner.

JIns Bcex rpynn nanueHtoB nposogwics JHK-anamms, pesynbrarel KOTOpOro
npencrasienbl B Tabmuue 1. Tak, Hanuuue myTtanuu B rene DY T1 Obuio BBISIBIEHO Y
14 mammentoB ¢ I, y 7 — ¢ CI, u y 5 — ¢ IJI. Hanuuue crangapTHOW MyTaluu B
reHe GCH-1 (DYTS5) 6bu10 kputepuem nocranoBku auarHo3a JYJI B 7 cioyuasx CJI
M JMlb B OOHOM ciydae [JI; B cuiny peaxkol 4YacTOTbl BCTPEYAEMOCTH U

IMPHUHOUIIHAJIBHBIX OMOXMMHUYECKHUX OTIMYMK B MHaToreHe3e HaMM He ObUIM
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UCCIIEZIOBaHbl ayTOocOMHO-perieccuBHble Qopmbl JIU/I, paBHO kak u (HOpMBI,
oOycioBnenHble MyTanusiMu B reHax TH, SR u SLC6A3. EnHUYHBIN, BBISBICHHBIH
HaMU BIIEPBBIE B POCCUHCKOM MOMyasuuu, ciaydad wMyrtanuu B reHe DYT6
NPENICTABISACTCS CKOpEe Ka3yHCTHUYECKUM W B TaOIMIE HE MPENCTABICH, OJHAKO B
CIIIy CBOEH OHKCKBU3UTHOCTH NOAPOOHO pPa300paH B Ka4eCTBE KIMHUYECKOTO
npuMepa. ['pynnon cpaBHEHUs B UCCAENOBAHUU SABIANUCH 20 MAMEHTOB, Y KOTOPBIX
JAHK-ananu3 nocnegoBarenbHO HE BbIsiBMI MyTanui B reHax DYT1, DYTS u DYT6.
Paznuuust B rpynmax mo HAaciaeICTBEHHOM OTATOIMIEHHOCTH OBLIM CTaTHCTUYECKU

3HauuMsl (p=0,000, [Tupcon Xu-kBagpar).

Tabauua 1. Pesyasrarsl JJHK-anamu3a npu pasjim4HbIX KIHHHYECKHUX

BapuaHTax TUCTOHHUH

Kimnanka
Vil cr LI
I'enorun DYT1 + KonmmyectBo 14 7 5
% 93.3% 53.8% 20.0%
DYTS + KomaecTBo 1 6 0
% 6.7% 46.2% 0.0%
KonTponb Komnugectro 0 0 20
% 0.0% 0.0% 80.0%

B rpynmax ¢ HaciaeacTBEHHO OOYCIIOBICHHBIMH (pOpMaMHU JHCTOHUHU TaKKe
POBOAWIICS JAeMOTpadUUSCKUil aHaliu3, pPEe3ylnbTaThl KOTOPOTO TIPEJCTABICHBI B
Tabnune 2. bputo mokazaHo, 4To Bo3pacT nelrora 3a0osieBaHHs ObUI JOCTOBEPHO
0osiee paHHUM B TPYIIIAX C IMOJOXKHUTEIBHBIM aHAIM30M Ha HOCUTEIIBCTBO MYTAIlMH B
reie DYT1 u B rene noda-uyBctButenbHOM quctonnu DYTS (p=0.000, xpurepwmii

Maunna-YuTHn).
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Tabnuua 2. lemorpadpuyeckuii aHAJIN3 HACTEACTBEHHbIX (JOPM TUCTOHUM

I'enotun
DYT1 + DYT5 + KonTposns
Bospacr Bamunnoe N 26 7 20
Cpennee 28 34 35
CrangapTHOE OTKJIOHEHUE 11 13 12
Munumym 8 19 18
Makcumym o4 49 58
Menuana 28 31 36
[TponenTHnb 25 22 22 26
[TpouenTmib 75 33 47 43
Bo3spacr nebrora Bamugnoe N 26 7 20
Cpennee 13 12 32
CrangapTHOE OTKIIOHEHUE 8 7 12
Munumym 5 6 14
Maxkcumym 46 26 57
Menuana 11 11 32
[TpouenTnib 25 8 7 23
[IpouenTtuns 75 16 12 40
[Ton M KonunuectBo 11 1 7
% 42.3% 14.3% 35.0%
K KomnnuectBo 15 6 13
% 57.7% 85.7% 65.0%

TaK, U3 NPCACTABICHHLIX OAHHBIX BHJHO, 4YTO BCC HACICACTBCHHO

oOycioBneHHbIe (HOPMBI 3a00I€BaHUS ABISIIOTCS (JOpMaMU C PAHHUM (IO KPUTEPHUSIM
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EFNS, 2011) ne6rorom (mo 40 5et): cpemHuii Bo3pacT Hadana 00ae3Hn cocTaBisu 11
[8; 16] nmet B rpynme manuenToB ¢ myTaiueii B rene DYT1 (pu cpeaHemM Bo3pacte
O0ompHBIX 28 [8; 54] nmet). B rpynme ¢ JIUJ] cpemxnawmii Bo3pact nedroTa 3a00IeBaHMs
takxe coctarisn 11 [7; 12] ner mpu cpeanem Bo3pacte oocnenyembix 31 [19; 49]
net. B rpynmne cpaBHeHUs CpelHMI BO3pacT MAlMEHTOB ObUI COMOCTaBUM C paHee
oxapakTepu3oBaHHbIMU Tpynmnamu (36 [18; 58] ner), ogHako ¢ YETKO OTMEUEHHOMU
TEHJICHIIMEN K MOBBIIICHUIO BO3pacTa; BO3PAaCT ke JAeO0Ta 3HAYUTEIBHO OTINYAJICS,
NPUXOJSICh HE Ha JCTCKUUA W TOJIPOCTKOBBIA BO3PACT, KaK IMPU HACIEICTBEHHBIX
dbopmax OonesHu, a Ha Oonee B3pocibiit: 32 [23; 40] net. [enaepHbie pa3nuuus ObLUTN
pacrpeneneHsl cienyomuM odpazom: 15 [57,7%] xenun u 11 [42,3%] myx4uuH B
rpynne ¢ mytanued DYT1; 6 [85,7%] »xenuun u 1 [14,3%] myxunna. Takas xe
TEHJICHITUS K MPeo0IaIaHuIo )KEHIIMH COXPpaHsuiach B rpyrime KoHTposst: 13 [65,0%]
»keHIuH 1 7 [35,0%] myx4uuH.

Takum oOpa3zoM, 1o Bo3pacty jnaebOroTa 3a0oseBaHUsl OBLIO MOKa3aHO, YTO
criopagudyeckrue (HOpMbl JUCTOHUU SBISIOTCA MPEUMYIIECTBEHHO (HOKATbHBIMU
(I1J1), nebroTupyrOT B 3HAUYMTEIHLHO OOJIEe MO3HEM BO3pPACTE U XapaKTEPHU3YHOTCS
CTAIlMOHAPHBIM TEUEHUEM C OoJiee OJarompUsITHBIM JICYCOHBIM MOTCHIIMAIOM. Tak,
MOTMapHOE CPaBHEHUE CHOPATUYECKUX W HACJICICTBEHHBIX (OpM IOKa3aio, 4TO
JaHHOE yTBepxkAeHHe crnpaBe o s rpynn “DYTI1+ u xourpons” u “DY TS5+ u
koHTposib” (P<0.05). Ilpu 5TOM HOCTOBEPHBIX PA3IMYMUA MPU OIEHKE 3aJaHHOTO
kputepusi B myne mnamueHtoB “DYT1+ u DYT5+” (Bce HacienCcTBEHHO
00yCJIOBJICHHBIC ClIy4au JUCTOHUU 3a HCKItoueHueMm ¢opmbl DY T6+) BhISBICHO HE
osu10 (p>0.05).

[TomumopdU3M KIMHHYECKUX TPOSBICHHH M BMECTE C TEM CJIOXHOCTh
muddepeHInanTbHON THarHOCTUKUH TTEPBUYHBIX JUCTOHUHA XOPOIIO HIUTFOCTPUPYIOT
KIUHHYeCKui mpumepsr [170-173, 177].

Knnanueckuii npumep Nel

Hayuenmxa K., 57 nem. llpembsiBisieT >kamoObl Ha YYBCTBO HAIPSIKEHUS,

CTAHYTOCTHU B pyKax M Horax, Oojblle cieBa. V3 aHamHe3a M3BECTHO, YTO Ooseer



46

IPUMEPHO € 6 JIET, KOrJa POAUTEIH OTMETHIIN «KOCOJIAMOCTh, OOJIBIIIE B JIEBOWH HOTE
npu xoab0e. [lo3aHee npucoeMHUIOCH YyBCTBO HAIIPSIKEHUS B JICBOU pyKe, 3aTeM —
B npaBbiX koHeUHOCTsAX. C 13 net Habmonaercst B Hayunom nienTpe HeBposioruu. C
16 net nmpuHUMaeT moda-coaepiKaire mpenaparsl ¢ MOJ0KUTETHHBIM 3P HEKTOM, B
HacTosIlee BpeMs - HakoM 250 MT B CYTKH.

B HEBpOJIOTMYECKOM CTaTyce: CO3HAHME SICHOE, KOHTAKTHA, OPUEHTUPOBAaHA B
Mecte W BO BpeMeHU. DOH HACTpOEHHS CHUXKEH. DMOILMOHAJILHO JAOWIIbHA,
TpeBOXKHA. MEHHMHTIeaabHbIX 3HAKOB HET. [Ta3Hbie menu, 3pauku OD=0S, aBuxeHus
IJIa3HBIX A0JIOK B MOJHOM 00BEMeE, MOJsl 3peHUs] He orpaHuyeHbl. KoHBepreHus u
akkomojaiusi gocrtarounblie. Huctarma Her. Touku BhIXOJa TPOWHUYHOTO HEpBa
0e300sie3HeHHBI.  PaccTpoMCTB  YyBCTBUTEIBHOCTM Ha Jjuile Her. Jlumo
CUMMETPHUYHOE. S3BIK B MOJIOCTH PTa U MPHU BBIBEIAECHUU 10 cpeaHer quHur. [lapezos
HEeT. MblIllIeYHbI TOHYC HE3HAYUTEIHHO MOBBIIICH B IUCTAIILHOM OTJIENE JIEBOM HOTH;
¢ (OopMUPOBAHUEM JHCTOHUYECKOM YCTAHOBKHM CTONBI MO THUIY 3KBHUHO-BapyCHOM
nedopmanmu. CyxoxwminbHbie pediekchl kuBble D=S. IlaTomorndyeckux 3HaAKOB HET.
Koopaunaropueie mpoObl BBIMOIHSIET YAOBIETBOpUTENbHO. B mpobe Pombepra
ycTouMBa. PaccTpolCTB 4YYyBCTBUTEIBHOCTH HE BBIABICHO. VHTEIIEKTyaJIbHO-
MHecCTUYeCKas cepa He HapyIllIeHa.

Ouenka no mkane BFMRS - 19,7 (Hu3kuil cymmapHblii 0aiil XapaKkTepusyeT
OTHOCHUTEJIbHYIO KOMIIEHCALMIO COCTOSIHMSI 32 CYET MUHUMAaJbHOM aHAaTOMHUYECKON
BOBJICUCHHOCTH B COYETAHMM C TIOJHOM COXPaHHOCTBbIO (DYHKIIMOHAJIbHOU
aktTuBHOCTH). Hauucnenue 6amioB no mkaie HADS: tpeBora - 11, nenpeccus - 13
(«kIMHUYECKU BhIpakeHHbIeY). Hauncnenune 6amioB no mkane SF-36: ®D - 68,98,
POO® - 74,07, b - 59,06, O3 - 44,58, XK - 56,93, CD - 65,55, POOD - 74,11, 13 - 66,36,
YTO yKa3bIBAa€T Ha JIOCTAaTOYHO BBICOKHI YpPOBEHb COLMAJIBLHOM ajanTaluu, BKIIOYas
CIIOCOOHOCTh K paboTe W TMOBCEIHEBHOW ACSITEIBHOCTH, TPH JOCTATOYHO HU3KOH
CYObEKTHUBHOM OLIEHKE OOIIIET0 310POBbs U3-32 KOMOPOUAHBIX TPEBOTH U JICTIPECCHUHU.

DTOT ciy4ail IEMOHCTPUPYET HauboJee TUMIMYHOE TeueHue auctonuu DY TS5:

paHHee Hauyajno, 1e0l0T 3a00ieBaHUs C HAPYHUIEHUH XOAbOBI, JOCTATOYHO MSTKOE U
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MOCTETNIEHHOE PA3BUTHE C TEHJEHUUEH, OAHAKO, K TeHEepalu3ally TUIEPKUHE3a.

[IpyeM ManbIX 703 JIEBOJONBI MAIIMEHTKOW Ha MPOTSKEHUU MHOTHX JeT (mpu

OTCYTCTBUU MOTOPHBIX (UIYKTyaliiii W JUCKUHE3UH) OOECIEUMBACT BHIPAKECHHYIO

CTOWKYI0 KOMIICHCAITUIO COCTOSIHUS, PETPecc HEBPOJIOTHYECKOTo AchUIIUTa 10

HErpyObIX MPOSBICHUN, HE BIUSIONIMX HAa caMOOOCITyXHUBaHUE U (DYHKIMOHAJIbHBIC

HaBBIKU OOJILHOM.

I[Ipu mposenenun JHK-anamuza BbsiBIeHAa  TUNWYHAs  MyTanus —
aMHHOKHUCIIOTHas 3aMeHa P.Arg216Ter B 6 sx3one rena GCH-1(DYT5/DYT14) (Puc.
1). Ona xapakTepusyeT, Kak OTMEYEHO BbIlIE, TUIOUYHYIO (opMy OONE3HHU:
ayTOCOMHO-IOMUHAHTHYI0 mporpeccupyromyro JYJ[ ¢ paHHuUM HadaioMm ¢
BBIPQKEHHBIM TEpaneBTUUECKUM 3PGHEKTOM MallbIX 703 JIEBOMAOIBI. BhIABICHHOE
HaJIMYyue HYKJICOTHUJIHOW 3aMEHbl B TE€TEPO3UTOTHOM COCTOSSHUM HE OBbLIO OMHUCAHO
panee y OonbHbiXx ¢ JYJ| kak B pOCCHUHCKOHN, Tak W B JAPYTUX MOMYJISALUSIX.
BrisiBieHHass 3amMeHa OblLla paclieHeHa HaMu KaK TMaTOreHETHYECKH 3HadyuMas
MyTaIusi, a He HOPMaJIbHBIA TOIUMOPHU3M, TTOCKOJIBKY:

- OHa pacrnoJjiaracTcs B BHICOKOKOHCepBaTuBHOM ob6nactu reHa GCH-1,

— 9Ta 3aMeHa MPUBOAUT K 3aMEHE aMUHOKHUCIIOTHI;

— BBISIBJICHHAsI HAMHU MYTalys U JAPYyTrUe CXOJHbIC HYKJICOTUIHbIC 3aMEHbI KaK B
CIIOPAJIMYECKHX, TAK U CEMENHBIX CIIy4asX CErpEerupoBajiu C MaTOJIOrHYECKUM
dbeHoTUIIOM;

— yKa3aHHas 3aMeHa He Oblia oOHapyxkeHa mnpu uccienoBanun 20 u Oosee

KOHTPOJBHBIX XPOMOCOM.
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Pucynok 1. Onexrpodoperpamma 6-ro sx3ona rena GCH1, coneprkaiiero myTraruto,

MPUBOJIALIYIO K 00pa30BaHMIO CTOI-KOJOHA.

Kiuanueckuii npumep No2

THayuenmxa JI., 54 2o0a. IlpeapsBisieT xano0Obl HA APOKAHKUE B pyKaxX U HOTaX,
BO3HUKAIONIEEC NPHU MOAACPHKAHUM OINPEACICHHON TMO3bl WA TPU JIBUKCHUSX,
U3peaKa — IPOKaHUE rojIoca, HApYLICHUE MMOYEPKA, «IIOABOJAKUBAHUE)» JIEBOM HOTU
(ctoma mpu x0np0€ HAXOAWUTCS B TMOJOXKEHUU TOJOIIBEHHOTO CrudaHus, Oeapo
MOBOpauMBaeTCs KHapyxu). B Bo3pacte 8 jieT BIEpBbI€ MOSBWIKCH MPOOIEMBI C
yaepKaHUEM MEepbeBOil pyuku. B Bo3pacte 12 niet crana nmpuxpambiBaTh Ha MPABYIO
HOTY, POIMTENM 3aMETWJIA, YTO MNAJIbI[bl MPABOM HOTH HAXOASATCS B COTHYTOM
noniokenuu. B opronenuyeckom umHcTHTyTe M. . H. TypHepa Obul mocrtaBiieH
nuarao3 6onesnu lllapko-Mapu-TyTa, HEOTHOKPATHO MPOBOAMIACH METAOOTMYECKas
Tepamnus — 6e3 3¢ dexkra. CuMITOMaTHKa MEIJICHHO MPOTrpeccupoBalia — HapacTaau
HAPYLIEHHS MMOYEPKA, NOCTENEHHO YCWIMBAJIOCh ITPUXpaMbiBaHuEe npaBord HOrou. K
25 rogaM MpPOU30LUIO 3HAYMTENIPHOE YXYIAIICHUE MHChbMa, CTajla MUCATh JIEBOM
pykoii. IIpumepno 10 net Ha3aa SMU30IUYECKU CTAIO0 BO3HUKATh APOKAHUE B PyKax.
B Teuenue cnepyrommx ABYX JIET TPEMOP PYK ycuwiawics (cTaja pacIieCKHBATh
KUJIKOCTh TPU YyACP)KAHWUU CTaKaHa, JIOKKH), TMOSBWIOCH JIpOKaHWEe B Horax. B

2010-2011 rr. — ycunenue TpeMopa B pyKax U HOTax, MOSBHIIOCH «TI0JIBOJIAKMBAHUE)
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neBoit Horm mpu xompOe. B 2012 r. mocnme anexTpoHerpomuorpaduu IUArHO3
6one3nu [llapko-Mapu Obul uckimodeH. Ha ¢one npuema mpoHopaHa mnareHTKa
OTMETHUJIa BPEMEHHBIN MOJIOKUTENbHBIN 3 (EKT B BUAE yaydlIeHus Xoab061. OgHAKO
B MOCJIEAYIOIEM CHOBA MTPOU30IILJIO HAPACTAHUE CUMIITOMATUKH — YCHIIAJICS TPEMOP
B pyKax M HOrax, IOXojkKa cTaja 3ameieHHoM. B oktsabpe 2013 1. Obuia
KOHCYJIETUpOBaHa nmapkuHcoHonoroM B MCH MYC, rie nocrasieH AUarHo3 00JIe3HU
[lapkrHCOHA W pPEKOMEHJOBaHA Tepamusi KJIOHAa3emaMoOM W HAakoMOM, Ha (QoHe
KOTOpOi OoJIbHAsI OTMEUala HEKOTOpble CYObEKTHUBHBIE yinyulieHus. B nekadpe 2013
I. Haxojawmiach Ha JieueHnu M ooOcnemoBanmu B I'MIIB Ne2, rme Obl1 mocTaBieH
JUAarHo3 TIEHEPaJIU30BaHHOW JHCTOHUHM, ACCOLMHMPOBAHHOM C IOCTypaJbHO-
KMHETUYECKUM TPEMOPOM KHUCTEH, MPOKCUMAIbHBIX OTAEIOB BEPXHUX W HIKHHX
koHeuyHocTed. B aBrycre 2014 1. oOparunace mjie  MEIUKO-T€HETHYECKOTO
KOHCYJITUPOBaHUs B HaydHBII EHTP HEBPOJIOTUH.

B HeBponornueckoMm cTaTryce: MallM€HTKAa KOHTAKTHA, OpPHEHTHPOBAaHA,
MHECTHUYECKUX U MHTEJUIEKTYaJbHbIX HAPYIICHH HA MOMEHT OCMOTPA HE BBISBIICHO.
I'maznble menu, 3pauku D=S; nBrkeHUe TIa3HBIX S0JIOK B TIOJIHOM 00beMe, HUCTarma
HET. JINIo cHnMMETpUYHO, SI3bIK MO cpenHer TMHuM. [lape3oB HeT. MbllIeuHbIN TOHYC
He wu3MeHeH. CyxoxunbHbie pedaexkcet D>S, cHuxensl. YyBCTBUTETBHBIX
pPacCTpOMCTB HET. DBBIpaKEHHBIM «IIOPXAOMIMN»  IMOCTYPaJIbHO-KUHETUYECKUI
TPEMOP PYK, C PyOpalibHBIM OTTEHKOM, ¢ TUTyOanuei, D>S; tpemop obenx Hor Oe3
yeTkoll acummeTpuu. KoopanHatopHble mNpoOBI BBIOJHSAET C  BBIPAKECHHBIM
UHTEHIMOHHBIM JpOKaHUEM, TEepMHUHaIbHBIM ycuieHueM. B mpobe PombGepra
nomareiBaeTcs. [loxonka ¢ mpunagaHuEM Ha NOPaByrO HOTY, C JUCTOHHUYECKOU
YCTaHOBKOM IIPAaBOM CTOIBI HA HAPYKHBIN KpaH, ¢ HTUPKYMAYKIIUEH.

Onenka no mkane BFMRS - 41,9 (cpeanuii cymmapHsiid 6ain xapakTepusyeT
TEHEPAJIN30BAHHBIN  XapaKTep JUCTOHUM IIPU  OTHOCUTEIBHOM  COLHUAIBHOM
amantanuu). Hauucinenuwe OamwioB mno mkame TWSTRS: t1skects — 22,
MHBaMAM3alns — 18, 4TO YCIOBHO OTpa)kaeT “‘CpeIHION” CTENEHb TKECTU

3a00€BaHUsI C YMEPEHHOW CTENEeHBbI0 WHBATUIU3ANNA W, COOTBETCTBEHHO,
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YMEpPEHHBIM CHUXEeHHEM TpyrocnocobHoctu. Hauncnenue 6amnos no mxkane HADS:
TpeBora — 12, nmenpeccus — 12 (“kJIMHUYECKH BbIpaXeHHBIEY»). Hauucienue
6amioB no mkaie SF-36: @O — 71,76, POD — 73,65, b — 59,87, O3 — 47,13, K
— 54,08, CO® — 67,65, PO® — 73,92, [13 — 58,76; npu 10CTaTOYHO BBICOKOM
COLIMAJIbHOW M TOBCEJHEBHON AaKTUBHOCTH TMAIMEHTKH, €€ aJalTHUPOBAHHOCTHU
HU3Kasi CyOBEKTHBHAS OIICHKA OOIIEro 30POBBS TaKkKe, KaK U B 1-M KIMHUYECKOM
npumepe, 00BACHAETCS KITMHUYECKU BBIPAKEHHBIMU TPEBOTOM U JIEMIPECCUEH.

10T KJIIMHUYECKUI ciyvau ABIISIETCSA MIPUMEPOM TPYAHOCTH
nuddepeHanbHOr0  AUarHo3a  JUCTOHUM € JAPYTMMHU  3a00JI€BaHUSIMU,
COMPOBOXKJAIOIIMMHUCA ~ PACCTPOMCTBAMHU  JIBMKCHHH, OJHAKO MaHu]ecTanus
3a00/IeBaHMsl C pyKM B Bo3pacTe & JI€T C TMOCIHEAYIIHUM pPa3BUTHEM
reHepaIn30BaHHOU (DOPMBI SIBJISAETCS XapaKTEPHBIM BApUAHTOM Pa3BUTHUS JUCTOHUHU
tuna DYT1.

[Tpu momomm JIHK-mmarnoctuku BeIsBIEHO HOcHTENbCcTBO Aenennun GAG B
reie TOR1A. Jlenenus Tpex HYKJICOTHUIOB B Komupyromwmii odmactu rena TOR1A
SABIIACTCS] TATUYHOMN 711 JAaHHOTO (PEHOTHUIIA, U €IMHCTBEHHON MyTaIlueil, o0MmMraTHo
MPUBOASIIEH K Pa3BUTHUIO HEBPOJIOTUYECKON CUMITTOMATHKH.

Kunanueckuii ipumep No3

llayuenmka J[., 28 nem. IlaumenTka oOparuiiach ¢ Jkajo0aMu Ha
HEIMPOMU3BOJIbHBIN HAKJIOH TOJIOBHI K JIEBOMY IUJIEUY B COUETAHUU C 3alPOKUIbIBAHUEM
rojioBel Hazaa. Hawano 3aboneBaHus ocTpoe, MOCHE MEpEeHeCeHHOro crpecca. B
CBSI3M C OTCYTCTBHEM 3((deKTa OT KOHCEpBAaTUBHOW Tepanuu (MUOpeNaKkCcaHTbl, M-
XOJIMHOJWTHUKY, O€H30[ua3enuHbpl) Oblla  Hayara  Tepamusi  IpernaparaMu
oorynuHoTokcuHa Tuna A (aucmopt 500 EJ[), yTo mMO3BOJIMIO YMEHBIIUTH
BBIPAKEHHOCTb TUCTOHUYECKOTO TUTIEPKUHERA.
B HeBposiOrMYeCcKOM CTaryce: CO3HaHUE SICHOE, KOHTAaKTHAa, OPUEHTHPOBAaHA B
MecTe W BO BpeMmeHU. DOH HACTPOCHUS CHUXKEH. OMOIMOHAJIBHO JIa0WJIbHA,
TpeBOKHA. MEHHMHTeaJIbHBIX 3HAKOB HeT. I masueie menwu, 3pauku OD=0S, nmxeHus

IJIa3HBIX S0JIOK B MOJHOM O6’beMe, ImoJrs1 3pCHUA HEC OI'PaHUYCHBI. KOHBepFeHI_II/IH u
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akkomonamnusl gocrarounble. Hucrarma Her. Touku BbIXOAAa TPOMHUYHOIO HEpPBA
0e300me3HeHHBI.  PaccTpoiiCTB  4yBCTBUTENBHOCTM Ha Jmdue Her. Jluro
CUMMETPUYHOE. SI3bIK B TOJIOCTM pPTa M MPHU BBIBEACHUU IO CpPEAHEH IJMHUM.
ITape3oB HEeT. MpIIEYHBII TOHYC B KOHEYHOCTSIX HE HM3MEHEH. JIEBOCTOpOHHHM
JATEPOPETPOKOIIIUC, TPEMOP TOJOBBI IO THUIY “HET-HET , YCUJIMBAIOUIMMNCA IPU
yAEp)KaHWUM TOJOBBI B  CpeaHeM  (PU3HMOIIOTHYECKOM  TIOJIOKEHWHW;  JICTKHM
NOCTypalbHbId TpeMop Kucted pyk. CyxoxuibHble pedriekcsl xuBbie D=S.
[Tatonornyeckux  3HakoB  HeT.  KoopauHartopHble  mpoObI  BBIMOJHSET
yaoBieTBopuTenbHOo. B mpobe  Pombepra  ycroitumsa. PaccrpoiicTB
YYBCTBUTEJIILHOCTH HE BBIsBICHO. HHTeekTyaibHO-MHECTHUECKass cdepa He
HapyIlleHa.

Onenka o mkaire BFMRS — 27,4 (3HaunTenbHAs KOMIICHCAIMS COCTOSHUS,
KJIMHUYECKUE TPOSBICHUS TUIEPKUHE3a MOTYT OBITh paCIEHEHBl Kak ‘‘Jerkas
crerieip 11J1”). Haumcnenme OamnoB mo mkame TWSTRS: Tsokects — 21,
WHBaIuau3anus — 14 (3HaueHUs, YCJIOBHO XapaKTEPHU3YIOIIUE “CPEIHIOI0 CTEICHb
TsokecTu” 3a0oneBanusi). Hauncnenue GamnoB mo mkane HADS: tpeBora — 11
(“knmuHMYecKu BbIpakeHHas”), nenpeccuss — 10 («CyOKIMHUYECKU BBIPOKCHHAS»).
Hauuncnenue 6asmioB no mxkaine SF-36: @O — 69,76, POD — 75,11, b — 65,12, O3
— 46,04, )K — 56,23, CO® — 67,47, PO® — 79,35, 113 — 57,71; oHO oTpaxkaeT
JIOCTaTOYHO BBICOKMM YPOBEHb COIMAIBHOW MW TOBCEIHEBHOM AKTUBHOCTH
MAIMEHTKA TIPU CYObEKTUBHO HU3KOW OIEHKE OOIIET0 30POBbsS B CHIIY KIIMHUYECKH
BBIPAKEHHOU TPEBOTU.

B pesynbrare mpoBEAEHHOIO MYTAllMOHHOTO CKPHUHUHTA B KOAUPYIOIICH
obnactu 3 sk30Ha reHa THAPI BbIsiBieHa reTepo3uroTHas MucceHc-myranus C.424A
> G, p.T142A (Puc.2). Ha puc. 3 npuBeaeH (parMEeHT CHKBEHCA, COJEpKallui

JaHHYIO MyTalluro.
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T142A
A |
1 139 . 190 213
B 10 20 30 40 50
MVQSCSAYGC KNRYDKDKPV SFHKFPLTRP SLCKEWEAAV KPTKY

60 70 80 90 100
SSICSEHFTP DCFKRECNNK LLKENAVPTI FLCTEPHDKK EPLLEPQEQL
110 120 130 140 150
PPPPLPPPVS QVDAAIGLLM PPLQTPVNLS VFCDHNYTVE DTMHQRKRIH
160 170 180 190 200
QLEQQVEKLR KKLKTAQQRC RRQERQLEKL KEVVHFQKEK DDVSERGYVI
210
LPNDYFEIVE VPA

Pucynok 2. Xapakrepuctuka mytanuu 142A

A — cxemarnueckoe uzoopaxenue oenka THAPL, DBD — JIHK-cBs3piBaronuii
nomeH, PR — nponun-6oraras oomacts, CCD — coiled-coil nomen, mrpux — o0macts,
Hecymast NLS mociienoBarenbHOCTb.

B — nocnenoBarenbHoCcTh amMmuHOKHCTOT B 6enke THAP1, cTpenkoil yka3zaHa
aMUHOKHCJIOTa, B KOTOPOU MPOM30IIIIa 3aMEHA.

C — monenb romogumepuzaruu THAPL.

i 1

Pucynok 3. ®parmeHT CeKBEHMpPOBaHUs, coaepxkamuii ¢.424A> G

A — 3amuchk ¢ mpsMoro TpaiiMepa; B — 3anuck ¢ oOpaTHoro npaiimepa.
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JlanHas MyTarus Jlokaiau3oBaHa B oOmactu coiled-coil qomena Genxka THAP1
(puc.2), NpeAnoIOKUTEIHHO OTBEYAIOMIEr0 3a (OPMHUPOBAHHE OJUTOMEPHBIX
KOMILUIEKCOB JUIsl MOBBILIEHUS TPAHCKPUIMOHHOW aKTHUBHOCTH [22]. BblsiBneHHas
MyTalus HE HOBA, paHEE OHA Y€ OIMUCHIBAJIACH UTANBbSIHCKUMH HCCIEA0BATEIIMU
KaK acCOIIMUpOBaHHAs C (POKAIBbHOM JapUHIeaIbHON AUCTOHUEN C O3IHUM HayajaoM
[23]. Cnenyer oTMeTHTH, YTO IIepBUKAJbHAS IUCTOHHUS HE SIBISCTCS TUITUYHOM
dbopmoii cpeau 6onbHBIX ¢ DY T6-aucToHMEH, 1 BCTpeyaeTcsl JUITb B YETBEPTH BCEX
CJIydaeB 3TOM MOHOTE€HHOM (opmbl. JluzapTpus u auchonus, Bcrpeyaroniuecs B 65%
clly4aeB NpW Haauuuu Myraumid B reHe TTHAPL, y Hameill mnDanueHTKH He
OOHapYKEHBI.

B 3amaum nccnenoBaHus Takke BXOJMIIA OLIEHKA Ka4eCTBA JKU3HU MAIIHEHTOB C
pa3nuuHbIMH  (opMaMH TEPBUYHOM AWCTOHMM ¥ BIMSHHE Ha Hee TaKuX
XapaKTEepUCTUK 0OJIE3HHU, KaK BO3pacT Ae0I0Ta, JUIMTEIbHOCTh TEUEHHUs 3a00JIeBaHMs,
ero TSHKECTh M CTENEHb OOYCIOBICHHOW MM WHBalIuaAM3aluu. Pesynsrar oOpaboTku
KOJIMYECTBEHHBIX JAaHHBIX NpeacTaBieH B Tabmume 3. Jlns mpoBepkd paBeHCTBa

MeZaH HECKOJIbKUX BHIOOPOK OBLIT MCTIONIb30BaH kputepuit Kpackemna-Yomnuca.

Tabauua 3. MHo:KecTBeHHbIe cpaBHeHMsi. KosimuyecTBeHHBbIE JaHHbIE.

Kpurepuit Kpackesia-Youauca

TWSTRS
TWSTRS HADS HADS SF-36 | F-36- | F-36- | F-36- | F-36- F-36 - F-36 -
BFMRS WHBaJIHIH F-36 - I13
TSOKECTD TpeBora | nenpeccusi | - dD POD b 03 XK Co PO®
3arust

Chi-Square 30.528 27.340 27.546 20.499 19.750 3.822 | 28.965 | 8.105 .938 | 25.433 | 13.909 27.014 24.006

df 2 2 2 2 2 2 2 2 2 2 2 2 2

Asymp. Sig. .000 .000 .000 .000 .000 .148 .000 .017 .626 .000 .001 .000 .000

P<0.05: rpynmsl JOCTOBEPHO pa3IHYAINACh

P>0.05: 1ocTOBEPHBIX PA3NMYANA MEKY TPYIIIAMH HET
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VYposenr p<0.05 yka3piBaeT Ha TO, YTO TSDKECTh COCTOsiHUS OombHOTO [1J]
(He3aBHCHMO OT HACJIEJICTBEHHOM OTATONIEHHOCTH) MOJBEPkKEHA B PaBHOM CTENEHU
BIIMSTHUIO MHOTOYHCIICHHBIX (DaKTOPOB, OTPAXKAIOIINX, B TIEPBYIO OYEPE/b, TSIKECTh
camMoro 3aboieBaHMs U CTeNeHb OOYCIOBIEHHOM UM WHBaIWAM3AINH, TpU
3HAQYUTENBHOM  poiaM  Takux  (aKkTopoB, KakK  HajJu4yhe  KOMOPOWIHBIX
MICUXOAMOIIMOHAJIBHBIX HapyLIEHUH (TPEBOTW U jaenpeccuu) U ux BiusHUS Ha KIK.
[lokazano nHaunOonbiias 3aBucuMocTh KOK manueHToB ¢ OUCTOHMEH OT YpOBHS
(GU3MYECKOTO0 W TICUXUYECKOTO KOMIIOHEHTOB 310poBbsi. I[Ipu 3TOM cTeneHb
COI[MAJILHOM ajanTalMy TMalMeHTOB, BBIPAXKAIOIIAsICA B BO3MOXKHOCTH paboTarh U
BECTH TOBCEIHEBHYIO JeATeNbHOCTh (mokazarenu POD u b), mis Hux sasiusanack
Oosee 3HAYMMOM, HEXKENU 00111ast CyObEKTHUBHAS OLIEHKA CBOETO 3/10POBbSl HA MOMEHT
oocnenoBanust (@@ wu O3). Ilcuxuyeckuit koMnoHeHT 310poBba (I1K3),
OTpaXarolui MCUXUYECKUA W SMOLUOHAIBHBIA cTaryc manueHTta (rmokaszarenu XK,
C®D, PO, I13), He ycTymaeT no cBOEH 3HaYMMOCTU TEM OTpaHUYEHUAM (PU3NUECKOM
aKTUBHOCTH, KOTOPHIC HAKIIAJBIBACT O0JIC3Hb.

CraTucTUYeCKHUil aHau3 MO3BOJISET YOSIUThCS B TOM, YTO T€HEPAM30BaHHbIE
GbopMBbI  MIMOMATUYECKOM JUCTOHMM XapaKTepU3YIOTCs JI€OI0OTOM B paHHEM
(MpeuMyIIeCTBEHHO JETCKOM) BO3pacTe, Hanbosee TSHKENIbIM TEYeHHEeM U Haubosiee
BBIPQKEHHBIMU TIOKA3aTeJISIMU COLIMAIBHOM J1€3aJanTallui U YXYALICHUsS] KauyecTBa
JKW3HU BO BCEX MCCIENOBAaHHBIX IPYIIAaxX MNAalUEHTOB. B Hallem ucclieqoBaHUU BCE
reHepaau3oBaHHble (OpPMBI 00YCIIOBICHBI XapakTepHoi MyTaiued B rene DY'T1, 3a
UCKJIIOUeHUEe ojHoro ciydas DY TS5-nmonoxkurenbHoit aucronun (Kinunuueckuii
npumep Nel), XapakTepH30BaBIIEHCS CpPaBHUTEIHLHO O0Jiee MSITKHUM TEUEHHUEM U
yMepeHHbIMU MokazarenasimMu yxyamenuss KOK. s onenku paznuduii MexIy ABYyMs
HE3aBUCUMBIMU  BBIOOpKaMHM TI0 YPOBHIO YKa3aHHOTO TMpu3HaKa (CTEIEHb
reHepan3aliy TUCTOHUH) MPOBOJIUIIMCH TMOIMAPHBIE CPABHEHHMS C MCIOJb30BAaHUEM
U-kputepuss ManHa- YUuTHHU.

I'pynna mnammentoB ¢ [/ mpu cpaBHenun c rpynmnod CJI moctoBepHO

OTIMYAJIach MPAKTUYECKU MO BCEeM OlleHMBaeMbIM mokaszarersiM (Tabmuma 4). Jlns
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OOJBHBIX C TEHEPAIM30BAHHON (POPMOI TUCTOHUYU OBLIN XapaKTEPHBI OOJIEe BHICOKUE
cymmapabie Oamipl mo mkagsaM BFMRS u TWSTRS, uto cBuaerenscTByeT 0
OOJbIICH AaHATOMUYECKOW paclpOCTPAHEHHOCTH THUIEPKUHE30B, OO0Jee TAkKEIOM
COCTOSIHUM W OOJIbIIICH CTENEeHW WHBaIUAU3anuu. bojiee HU3KOE Ka4eCTBO KU3HU B
rpynne mnamueHToB ¢ [J] Takke OOBSCHSAETCS U CTAaTUCTUYECKA 3aMETHBIM
npeobiajaHieM B 3TOM Tpynne KIMHUYECKH BBIPAXKEHHBIX TPEBOTH U JICTIPECCHUHU.
CrnenyeT Takke OTMETUTb, UTO €AMHCTBEHHBIM MapaMeTPOM, MO KOTOPOMY He ObLIO
CYIIECTBEHHBIX PA3INUUid MEXY ABYMs IpyIaMu, Obuta HHTEHCUBHOCTE 0oiu (MB)

KaK OJMH U3 KpUTEpHUEB (PU3NUECKOTO KOMIOHEHTA 310poBbs (DPK3).

Tabauua 4. IlonapHbie cpaBHeHHMs TeHEPAJIM30BAHHOW M CErMEHTApHOH (opm

AUCTOHHUU
TWSTRS
TWSTRS HADS HADS F-36 - F-36 - F-36 -
BFMRS GIEELITE F-36 -6 | F-36 - X F-36 - M3
TSKECTb TpeBora | aenpeccus PoOO® Cco P30
3aums
Mann-Whitney U 3.000 .000 .000 31.000 28.500 14.000 89.500 14.500 37.000 49.500 16.000
Wilcoxon W 58.000 10.000 10.000 122.000 119.500 134.000 | 209.500 | 134.500 | 157.000 | 169.500 136.000
z -4.003 -2.998 -2.978 -3.104 -3.194 -3.848 -.369 -3.824 -2.787 -2.211 -3.755
Asymp. Sig. (2-
.000 .003 .003 .002 .001 .000 712 .000 .005 .027 .000
tailed)
Exact Sig. [2*(1-
.000 .001 .001 .002 .001 .000 717 .000 .004 .025 .000
tailed Sig.)]

KonnuectBennble nannsle. Kpurepuiit Manna-YutHu
P<0.05: rpynmsl 7OCTOBEPHO pa3INYAINCh

P>0.05: 1o0CcTOBEPHBIX PA3NMYANA MEKY TPYIIIAMHU HET

Eme 3amerHee ObUTH pasznuyus MEXIy T€HEpaTU30BaHHOW W (pOKaIbHOU (B
HallleM UCCleloBaHuu - uepBukainbHoi) Qopmamu I[1J] (Tabmuma 5). Ipynmsi
JIOCTOBEPHO PA3IMYAIUCh MEXKIY COOOW MO BCEM OILEHMBAEMbIM MapameTpam, 4YToO

ACMOHCTPUPYCT 3BHAYUTCIBbHBIC OTIIMYHA MCXKAY O3THMH JABYMA HO30JIOTHYCCKUMU
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BapHaHTAMU JUCTOHUU U IO TSHKECTH 3a00J€BAHMSI, U 110 CTETICHU WHBAJIUAU3AINH, U
[0 HAJIMYUI0 KOMOPOUAHBIX TPEBOrH U Aenpeccuu, U no KXK. Otu paznuuus mexay
nByMsi QopMamMu  JUCTOHHH OOBSICHSIET HEOOXOAMMOCTh Ooliee KOMILIEKCHOTO
MOJX0Ja B JICYCHUU T€HEPATM30BAHHON UCTOHUU B CHIIy €€ OOJNBIIEeH TSKECTH U
OoJiee CyIIECTBEHHOTO CHW)KEHHUS YPOBHS COIMAJIBHOW alalTaluy y MalueHTOB, Y
KOTOPBIX yTpara COIMaIbHOM aKTUBHOCTHU (B TOM YHCIIE - HEBO3MOXKHOCTh paboTarh
U CaMOCTOSITEIBHO CIPABIATHCS C MOBCEIHEBHBIMH OOSM3aHHOCTSIMH) BEIET K
YXYILIEHUH HE TOJIBKO (PU3HUECKOro, HO M MCUXMUYECKOTO KOMIIOHEHTA 370POBbs U

BbIPAXXAaCTCA B 00JIBIITM YPOBHEM IICUXO-OMOIMMOHAJIbHBIX HapyHIeHI/IfI.

Tabauua S. [lonapHbie cpaBHEHUs FeHEPATU30BAHHON U HEPBUKAJIBLHON GopM

AUCTOHHUU
TWSTRS
TWSTRS HADS HADS F-36 - F-36 - F-36 -
BFMRS MHBaNUamn- F-36 -b | F-36 - X F-36 - M3
TSKECTb TpeBora | menpeccus PoOO® Cco P3®
3auust
Mann-Whitney U 2.000 3.500 2.000 31.500 34.500 2.000 99.000 17.000 64.000 3.000 22.000
Wilcoxon W 327.000 328.500 327.000 356.500 359.500 122.000 | 219.000 | 137.000 | 184.000 | 123.000 142.000
z -5.186 -5.042 -5.081 -4.400 -4.301 -5.183 -2.473 -4.764 -3.451 -5.155 -4.624
Asymp. Sig. (2-
.000 .000 .000 .000 .000 .000 .013 .000 .001 .000 .000
tailed)
Exact Sig. [2*(1-
.000 .000 .000 .000 .000 .000 .013 .000 .000 .000 .000
tailed Sig.)]

KonnuectBennble nannsle. Kpurepuiit Manna-YutHu
P<0.05: rpymnmsl JOCTOBEPHO pa3IHYAINACh

P>0.05: 1ocTOBEPHBIX PA3NMYANA MEKTY TPYIIIAMH HET

[Ipy momapHOM CpaBHEHUM CETMEHTapHBIX U (POKaJTbHBIX (HOPM IHUCTOHUU
CTOJIb 3HAYMMBIX PA3IMYUA MEXAY ABYMs TpyIIaMu BblBIeHO He ObuIo (Tabmuia
6). Tak, rpynmbl NpakTHYECKA COMOCTABUMBI KaK IO TSXKECTH 3a0oneBaHUN U

cTeneHu (GOopMUPYEMON MM yTpaThl TPYAOCTOCOOHOCTH, TaK W TPAKTUYCCKH HE
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pa3IUYaOTCS HU TIO0 YPOBHIO KOMOPOHWIHBIX 3a00JIeBaHUN, HU TIO Pa3TUIHBIM
acnektam KOK. EnuHCTBEHHBIMU TOKa3areiasiMd, JOCTOBEPHO Pa3MYalOUUMUCS B
JBYX TpyImiax, Opl1u nHTeHCHBHOCTH O60ommm (1B) u ee mpeobnaganue B rpyme [1J], n
pa3iinyuvsl SMOIMOHAJIBLHOTO COCTOSIHMSI M €r0 BIUSHHUS Ha POJIEBYIO AKTHUBHOCTD

(paboTy U MOBCETHEBHYIO JICSITEIHHOCTD).

Tabnuua 6. [lomapHblie cpaBHEHMSI CETMEHTAPHON M LIEPBUKAJILHOU (hopM

AUCTOHHNH

TWSTRS
TWSTRS HADS HADS F-36 - F-36 - F-36 -
BFMRS MHBanuaun- F-36-B | F-36-X F-36 - N3
TAXKECTb Tpesora | Aenpeccus [olo) Co PO®
3aums

Mann-Whitney U

92.000

36.000

38.500

130.500

146.000

132.000

92.000

138.500

127.000

84.000

144.500

Wilcoxon W

417.000

46.000

48.500

455.500

471.000

223.000

183.000

229.500

218.000

175.000

235.500

-1.205

-.894

-.733

-.998

-.516

-.939

-2.170

-.739

-1.093

-2.416

-.554

Asymp. Sig. (2-

.228 371 463 .318 .606 .348 .030 460 .275 .016 .580
tailed)
Exact Sig. [2*(1-

.240 408 482 .329 627 .361 .030 465 .286 .015 .584
tailed Sig.)]

Konunuectsennble nannsle. Kpurepuiit Manna-Yutau
P<0.05: rpynmnsl JOCTOBEPHO pa3IHyaINCh

P>0.05: 1o0CTOBEPHBIX PA3NMYANA MEKY IPYIIIAMH HET

[Tormapubie cpaBHEHHMSI TPOBOJMIUCH TaKXe TMPU OLEHKE TPynm ¢
HACJICJICTBEHHOW OTATOMIEHHOCThIO U TPYMHIbI KOHTPOJIS (CHOpaAMYEeCcKHe CIydau
nuctonnn) (Tabmuma 7). B Hamem wuccnenoBaHuy OBLIM TIOMYYEHBl JAHHBIE O
JIOCTOBEPHBIX Pa3JIMUUSIX B ATUX TPYyIIax IO CICAYIOIIUM IMapaMeTpaM: CTENCHb
TeHepaau3alii JUCTOHUYECKOTO THUTIEPKUHE3a, TSKECTh 3a00JIeBaHUS U BBbI3BAHHAS
UM CTENEeHb WHBAJIUIU3AINU, CTENEHb BBIPAKECHHOCTH KOMOPOHUIHBIX TPEBOTH U
nerpeccuu, GU3NYeCKuil U MCUXUISCKUN KOMIIOHEHTHI 310pOoBbs. [Ipu 3TOM HE OBLIO

MMOJIYUYCHO CTATUCTUYCCKN 3HAYHMMBbIX paSJ'II/I‘-II/Iﬁ B OHLOCHKEC IIaMCHTaAMH CBOCIO
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busnaeckoro Qynkmmonupoanus (OD), odbmero 3mopoBbs (O3) U KUZHEHHOU

akTUBHOCTH B 11esioM (OK).

Taéauua 7. MHOKeCTBEHHbIE CPABHEHHMS HACJIEACTBEHHBIX (DOPM U IPyIIIbI

KOHTPOJIsI

TWSTRS HADS
TWSTRS HADS SF-36-| F-36- F-36- | F-36 - | F-36 - F-36 - F-36 - F-36 -
BFMRS VHBanu- nenpeccu
TSXECTb TpeBora [0l0] PoO® B 03 X Co P3® n3
avsaus a

Chi-Square 10.18
23.322 5.623 4.937 6.140 7.245 794 21.096 | 32.166 | .265 | 5.335 8.367 9.955

df 2 1 1 2 2 2 2 2 2 2 2 2 2

Asymp.
.000 .018 .026 .046 .027 .672 .000 .000 .876 .069 .015 .006 .007
Sig.

KonuuectBennsie nanusie. Kputepuit Kpackenna-Yonuca
P<0.05: rpymimbl 10CTOBEPHO pa3iHyaincCh

P>0.05: nocTroBepHBIX pa3nuuuil MEXIy IpyNIaMHu HET

B xonme uccrnenoBanusi ObUIO TOKa3aHO, YTO O MEpe HapacTaHUsl CTENEHU
reHepagu3alii JTUCTOHUU OTMEYAETCS COOTBETCTBEHHO YXYALUIEHUE KIMHUYECKUX
MPOSIBIICHUM, YTO OTpakaeTcs B TSHKECTH 3a00JIEBaHUS M €r0 BIUSHUU HA Kaue€CTBO
#u3HM nauuenta (PucyHok 4). Pa3znuuus OUEHKM KIMHUYECKUX MPOSIBICHUM
nuctonnu 1o mkane BFMRS nemoncTpupyer noctoBepHoe HapacTaHue CyMMapHO
TSOKECTU TUIEPKUHE3a B 3aBUCHMOCTH OT CTEIEHHM IeHepain3aluu. Tak, rmoka3aHo
HapacTaHUe TsHKECTH 3a0o0JieBaHMsI MO Mepe BO3pacTaHus TeHepalid3aluu  OT
doxansubIX popm (B mannom ciyuae L[J1) x [J] (I — 44,5 [43,8; 46,9], C/I — 30,2
[24,8; 33,8], LI — 27,08 [25,9; 29,5]) (p<0.05, xputepuii Kpackemna-Yosmuca).

OpHoMepHOE pacmpenesieHue BepOATHOCTEH Noka3aHo Ha Ookcruiorax. Ha
JAarpaMMe II0OKa3aHbl MEAWAHbl 3HAUYCHUM, HWKHUM MW BEPXHUW KBApTWUIIH,

MHWHHUMAJIBHOC U MAaKCHUMAJIbHOC 3HAUYCHUC BBI60pKI/I.
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Pucynok 4. 3aBUCUMOCTb TSKECTU JUCTOHUU OT cTeneHu reHepanuzamnuu (BFMRS)

Onenka mokasarenei 1mkanel TWSTRS (Toronto Western Spasmodic
Torticollis Scale) mo 2-m pasnmenam (TSDKECTh M MHBAJIWAM3AIMA) TakXKe IOKa3aia
yBEIMYEHHE Oalljia M0 TPaJMeHTy OT (POoKaIbHBIX (POPM K TeHepaan3oBaHHBIM. [Ipu
OIICHKE mapaMeTpa “TsSkecTh Yy mauueHToB c¢ /] cpemHsas ouenka cocraBuina 29,1
[22,0; 33,00]; pasnuuusi 1Mo ATOMY pas3aeny ObLIM MHUHUMAJIBHBI B TPYyIIax, Te
IEpBUKAJIbHA BOBJICYEHHOCTh ObLIa OAHUM W3 KOMIIOHEHTOB CETMEHTapHOTO
runepkunesa (18,5 [16,0; 20,0]) unu O6bU1a €AUHCTBEHHBIM CUMIITOMOM ((OKaJIbHbIC
dopmer - IJ]) (19,0 [15,0; 23;0] (Pucynok 5). ComoctaBuMbIC TEHACHIIMHM TaKKe
BBISIBJICHBI JIJIs MapaMmeTpa “WHBAIMAM3ALUS’, TAE paclpeicsieHue 3HaAYeHUM ObLIO
cnenyrommm: [J1 — 22,5 [18,0; 28,0], C1 — 12,0 [9,0; 17,0], 11 — 13,0 [10,0; 19,0]

(p<0.05, xputepuit Kpackenna-Yomnuca) (PucyHok 6).
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Pucynoxk 5. 3aBUCHMOCTh TSXKECTH JUCTOHMM OT CTENEHH TIE€HEPpAIU3AUU
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Pucynok 6. 3aBucuMOCTh MHBANIUIM3AIMU OT cTenenu renepanuzanuu (TWSTRS)
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[lomapubie cpaBHEHUS HACJIEICTBEHHBIX (HOPM TUCTOHUU MEXAy co0oil U ¢
IPYNIION  KOHTPOJISI ~ AEMOHCTPUPYIOT — CIHEAYIOIIME  3aKOHOMEpPHOCTH.  Tak,
OIICHUBAEMbI TapamMeTp CyMMapHON OIEHKU aucTtoHuu 1o mkaie BFMRS Obin
Boiie B rpymnmne cpaBHeHus “DYTI+ u DYTS5+” (Tabauma 8) (p<0.05, xpurepmii
ManHa-YuTHH) B KOTOPOM TakKe OTMEUaIMCh HanboJiee HU3KKUEe 3HaUYeHUs OAJIJIOB IO
cieyromuM mokazarensim  KOK: porneBoe  (yHKuMOHMpOBaHHE, OOYCIOBICHHOE
bu3MYeCKUM COCTOSIHUEM (BIMSHUE (DU3UYECKOTO COCTOSIHUSI Ha IOBCEIHEBHYIO
POJIEBYIO JESTENBHOCTh — PabOTy W BBINOJIHEHUE IOBCEAHEBHBIX OOS3aHHOCTEM;
HU3KME T[I0Ka3aTelid MO ATOM MOAIIKANe YyKa3blBaJld HAa TO, 4YTO IOBCEIHEBHAS
JESTEIbHOCTh MallMeHTa CYIECTBEHHO OTpaHUuYeHa €ro (PU3NYECKUM COCTOSIHUEM) U
00J1b (OIIEHKa UTHTEHCUBHOCTU OOJIM U €€ BIUSHUSA Ha CIIOCOOHOCTh K IMOBCEIHEBHON
NEeSATEIbHOCTBIO, B TOM YHUCJE - padoTy MO IOMY U BHE JIOMa; HU3KHE MOKAa3aTeNH IO
ATOW MOAIIKAJNE YKa3bIBAIOT HA 3HAYUTENIbHOE OrpaHUYeHHE OOJIEBBIM CHUHAPOMOM
aKTUBHOCTU TanueHrta). Creayer Takke 0oOpaTuTh 0cO00€ BHHUMAHHWE HA HAIMYKE
CTaTUCTHYECKHU JOCTOBEpHBIX pazinnunii B KK mo BceM orieHrBaeMbIM acriekTam (Jsist
rpynnsl “DYT1+ u Kontpons™) (Tabnuma 9) m mocroBepHOE paziuyue B TPYIIIe
“DYT5+ u Kourponp” (Tabmuua 10) numb mno mnapamerpy PO® (poneBoe
(GYHKITMOHUPOBAaHUE, OOYCIOBJIEHHOE SMOIIMOHAIBHBIM COCTOSHUEM; OIIEHHBAJIACh
CTENEHb, B KOTOPO 3MOLMOHATBLHOE COCTOSIHUE MEIIAET BBITOJIHEHUIO PabOThl WK
JPyrod TOBCEIHEBHON MAEATEIBHOCTH — BKJIIOYAs OOJBIIME 3aTpaTbl BpPEMEHH,
yMEHbIIIEHuEe 00beMa MpojeTaHHONW paboThl, CHUKEHHE €€ KauecTBa W T.II.; HU3KUE
MoKa3zareau Mo HTOW TNOJUIKAJIe MHTEPIPETUPOBATUCH KaK OrpaHUYEHUS B
BBITIOJTHEHUU MOBCETHEBHOMN paboTHI, 00yCIJIOBJICHHbBIE YXyALIEHHEM
sMoLMOHaNIbHOTO cocTtosiHus) (p<0.05, xputepuit Manna-Yutau). Ilocneanee
CBSI3aHO TJIaBHBIM O0Opa3oM C MHOTOJETHUM, XPOHUYECKUM TeueHueM aoda-
3aBUCUMOM JWCTOHMHM Ha TMPOTSHKEHUM BCEHM KU3HU MAllUEHTOB, YTO HE BBI3BIBAJIO
BBIPA)KEHHOM HWHBaMIU3alMM, oAHako Biausio Ha KK B cuiny sMouuoHanibHO-
ah(HEeKTUBHBIX HAPYIICHUHN y MAIMEHTOB 3a CUET “HEM3ICUUMOCTH 3a00JICBaHUS U

H€O6XOI[I/IMOCTI/I IMO)KU3HCHHOI'O, CTPOIoro CJICaAoOBaHUsA CXCMC IIpUCMa IPCIiaparoB



62

JeBooMbl. VIMEHHO B rpymnme nanueHToB ¢ 10¢a-3aBUCHMOI JUCTOHHEH OTMeuaach
HauOosee CTOMKas MPUBEPKEHHOCTb IPOBOAMMOMY JIEUEHHMIO (€XKEIHEBHBIN
MEPOPAIbHBIM  MpPUEM TMPENaparoB  JEBOMAOIBI), YTO OOBSICHAETCS CTOMKOU
KOMITEHCAIIUEH MMEIOIIErocs HEBPOJIOTHUECKOoro aeduiura Ha (OHE Tepanuu u
OLLLYTUMOW pa3HMIIEW B HEBPOJIOTUYECKOM CTATyCE IMALIMEHTOB C JICYEHEM U BHE €TO.

Ta6auna 8. [lonapubie cpaBHenust DYT1+u DY T5+

HADS HADS
BFMRS F-36 - P®® | F-36-b | F-36 - C® | F-36 - PO® | F-36-M3
Tpesora Aenpeccus

Mann-Whitney U 17.000 83.500 60.000 23.500 23.500 55.000 86.500 49.000
Wilcoxon W 45.000 111.500 88.000 374.500 | 374.500 [ 406.000 114.500 400.000
z -3.118 -.334 -1.371 -2.973 -2.973 -1.586 -.198 -1.850
Asymp. Sig. (2- 064

.002 739 170 .003 .003 113 .843 :
tailed)
Exact Sig. [2*(1-

.001 747 .183 .002 .002 .120 .846 .067
tailed Sig.)]

KonnuectBennsle nannelie. Kpurepnii Manna-Yutau
P<0.05: rpynmsl AOCTOBEPHO pa3IHyaIuCh
P>0.05: nocToBepHBIX pa3Inyuil MEXAY TPYNIIaMU HET

Ta6auua 9. llonapusie cpaBHenus DY T1+ 1 u rpynnbl KOHTPOJIs

TWSTR TWSTRS
HADS HADS F-36 - F-36 - F-36 -
BFMRS S VHBanuau- F-36 -b F-36 - N3
TpeBsora aenpeccus P®® Co P3®
TSHKECTb 3aums
Mann-Whitney U 45.500 | 133.000 139.000 152.500 142.000 69.500 17.000 | 136.000 146.000 125.000
Wilcoxon W 255.500 | 343.000 349.000 362.500 352.000 420.500 | 368.000 | 487.000 497.000 476.000
z -4.495 -2.371 -2.222 -2.405 -2.636 -4.222 -5.385 -2.748 -2.526 -2.992
Asymp. Sig. (2-
.000 .018 .026 .016 .008 .000 .000 .006 .012 .003
tailed)

KonnuectBennblie nannsle. Kpurepuiit Manna-YutHu
P<0.05: rpynmsl 10CTOBEPHO pa3iIvyaInCh

P>0.05: nocToBepHBIX pa3nuuuil MEKIY IpyNIIaMH HET
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Ta6auna 10. Ilonapubie cpaBHennst DY TS5+ u u rpynnbl KOHTPOJIst

HADS HADS F-36 - F-36 - F-36 -
BFMRS F-36-b F-36 - M3
TpeBora aenpeccusi Po® Co P3®
Mann-Whitney U 69.500 44.500 65.500 64.500 38.000 57.500 14.000 59.500
Wilcoxon W 97.500 254.500 275.500 92.500 66.000 85.500 42.000 269.500
Zz -.028 -1.429 -.252 -.304 -1.772 -.692 -3.099 -.581
Asymp. Sig. (2-tailed) 978 153 .801 761 .076 489 .002 -561
Exact Sig. [2*(1-tailed
.978 .162 .808 .766 .081 .498 .001 570
Sig.)]

KonuuectBennsie nanuwie. Kpurepuit Manna-YutHu
P<0.05: rpymibl 10CTOBEPHO pa3inyaincCh

P>0.05: nocroBepHBIX pa3nuuuil MEXIy IpyNIaMHu HET

Baxknoit cocrapisronieit onenku KK manueHToB ¢ JUCTOHUEH SIBISIICS aHAIU3
TPEBOXKHO-ICTIPECCHBHOTO CHHJIPOMAa M €T0 CBS3M C JPYTHMHU XapaKTEPUCTHKAMH
Oone3nu. VYpoBeHb TpeBorm U jenpeccun 1o 1mkaie HADS wHapactan ot
CYOKJIMHUYECKH BBIpOKEHHBIX mposBieHui (8-10 OamioB) k kiauHuyeckuMm (11
OaJIJIOB M BBIILE), TAKXKE KOPPEIHUPYS CO CTENEHbIO AaHATOMUYECKONW BOBJIEUEHHOCTH:
st pynmsl [J[ ypoBens TpeBoru coctaBun 12 [11; 13] (Pucynok 7), ypoBeHb
nenpeccun — 14 [11; 17] (Pucynok 8); coorBerctBenHo, 11 rpymmsl CJI — 10 [8;
11]u9 [7; 11], mosa L — 9 [8; 10] u 8 [7; 9] (p<0.05, xpurepuit ManHa-YuTHm).
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PucyHok 7. 3aBUCUMOCTB YPOBHS TPEBOTH OT CTENICHU T€HEPATU3alUN TUCTOHUN
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PucyHnoxk 8. 3aBUcCUMOCTb YPOBHS JICIPECCUM OT CTENEHHU IT'eHEpATU3allid TUCTOHUHU

KagectBo  ’kuM3HHM  OOJIbHBIX  COBOKYMHO  (BKJIIOYasi  COIMAJbHBIE U
MICUXOJIOTHYECKUE HaAPYIIEHUsI) OLEHUBAIOCHh MO omnpocHukKy SF-36. OmnpocHuk

oTpaxxact 06mee 6J'IaFOHOJIy‘-II/IC N CTCIICHb YAOBJICTBOPCHHOCTH TCMH CTOPOHAMH
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KU3HEJIEATEIbHOCTH OIPAIIMBAEMOr0, Ha KOTOPBIE BIUSET COCTOSIHUE 310pOBbs. SF-
36 HacuuthiBaeT 36 BONPOCOB, CIPYNIUPOBAHHBIX B BOCEMb IIKaI: (PU3UUYECKOE
(GYHKUMOHUPOBAaHUE, POJEBasi AESATENbHOCTb, TeJecHas O00Jib, 0OIIee 310pOBbE,
KU3HECIIOCOOHOCTh, COLMAIbHOE (DYHKIIMOHUPOBAHKUE, SMOLMOHAIBHOE COCTOSHUE U
ncuxudeckoe 310poBbe. [lokazaTenn KakIol IIKaidbl COCTaBICHBI TaKUM 00pa3oM,
YyTO 4YeM Bbllle 3HaueHue mnokazarenss (ot 0 mo 100), Tem Jydmie oOIEHKa IO
u30panHoil mkane. M3 HUX (OpMHUPYIOT [Ba MapamMeTpa: IMCUXOJOTUYECKUN u
(bu3YEeCKU KOMITOHEHTHI 37I0POBbSI.

[lo Mepe HapacTaHusi CTENEHUM TEHEpPAIU3ALMHU JUCTOHUM OTMEYaJoCh
COOTBETCTBEHHO YXYJALIECHUE KIMHUYECKUX MPOSIBICHUI, YTO OTPAKAIOCH B TKECTU
3a00JI€BaHMs U €T0 BIUSHUM Ha KaueCTBO ku3HU nanueHTa (Pucynku 9, 10). Ananus
XapaKTepUCTUK CBsI3aHHOTO co 3a0poBbeM KOK (mkana SF-36) mokaszan Hamuuue
CTaTUCTUYECKOM TEHICHIIMM OTHOCUTENIbHO Oojiee BbICOKMX oueHOK [IK3 u ®K3 y
OOJBHBIX C MO3AHUM HAYaJIOM JUCTOHMH. J[JI1 ICUXMYECKOrO KOMIIOHEHTA 3/10POBbSI:
[ — 57,18 [56,45; 58,26], CII — 62,26 [58,65; 64,68], LI — 63,28 [60,12; 65,02];
Uit pu3uUIecKoro KommoHeHTta 3mopoBws: IJ] — 46,02 [45,25; 46,78], CI — 45,56
[42,94; 47,17], IO — 45,36 [43,98; 46,97]; (p<0.05, xpurepuit Kpackenna-

Yomnnuca).
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KOK: neMxu4eckMii KOMNOHEHT 340pPOBbA

Pucynox 9. 3aBucumocts I1K3 ot cTenenu renepanuzanuu JUCTOHUN
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Pucynok 10. 3aBucumocts ®K3 0T cTeneHun reuepainzalni JMCTOHUN
BMecrte ¢ cyMmMapHOW OLIEHKOW MHTETPATUBHBIX IMTOKA3aTENEH IICUXUYECKOTO U
dbu3myeckoro kommoHeHToB KOK, aeTanmpHBI aHamM3 CTAaTUCTHYECKHW 3HAUYMMOM
3aBUCUMOCTH 0alIOB OT KJIMHUYECKHX MPOSBICHUM ObLI BBIBEJAEH ISl KKIOW W3

IKaj OTAebHO. ['padku MOCTPOEHBI TOJBKO JJISI TEX MAapPaMETPOB, IO KOTOPHIM TIPH
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HCCIICIOBAHNU KPUTCPHUEM KpaCKeJ'IJIa-VOJIJ'H/Ica MMOJIYUIHJIMCh NOCTOBCPHBIC PA3JININA

MEXIy TpEMs IpymHamu.
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Pucynok 11. BiusHue cTenenn renepain3anuu JUCTOHUU Ha PO

PoneBoe  ¢dusmueckoe  pynkumonupoanue (PO®D) -  mokazarens,
JIEMOHCTPHUPYIOIIHI poJb (br3UIeCKUX pobemM B OTpaHUYECHUU
KU3BHENICATCTLHOCTH, OTpPakaeT CTEMEeHb, B KOTOPOW 3I0pPOBbE JIMMHTHPYET
BBITIOJTHCHUE OOBIYHOMN JEATEIBLHOCTH, T.€. XapaKTepHU3yeT CTENeHb OrpaHuYSHUS
BBITIOJTHEHHUST pa0O0THI WIIM TIOBCETHEBHBIX O0S3aHHOCTEH TEMH MPOOJIeMaMu, KOTOPHIS
CBsI3aHBI CO 37I0POBBEM: UEM BHIIIE IMOKa3aTeIb, TEM MEHBIIIE, TTI0 MHCHHUIO TAIUCHTA,
poOJIEMBI CO 3I0POBbEM OTPAHMUYMBAIOT €r0 MOBCEAHEBHYIO JCSITEIbHOCTh. Huskue
MoKazareau II0 J3TOM IKajle CBUACTEIBCTBYIOT O TOM, UTO ITOBCEIHEBHAS
NeSATeTLHOCTh CYIIECTBEHHO OTpaHWYeHa (PU3MUECKUM COCTOSHHEM 310poBbsi. Ha
Pucynke 11 moka3zana 3aBucuMocth PO® OT cTeneHW TeHepaau3alud JTUCTOHUU:
HaIVISAHO OTPaKCHO BO3pacTaHWE 3HAYCHWE M, Kak ciencTBue, Oomnee Bbicokoe KK
0 Mepe yMeHblleHusi creneHu renepamuzamuu (LI - 72,56 [71,98; 72,98], CH -
76,06 [73,38; 76,94], IIJIT — 76,11 [75,38; 77,09], p<0.05, xpurepuii Kpackemna-
Yomnuca). IMlupokuii nuamazon 3HaueHuit POD® mnpu CI] koppenupyer c

BapraleIbHOCTHI0O AHATOMUYECKOW BOBJIEUYEHHOCTH MpPU OSTOW (PopMe AUCTOHHH.
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Od4eBuHO, YTO MHUHUMAJbHAs CTEMEeHb TeHepanm3anuu ((okambHas Gdopma)

XaAPAKTCPpU3YCTCA HanOoJIee BEICOKHUM ITOKa3aTeIeM OLOCHUBACMOI'O ITapaMcTpa.
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Pucynok 12. BiausiHue crenenu reHepanu3anny 1uctonny Ha b

[kana 6omu (UbB) oreHnMBaeT MHTEHCHMBHOCTH OOJIEBOTO CHHApPOMAa U €T0
BJIMSIHME Ha CIOCOOHOCTh K HOPMAJIbHOM JIEATEIbHOCTH, BKJII0Yasi paboTy MO AOMY U
BHE €ro B TEUEHUE MOCJIEAHEr0 MeCsIa: YEM BBIIIE MOKAa3aTesib, TEM MEHbBIIE, IO
MHEHHUIO TaIMeHTa, OO0JIEBBIX ONIYIIEHUN OH MCHBIThIBAJI. Huskue 3HaYeHUS IIKaJIbI
CBUJICTEJILCTBYIOT O TOM, 4YTO OOJIb 3HAYUTENbHO OTPAaHUYMBACT (PUIHUECKYIO
akTUBHOCTh manueHTta. Ha Pucynke 12 BuaHo, yto mauueHThl ¢ I[J] 3Ha4MTENbHO
MEHBIIIE HCIBITHIBATN CBSI3aHHBIE CO CBOUM 3a00J€BaHHEM OOJIEBBIC OIIYIICHUS,
Hexxenu nanueHTsl ¢ '], uto oTpaxkanoch B 6osee Boicokoi orenke umu KK (I -
59,76 [58,86; 59,96], C]I - 59,88 [58,79; 60,87], LI/ — 63,08 [60,11; 65,12], p<0.05,

kputepuii Kpackemna-Yosnuca).
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F-36 - K

Pucynok 13. BiausiHue crenenu reHepanu3anuy TMCTOHUH Ha JKA

XKuznennas aktuBHOCTH (JKA) moapasymeBaeT OLEHKY OLIYIICHHs MalieHTOM
ce0sl MOJHBIM cuil W SHeprud. Huskue Oajmibl OTpakarOT CTENEHb YTOMJIEHUS
UCCJIEYEMBIX, CHIJKEHUU MX JKU3HEHHOW aKTHBHOCTH. CTaTMCTUYECKH JOCTOBEPHO
Oosiee HM3KME IOKa3aTesid 3TOro napamerpa y nanueHToB ¢ [J oTpaxkaror Oosee
Hu3koe 3HadeHue [1K3 mpu BbIcOKOM cTeneHu reHepanu3auuu AuctoHuu (PucyHok
13) (T - 53,21 [52,57; 54,27], CH - 55,92 [54,76; 57,39], LI — 56,46 [55,47;
57,92], p<0.05, xputepuii Kpackemia-Yomiuca).
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Pucynox 14. BiusiHue creneHu renepanu3anuy 1ucTonuu Ha CO

[kana couuaneHoro (¢QyHkuuonuposanuss — (CP) — ouneHUBaAET
VIAOBIIETBOPEHHOCTh IMAIIMCHTOB yPOBHEM WX COIMAJIBHOW AKTHMBHOCTH (BKITFOYAS
oOlieHue, MPOBEACHUE BPEMEHH C JIPY3bsIMU, CEMbEU, COCEISIMHU, B KOJUIEKTHBE) U
JIEMOHCTPHUPYET CTENEeHb, B KOTOPOH (pru3mueckoe WM SMOIMOHAIBLHOE COCTOSTHHE
MalMeHTa WX OrPAaHWYMBAET: YEeM BBIIIE IOKa3arejlb, TEM BBIIIE COLUATbHAS
aKTUBHOCTH 3a mocienuue 4 Henenu. Huskue 6ayibl COOTHOCSATCS CO 3HAYUTEIIBHBIM
OTPaHUYCHHEM COIMAJTBHBIX KOHTAKTOB, CHIDKEHHWEM YpPOBHS OOIICHHS B CBSI3U C
yxyamieauem 310poBbs. [lammentst ¢ GokanbabiMu  (IJ]) 1 cermentapuabivu (CJI)
dbopMamMu TUCTOHWUM B IIEJIOM OoJiee BBICOKO OIICHMBAIOT CBOKO COIHMAIBHYIO
aJIaNTaIuio, 4T0 JEMOHCTPUPYET Pa3pbIB MEKIY COOTBETCTBYIOIIMMH IMOKA3aTEIISIMU
y Hux u y nanuentoB ¢ I'J[ (Pucynok 14) (Tl - 66,17 [65,69; 67,24], CII - 67,87
[67,36; 68,51], LIJI — 68,37 [67,35; 69,11], p<0.05, kpurepuii Kpackemna-Yosuca).



71

85.00-

80.00-

F-36 - P3O

75.00 T

70.00 T T T
ra cA ug

KnuHnka

Pucynok 15. BausiHue crenenu reHepain3anny TMcToHnd Ha PO
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Pucynok 16. Bausinue crenenu reHepann3anny 1McToHuy Ha [13

Poneroe smonmonaneHoe (yHKIMOHMpoBaHUEe — (PO®D) - nemoHCTpupyeT

OIICHKY CTCIICHU, B KOTOpOﬁ OMOINUOHAJIBHOC COCTOAHHUC HAPYyIIACT BBIITOJIHCHUC
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palboThl WK APYroi 0ObIYHOM MOBCETHEBHOM 1E€ATEIBHOCTH, B TOM YHUCIIE - OONbIINE
3aTpaTbl BPEMEHU Ha MX BBIIIOJIHEHHE, YMEHbBIICHHE 00beMa CIeIaHHOW paboThl,
CHIDKEHHE €€ KadeCTBa: YeM BBIIIE II0Ka3arTellb, TEM MEHbBIIE SMOLMOHAIBHOE
COCTOSIHUE OTPAaHMYMBAECT ITOBCEIHEBHYI0 AaKTUBHOCTH nanueHrta. Ha Pucynke 15
MTOKa3aHbl CYIIECTBEHHBIE PA3INYMS 110 3TOMY KPUTEPUIO Mexk 1y manueHtamu ¢ [']] ¢
ofgHoM croponsl u nanuentamu ¢ C/{ u LI/ — c npyroii: cymmapssiii 0amn no PO®
ObLT onryTrMoO HUXke y nanueHToB ¢ '] (73,08 [72,56; 74,01]), uto xapakTepr30Bajio
Oosblliee BIUSHUE SMOLMOHANBHBIX NposiBieHuid Ha KK y HHUX 1o cpaBHEHMIO €
rpynmamu C/I (74,64 [73,77; 77,83]) u LI (78,36 [77,17; 80,25]) (p<0.05, xpurepmii
Kpackenna-Yomnuca).

[Tcuxonoruueckoe 310poBbe — (I13) — xapakrepusyeT HaCTpoeHUE, HATUIUE
JENPECCUU, TPEBOTU, OILIEHUBAET OOILIMI MOKA3aTelb MOJIOKHUTEIbHBIX 3MoUui. Yem
BbIIlIE JaHHBIA NapaMerp, TeM OoJbllee BpeMs IAlMEHThl YyBCTBOBAJIM CeOs
CHIOKOMHBIMH, YMHPOTBOPEHHBIMH B TEUYEHHE TNocieaHero wecsua. Hwuskue
IIOKA3aTeau CBS3aHbl C HAJIWYUEM JICIPECCUBHBIX, TPEBOXKHBIX COCTOSHMI,
ncuxojoruyeckuM HeOnarononyuueM. llponemoHcTpupoBanHbie Ha Pucynke 16
pasinunsgs 1o gaHHoMmy acniekty KOK  kxoppenupyror ¢ paHee onuMcaHHOU
3aBUCUMOCTBIO YPOBHSI TPEBOTH U JIETIPECCHM OT CTEIEHU T'€HEpaIu3aluy JUCTOHUN
(Pucynku 7 u 8). Tak, maruentsl ¢ /] olleHHBaIOT CBOE MCUXOJIOTMYECKOE 3I0POBLE
Kak Oojee HU3Koe, B TO Bpems kak B rpymnmnax CJI u [I/] e Tonbko orMeuaeTcs 6oee
BBICOKMIM CyMMapHbI Oamjl, HO W MHHMMaJbHbl BHYTPEHHUE pa3iuuus IO
ounennBaemomy mnapamerpy (I'J1 — 57,18 [56,45; 58,26], CII — 62,26 [58,65; 64,68],
IJI — 63,28 [60,12; 65,02]) (p<0.05, xputepuit Kpackemna-Yosauca).

MHnozoghaxmophulii KO6apuayuoOHHbLI AHAU3
MHuorodakTopHbIN aHAIN3 TTO3BOJISET MPOBEPUTH BIUSIHUE HECKOJIBKUX (DAKTOPOB Ha
3aBUCUMYIO TI€PEMEHHYI0. [l OLIEHKM MEXIPYIIOBOTO PAaBEHCTBA JUCIEPCUU
3aBUCUMOM TIEPEMEHHOW HCHOJIB30BAJICS KpUTEpHi JIMBHUHS, YPOBEHb 3HAYUMOCTHU

npuHuMaiicst paBHbIM 0.1. YpoBeHb 3HAUMMOCTH CXOJUMOCTb MOJIENIA U BXOASIIUX B
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HEe He3aBUCHUMBIX (aKTOpoB U  KoBapuar mnpuHumaincs pasBabiM  (.05.

Hcnonp30BaHHBIA ~ METOJ IOMOI  ONpEAEHuTh (HAaKTOpbl, MOAUPUIUPYIOIIHE
KIMHUYECKYI0 KapTHHY M Te4eHue 3aboineBaHus (OleHeHHbIe Mo mkaaam BFMRS,
TWSTRS, F-36): ncuxosMolMOHAIbHOE COCTOSHHE U JIEPECCHs] OKa3bIBAIOT
CYLIECTBEHHOE BIMSHHUE Ha CBA3aHHOE cO 310poBbeM KOK.

Taoauua 11. 3aBHCHMOCTH THKECTH IMCTOHUHU OT KJIMHUKHA U TJIUTEJIHLHOCTH
3200/1eBaHUS

Kputepnn mexrpynnosbix 9pdeKTos

3aBucumas nepemeHHas: BFMRS

Cymma .
CpenHun
KBagpaToB TVNa CT.CB. F 3Hau.
KBagpat
McTOuHUK Il
CkoppeKTMpoBaHHas
2844.9752 7 406.425 32.301 .000
mMozaenb
CB0OOAHbIN YneH 1605.987 1 1605.987 127.637 .000
Mon 270 1 270 .021 884
KnuHuka 1141.444 2 570.722 45.358 .000
HADS-genpeccus 8.793 1 8.793 .699 408
HADS-TpeBora 27.508 1 27.508 2.186 147
OnntenbHOCTb 182.804 1 182.804 14.528 .000
BospacTt Hayana 25.917 1 25.917 2.060 159
Ownbka 528.465 42 12.582
Bcero 58087.760 50
CKOppEeKTMPOBaHHBIN UTOT 3373.440 49

a. R-kBagpat = .843 (CkoppekTupoBaHHbIn R-kBagpar = .817)

CymmapHasi OLIEHKa BBIPQXKCHHOCTH JHCTOHUM, XApaKTEPU3YIOLIAs TSKECTh
KJIIMHUYECKUX TPOSIBICHUM OO0JIe3HU, KOpeuMpoBaja C KIMHUKOW 3a00JjeBaHUs

(olleHMBanach B TMEPBYIO Ouepelb CTEINEeHb TIEHepalu3alud JAUCTOHHU) U €ro
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nutenbHOCThIO (Tabmmma 11). bonee Bricokmii cymmapHsbiit 6ai o mkaie BFMRS
COOTHECEH C OOJIbIIIEH NUTEIBHOCTHIO 3a00IeBaHus (BHE 3aBUCUMOCTH OT BO3pacTa

ne0roTa)

Taoauna 12. 3aBucumoctsb TskecTH 1L 0T KIMHUKY U JJIMTEJIBbHOCTH

3a00./1eBaHus
Kputepuun mexrpynnosbix 3¢eKkTos
3aBucumas nepemerHasn: TWSTRS TtaxecTb
Cymma
CpenHun
KBagpaToB Tuna CT.CB. F 3Hau.
KBagpat
MCTOYHMK ]
CKkoppeKTMpoBaHHasi
1014.8442 8 126.855 21.182 .000
Mozaenb
CB0OOAHbIN YneH 348.739 1 348.739 58.231 .000
Mon 5.920 1 5.920 989 327
KnnHuka 212.390 2 106.195 17.732 .000
HADSpenpeccus 7.609 1 7.609 1.271 .268
HADSTpeBora .789 1 789 132 719
OnntenbHOCTb 46.315 1 46.315 7.733 .009
BospatHavana 4.211 1 4.211 .703 .408
FEHOTUM 5.972 1 5.972 997 325
Ownbka 203.621 34 5.989
Bcero 22830.000 43
CKOppEeKTUPOBaHHbIA UTOT 1218.465 42

a. R-ksagpar = .833 (CkoppekTnpoBaHHbIi R-kBagpat = .794)

OTMeueHHaAsT BBIIIE JIA  AUCTOHMHM B LOCJIOM 3aBHUCHMOCTB TAXKCCTH
3a00/1eBaHNs OT KJIMHHYECKHX HpOHBJ’IeHI/Iﬁ n OT MJINTCIIBHOCTH camMoii 0oye3HHU

MOJKET OBITH OKCTpalojJrupoBaHa U HAa KOHKPETHBIC q)OpMBI JUCTOHHH, B HaCTHOCTH,
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Ha [IJI (Ta6bmuma 12). Ilokazarens Ttsoxkectn auctonnu mo tmkane TWSTRS
XapaKTepU3yeTCsl JOCTOBEPHOM 3aBUCUMOCTBIO OT KIIMHUKU 3a00s1eBaHusl (MMEEeTCs B
Buay BapuaHT I[/[ B 3aBUCHMMOCTHM OT KOJIMYECTBA BOBJCUYEHHBIX B THUIIEPKUHE3
MBI POTAlMsl, JATEPOKOJUIMC, AaHTEPO/PETPOKOJUINC, JIaTEPATbHBIM MIHT,
CarMTTAIbHBIN MIU(T) U €ro JIUTENbHOCTH (TaKXKe HEe3aBUCUMO OT Bo3pacTa Jie0roTa

3a00J1eBaHuUs ).

Taoauna 13. 3aBUCHMOCTD CTe€NeHH HHBAJMAN3ANUN OT KJIAMHUKHA 11J]

Kputepuun mexrpynnosbix a¢eKkTos
3aBucumas nepemerHas: TWSTRS mHBanuaunsaums
Cymma
CpegHun
KBagpaToB Tvna CT.CB. F 3Hau.
KBagpat
McTOuHUK ]
CkoppeKkTMpoBaHHas
951.3222 7 135.903 15.276 .000

mopenb
CB0OOAHBLIN YneH 158.010 1 158.010 17.761 .000
Mon .928 1 928 104 749
KnnHuka 269.681 2 134.840 15.157 .000
HADS-genpeccus .076 1 .076 .009 927
HADS-TpeBora 2.177 1 2.177 245 624
OnuTenbHOCTL 34.290 1 34.290 3.854 .058
BospacT Hauana 9.951 1 9.951 1.119 297
Owwnbka 311.376 35 8.896
Bcero 12920.000 43
CKOpPPEKTMPOBAHHbIN UTOT 1262.698 42

a. R-kBagpat = .753 (CkoppekTupoBaHHbIn R-kBagpar = .704)

Oco0eHHO Ba)KHBIM MPEICTABISAETCS, UTO CTENEHb MHBAIMIN3ALIMY TAIIUEHTOB,
TaKXke OleHeHHas B paMkax mkaibl TWSTRS, B mepByro odepenb 3aBUCHT OT

KIMHAYECKUX  TposineHudd  3aboneBanus  (Tabmuma 13). Tak, cremneHb
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HHBAJIMAU3AUHN IIPAMO IMPOINOPHHUOHAJIBHO KOJIMYCCTBY BOBJIICHCHHBIX B T'HIICPKHUHC3
MBIIIII. y6CI[I/IT€JILHI>IX JaHHBIX O BJIMAHHMHN Ha HCC JAPYIHUX XAPAKTCPHCTHK OoJie3Hn
(TaKI/IX KaK JIATCIIBHOCTb, BO3pPaACT I[GGIOTa WM TII0JIOBasA TIPHHAAJICKHOCTD

MaIMeHTa) Moy4YeHo He OBLIO.

Ta6auna 14. 3apucumocts PK3 0T KIMHUKHU ¥ BO3pacTa HAYAJIa TUCTOHUMN

Kputepuun mexrpynnoBbix 3¢pgeKkToB
3aBucumas nepemerHas: KXK: donanyeckuii KOMNOHEHT 340POBbA
Cymma
CpenHun
KBagpaToB Tuna CT.CB. F 3Hau.
KBagpat
McTouHUK 1]
CKkoppeKTMpoBaHHasi
11.2652 7 1.609 2.623 .023

mopenb
CB0OOAHbIN YneH 1852.246 1 1852.246 3019.572 .000
Mon 862 1 862 1.405 242
KnnHuka 4.542 2 2.271 3.702 .032
HADSpenpeccus 1.072 1 1.072 1.747 193
HADSTpeBora 779 1 779 1.269 .266
OnutenbHOCTb .848 1 .848 1.382 246
BospacTt Hayana 3.837 1 3.837 6.255 .016
Owmnbka 27.604 45 .613
Bcero 100061.615 53
CKOpPPEKTMPOBAHHbIN UTOT 38.868 52

a. R-kBappart = .290 (CkoppekTpoBaHHbIi R-kBagpat = .179)

B onienke Gpuznueckoro KOMIIOHEHTA 3I0OPOBbS KaK OTHON U3 PE3yJIbTHUPYIOIINX
Ka4eCTBa JKU3HU CYIIECTBEHHYIO POJIb UTPAIOT TaKKe KIMHUYCCKHAE XapaKTePUCTUKU
O0one3Hu u Bo3pacT Hauvana (Tabmuma 14). BaxHbIM sIBIsieTCS YTOYHEHHE 00

Y6CI[I/ITCJ'ILHOM BJIMAHHUN UMCHHO BO3pacTa I[G6IOT& JUCTOHHNH, a HC €€ JIINTCIIBHOCTH.
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3TO CBSI3aHO C YCBOCHHEM MOTOPHBIX HAaBBIKOB M (HOPMHUPOBAHHWEM MATTEPHOB
JIBUTATEIbHONM AKTUBHOCTH MAllMEHTOB, HApyLIAIOIIMXCA NpPU paHHEM J1e0r0Te

0O0JIe3HMU.

Taoauna 15. 3aBucumocts I1K3 oT KIMHHKH ¥ ICHX0-9MOIHOHAJILHOTO

COCTOAHUA
Kputepuun mexrpynnoBbix 3¢pgeKkToB
3aBucumMasd nepemerHas: KX: ncMxnyeckmin KOMNOHEHT 300pOBbS
Cymma
CpenHun
KBagpaToB Tuna CT.CB. F 3Hau.
KBagpat
McTouHUK 1]
CKkoppeKTMpoBaHHasi
74.9202 9 8.324 10.151 .000

mopenb
CB0OOAHbIN YneH 1940.858 1 1940.858 2366.762 .000
Mon 021 1 021 .026 873
KnnHuka 34.680 2 17.340 21.145 .000
HADS-aenpeccys 3.252 1 3.252 3.965 .053
HADS-TpeBora 3.194 1 3.194 3.895 .055
OnutensHOCTb 2.489 1 2.489 3.035 .089
BospacT Hauana .033 1 .033 .040 842
FEHOTWM 4.591 2 2.295 2.799 072
Owwnbka 35.262 43 .820
Bcero 109991.357 53
CKOppEeKTUPOBaHHbIA UTOT 110.182 52

a. R-ksagpar = .680 (CkoppekTnpoBaHHbIi R-kBagpat = .613)

Bropas pesynsrupyromas KK — ncuxuuecknii KOMIIOHEHT 310poBbs. Kak
MOKa3aHO HaMH, 3TOT MHTETPaTHBHBIN MOKa3aresib 00yciaaBIuBaeTcs (M BO MHOTOM

dbopmMupyeTcs) He TOJIBKO KIMHUYECKUMU OCOOEHHOCTSIMU OOJIE3HH, HO M HAJIMYUEM
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Y CTENEHBIO BBIPAXKEHHOCTH TPEBOTH M JeNpeccuu (IpUYeM MPAKTHYECKU B PaBHOM

CTENEHU OOOMMHU YKa3aHHBIMHU ICHUXO-3MOIIMOHAILHBIMU HapyiuieHusmH) (Tabnuia

15).

Tabauua 16. 3aBUCHMOCTBH YPOBHA TPEBOTH OT KJINHUKHU IMCTOHUM

Kputepnn mexrpynnosbix apdeKkTos
3aBucumas nepemenHasn: HADS TpeBora
Cymma .
CpenHun
KBagpaToB Tvna CT.CB. F 3Hau.
KBagpar
McTOuHMK ]
CkoppeKkTMpoBaHHas
125.6152 8 15.702 5.431 .000
mopenb
CB0OOAHbLIN YneH 38.410 1 38.410 13.286 .001
Mon 881 1 881 305 585
KnunHuka 21.485 2 10.742 3.716 .035
OnutenbHOCTb 1.695 1 1.695 .586 449
BospacT Havana 2.127 1 2.127 736 397
TWSTRS-TaxeCTb 560 1 560 194 663
TWSTRS-nuBanuansaums .009 1 .009 .003 955
BFMRS 9.764 1 9.764 3.378 075
Owunbka 98.292 34 2.891
Bcero 4484.000 43
CKOpPPEKTMPOBAHHbIN UTOT 223.907 42

a. R-kBagpat = .561 (CkoppekTupoBaHHbIn R-kBagpar = .458)

B pa60Te HE OBLIO IMOJIYYCHO Y6GI[I/IT6J'IBHBIX JaHHBIX O BJIMSIHUHU HA YPOBCHb

TPEBOTH KaKUX-JIMOO UHBIX (PAKTOPOB, KpoMe KIMHUKU AucToHuu (Tabnuma 16).
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Tab6amuna 17. 3aBucumocTs ypoBHS aenpeccuu ot TskecT LT

Kputepuun mexrpynnoBbix 3¢eKkToB
3aBucumasn nepemenHasn: HADS genpeccus
Cymma
CpenHun
KBagpaToB TUna CT.CB. F 3Hau.
KBagpat
McTouHUK 1l
CkoppeKkTMpoBaHHas
361.7262 7 51.675 9.213 .000
MoAenb
CB0OOAHbLI YneH 211 1 211 .038 847
TWSTRS-Ts%ecTb 25.998 1 25.998 4,635 .038
TWSTRS-nuBanuansaums .007 1 .007 .001 972
BFMRS .088 1 .088 .016 901
BospacT Havana 1.059 1 1.059 .189 667
JnuTtenbHocTb 10.795 1 10.795 1.925 174
Mon 1.191 1 1.191 212 648
FEHOTMN 654 1 654 117 735
Ownbka 196.321 35 5.609
Bcero 5184.000 43
CKOpPEKTMPOBAHHBIN UTOT 558.047 42

a. R-kBagpat = .648 (CkoppekTupoBaHHbIn R-kBagpar = .578)

Cne;lyeT OTMCTUTb BaAXHOCTb ITOJIYYCHHBLIX JAHHBIX 00 OIIpCACIIAIOIIEM
BJIMSAHHNHN TAXKCCTU HepBHKaHBHOﬁ AUCTOHHUU Ha YPOBCHB JCIIPCCCHHU Yy ITAIIMCHTOB!:

YPOBCHL SMOIMOHAJIBHOTO 6J1arononyq1/1;1 MagueHTOB MW  HAJIWM4YUC Y HHUX

JIEMIPECCUBHBIX PACCTPONCTB BO MHOTOM 3aBUCHT OT KOCMETHYECKOro JedexTa,
dopmupyemMoro  (QoKaJbHBIM TUIEPKUHE30M U  OTPAHUUYMBAIOIIEM  YpPOBEHBb
COLIMAJIM3AIMU NTALMEHTOB U CTENEHb KOM(OPTa, UCIIBITHIBAEMOI0 MU B OBITY U MPU

BBINIOJIHEHUH TTpodeccuoHanbHbIX o0si3anHocTel (Tabmuua 17).
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I'naBa IV. OBCYXKJIEHUE

[Tonyyennsie B Haiiel paboTe AaHHBIC BBISBWIIM JIOCTOBEPHBIC PA3IUYUs T10
BO3pAacTy Hauaja, JIeMOHCTpUpys Haubosjee paHHHU Je0ioT 3a0oyeBaHUsS Yy
MAIMEHTOB C TeHepaJM30BaHHOW (GopMol mucToHWH. PaHHuN nebroT 3a0oeBaHUs
CTaTUCTHYECKHU 3HAUMMO KOPPETUPYET C HOCUTENHCTBOM MyTanuu B reHe DY T1 wiu
B TeHe noda-dyBCTBUTENBbHON muctonnun DYTS [172, 175, 177]. B nHamem
UCCJIeIOBaHNU Bce TeHepanu3oBaHHble (Gopmbl I1Jl xapakrepuszoBaiuch paHHUM
Ne0r0TOM: CpeHUM BO3pacT Hadana Oosie3Hu coctaBmsut 11 [8; 16] ner B rpymime
MalMeHTOB C MOHOreHHoW auctoHuer DYT1 (3Tor mokazarenb B IIEJIOM
COOTBETCTBYET OIPEACISIONIUM KPUTEPUSIM TOCTAHOBKMA JAHHOTO JHAarHo3a Ii0
Bressman, 2007 [25]; cpennuii Bo3pact aedtota 13 [5; 28] ner). B rpynmne ¢ YU/
CpeIHMI BO3pacT AebOroTa 3a0o0ieBaHus Takxke cocTapisia 11 [7; 12] net; 3Tu 1aHHBIC
TaK)Ke IMOATBEPKIAAIOT OOLICHPUHATOE MPEACTABICHHE 00 3TON HO30JIOTUU KaK O
3a00€BaHUM C JI€OIOTOM MPEUMYIIECTBEHHO B JIETCKOM (peke — MOAPOCTKOBOM)
BO3pacTe.

Yacrora BcTpedaemoctu DY T6-monoxkurensHoit ¢opmbl B 00CIIeI0BAaHHOM
Hamu rpymnme OonbHBIX HeBenuka (0,7%) [171], 4To comocTaBHMO C YacTOTOM
BCTPEUYAEMOCTH B Jpyrux nomymsanusx (Hemernkod — 1%, cepbckort — 1,8%,
opurtanckoit — 2,5%, nonsckoit — 4,2%) [48, 69, 80], kpome amepukaHckon (25%)
[27]. B xozne Haiiero mcciieioBaHusl HaMH BIIEPBBIC B POCCHUCKOW TOMYJISAIMN OblLiia
BBISBJICHA T€TEPO3UTOTHAsI MUCCEHC-MyTarus C.424A > G, p.T142A B xomupyroriei
obmactu 3 »5k3oHa reHa THAPI, u onucanbl QeHOTUNIHYECKHME OCOOEHHOCTU
BeI3BaHHOM eii [1J] [177]. XoTs oOHapykeHHass HAMU MyTallsl paHee OblIa OImUcaHa
KaK aCCOIIMMPOBaHHAas ¢ (DOKAIBLHOH JIApUHTCANbHOW TUCTOHUEH C ITO3THUM HavaioM,
B HamieM HaOmoneHnn (EHOTUIN JUCTOHUH XapaKTEPH30BAJICS H30JUPOBAHHBIM
dokansubiM TuTIepKuHE30oM (I1J[) 6e3 BoBIIEUEHUS MBI TOPTAaHW M TIOTKH, YTO
MOATBEPKIACT BbICKa3biBaBIIMecs paHee [21, 163] npeamnonoxkenus 00 OTCYyTCTBUU
KaKuX-THO0O OOJMTaTHBIX COOTBETCTBHM TEHOTHM-(EHOTUNT JJIi OTOU  (POPMBI

NepBUYHOM  aucTtoHMU. B ocrampHOM  (eHOTUNIMYECKHE  OCOOCHHOCTH
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HaAOJIOABIIIETOCS HAMH KIMHUYECKOTO cirydasi (mompoOHbIi pa3doop — Kiunuueckutl
npumep Nel) BHuchIBaIWChL B oOmenpuHsateie [16, 125] kputrepun MOCTaHOBKH
JMarHo3a ayToCOMHO-JIOMUHAHTHOH JIUCTOHHUY C paHHUM HavayioMm [177].

[lo Bo3pacTy nebrora 3aboneBaHus OBUIO TMOKa3aHO, YTO CIOPAIUYECKHE
(bOpMBI TUCTOHUU SIBIISIOTCS TTpeuMyIiecTBeHHO ¢GokanbHbiMU (L1[]), neGroTupyror B
3HAUUTEJIBHO OoJiee TMO3MHEM BO3pacTe U XapaKTePU3YIOTCS CTallMOHAPHBIM
TeUeHHEeM ¢ 0oJjice OIaronpUsATHBIM JeueOHbIM moTeHazoM [179]. Cratuctudeckuii
aHaJIM3 TO3BOJISIET YOENUThCSI B TOM, 4YTO TeHEpalM30BaHHbIE  (DOPMBI
UANONATUUECKOM  JUCTOHMU  XapakTepu3yloTcs  1e0lToM B paHHEM
(TpeuMyIIeCTBEHHO JASTCKOM) BO3pacTe, Hauboyee TSKEIbIM TeUeHHEM M Haubolee
BBIPKCHHBIMHU TIOKA3aTEISIMA COLIMATBFHON JI€3aJaNTallii U YXYAIICHUS KauecTBa
KU3HU BO BCEX MCCJENOBAaHHBIX T'pynmax MalueHToB. B xoxe mcciemoBanus ObLIO
MOKa3aHO, YTO MO MEpe HapacTaHWs CTENEHU IeHepan3alluu JUCTOHUU OTMEYAETCsI
COOTBETCTBEHHO YXYAIICHNE KIMHUUYECKHUX MPOSIBICHUH, YTO OTPaKAETCs B THKECTH
3a00JIEBaHMS M €T0 BIMSHUM HAa KA4ECTBO KM3HU MAIlMEHTA.

dokanbHbIe U CErMEHTapHble (OPMBI JAWCTOHUU  3aTParvuBalOT  JIUI]
TPYAOCIIOCOOHOTO BO3pacTa, YTO BEAET K BBICOKOM CTENEHW WHBAJIMAU3AINHA U
COLIMAJIBHOM Je3ajjanTaiui OOJbHBIX 3a CHYeT (POPMUPOBAHUS Y HUX BBIPAKEHHOTO
(GyHKIMOHANBHOTO JeexTa: (PyHKIMOHAIBHOM «CIEnoThl» npu Onedapocnaszme,
HapyIICHUNW pe4Yu, >KEeBaHMS M TIOTaHUS — TPU OPOMAHIUOYISAPHON W
dbapuHTeabHON TUCTOHUH, TOJI0CO00pa30BaHMsI — TIPHU JAPUHTEATLHON JTMCTOHUH,
yACp)KaHUS TOJIOBBI B TIPSIMOM TIOJIOKCHHUM — TIPU IICPBUKAJIBLHON JHCTOHUH,
HapYIICHUS TMChbMa — TPU TTUCYEM CIa3Me | T. 1.

W3BecTHO, 4YTO [Jempeccusi W TPEBOra SBISIFOTCS BBICOKOKOMOPOUTHBIMU
COCTOSIHHSIMH. Y TallMEHTOB C IMCTOHWEH BBISABIICHA MPsSMasi KOPPEISIIMOHHAS CBSI3b
Mexay mokazarensmu o mkanam HADS u SF-36 ¢ tsokecthio 3a0omeBanust u KK
nareHToB. OOBEeKTUBU3AIMS TPEBOKHO-JICTIPECCUBHBIX PACCTPONCTB TO3BOJISIET
00OCHOBaHHO TMOJIXOJUTh K BBIOOPY TEpanuu, BbBISBICHHE CYOKIMHHUYECKOM U

KJIMHUYECKOHN Jerpeccuul TpeOdyeT Ha3HAYeHUs aHTUICIPECCAHTOB M HAIIPaBIICHUS K
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cnermanuctam. [lpm anammze manapix o0 KJK OOnbHBIX OBLIIO BBIICHEHO, 4YTO
CHUKCHHE TMapaMeTpPOB JKU3HM HAOMIONANOCh KAk MO (U3MUYECKOMY, TaK U IO
IICUXOJIOTUYECKOMY ~ KOMIIOHEHTaM  310poBbs. CHIKEHHME MOKa3aTeled 1o
«conuansHoMy  (pyHKIOHHpoBaHUIO» (CD) 1meMOHCTPUPYET CYyXKEHHE Kpyra
OOIIEHUSI W 3HAYUTENIbHOE OrpaHUYEeHHE KOHTAKTOB Yy TanueHToB. Huskui
MOKa3aTelb PoJeBOro (PyHKIMOHUPOBAHMS YKa3bIBa€T Ha SMOIIMOHATIBHOE COCTOSHUE
U CBHUJCTEIICTBYET O BBIPAKCHHOM BIIUSHUM SMOIIMOHAILHOTO COCTOSIHUSI Ha
BBITIOJIHEHHE pa0OThl U MOBCENHEBHYIO akTUBHOCTH. [Ipu onenke KK y manuenTos ¢
JMCTOHUEW BBISBICHO CHUXEHUE KaK (PU3MYECKHX, TaK U TICUXOJIOTUYECKUX
coctapimstomux KOK. Tlokazano, uto 3a0oiieBaHHE OTpUIIATEIBHO BIHUSET Ha
HMOLIMOHAJIBHOE COCTOSIHUE IMALIMEHTOB M UX COLMAJIbHOE (PYHKIIMOHUPOBAHHUE, YTO
MPUBOAUT K OTPAHUYCHUIO Kpyra KOHTAKTOB MAllUEHTOB, CTPEMJICHUIO K H3OJIALINH,
COIIMAJIbHOM ne3ajantaii. BeICOKUN YpOBEHb TPEBOKHOCTU TAKKE OTPUIIATEIIBHO
BJIIUSET HA UHAUBUIyaIbHbIE aJalTalldOHHbBIE MEXaHU3MBI.

Onpenenenne KIMHUYECKUX (HAKTOPOB, accOIMUpyeMbix ¢ Hu3kuM KK,
MOKa3aja0, 4TO YXYALIEHHE 3TOT0 MOKa3arelisi CBA3aHO C HAJIUYUEM HEMOTOPHBIX
CUMIITOMOB, U B IEPBYIO OU€pelb — TPEBOXKHO-IEIPECCUBHOIO CHUHIPOMA, U €ro
CTaTUCTHUYECKM  3HAYMMbIM  HETaTUBHBIM  BO3JEHCTBUEM Ha  OOJBIIMHCTBO
xapakrepuctuk KK.

B namem uccneqoBaHuMM KIMHUYECKU BBIPAKEHHOE TPEBOXKHO-IIETIPECCUBHOE
pPacCTPOMCTBO XapaKTEepU30BaJIO B MEPBYIO OUYEPE/Ib NAIMEHTOB C T€HEPAIN30BAHHOMN
JUCTOHUEN: YpPOBEHb OLICHKM TpeBoru mno mkaie HADS Bo Bcex ciywasx [/]
cocrapysn 12 [11; 13] GamtoB, COOTBETCTBEHHO ypoBeHb jaenpeccun — 14 [11; 17]
OayyoB. DTH JaHHBIE CJEOYET COMOCTABUTh C CYMMAapHOH OIEHKOW OaiioB y
narueHToB ¢ cermeHrapabiMu (HADS- tpeBora — 10 [8; 11], HADS-nenpeccus —
9 [7;11]) u pokamsueivu (IIJ]: HADS- tpeBora — 9 [8; 12], HADS-nemnpeccust — 8
[7; 9]) dopmamu nucToHMM: CyMma OajlJIOB BO BCEX CIydasX BBIXOAWJA 3a PaMKHU
«HOPMBD» ¥ XapakTepu3oBajda «CYOKIMHMYECKH BBIPAKEHHYIO» TPEBOTY U

JETIPECCHIO.
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TpeBora u enpeccus 3a4acTyrO MOSBIIIOTCSA YK€ HAa PAaHHUX JTallax pa3BUTHS
3a00JIeBaHUsI U B JAJbHEHIIIEM OCTAIOTCA OCHOBHBIM KOMOPOUIHBIM (PaKTOPOM.
Oco0eHHO BIMSIET HA BHIPAXKEHHOCTHh TPEBOTH M ACTIPECCUU ATUTEIbHBIN MEPUO 10
MOCTAHOBKM JUAarHo3a M COOTBETCTBYIOIIEH HEIPPEKTUBHONW JI€KapCTBEHHOU
TE€palvyd, 4YTO BEAET JIMIIb K HApaCTaHUI JUCTOHUYECKONM CHUMIITOMAaTUKH H
COIYTCTBYIOIIMX €M ICUXO3MOILIMOHAJIBHBIX HapylIeHUW. Tak, 3TO MpexIe BCEro
peaKkiisl TMAalMeHTOB, B OCOOCHHOCTH MOJIOABIX, Ha OECIPUYMHHO BO3HHKIIIEE
COCTOSIHME, KOTOpO€ 3arparuBaer Bce cdepbl UX KU3HU - JIMYHYIO,
npoecCHOHANIbHY0,  COUMaIbHyt0. JIMTENnpHBIM mepuox 10 TOCTAaHOBKHU
IPAaBWJIBHOTO JIMAarHO3a B COYETAHMM C HECOOTBETCTBYIOIIEW NpUYMHAM OO0JIE3HU
Hed(DPeKTUBHON Tepanuell XapaKTepHU3yeTcsi HapacTaHHEM KaK JIMCTOHUYECKOU
CUMIITOMAaTUKH, TaK U KOMOPOMIHBIX €W MCHUXO3MOLMOHAIBHBIX HapymeHui. [lo
Mepe JedeHus npenaparaMu  BTA  coxpaHeHuEe  TPEBOXKHO-IAEHPECCUBHBIX
HAaCTPOCHHMI Yy MALMEHTOB IMOAJIECPKUBAETCS HEOOXOAMMOCTBIO MPOIOJKUTEIBHOTO,
3aHMMAIOLIET0 3a4acTyl0 Mecslubl M Toxabl JedeHus. ClleqoBaHUIO MPOTOKOIY
CHUCTEMAaTHYECKOIO JIEYEHUS B CBOIO OuYepelb COIMYTCTBYeT 03a00YEHHOCTh
(MHAaHCOBOI CTOPOHOM BOMNpPOCA, YTO NPAKTUYECKH BCErJa CKa3bIBae€TCi Ha
TPEBOXKHO-ACTIPECCUBHOM HACTpOEHMM TmanueHTa. (OOecreyeHue MalueHTOB ¢
JMCTOHHMEW OeCIIaTHBIMU MpenaparaMyu OOTYJOTOKCHMHA COMPSKEHO C MPUCBOECHUEM
IpYIIbl HETPYAOCHOCOOHOCTH M TaKUM OOpa3oM — C NEPCIEKTUBON OrpaHUYEHUs
po(eCCHOHAIBHBIX HABBIKOB U YTPATOUN PaOOTHI.

VYenemnas tepanuss BTA kak mpaBuiio BbICOKOI(D(PEKTUBHA B OTHOIICHHH-
TPEBOXKHO-IETPECCUBHOIO CHHAPOMA, U IMO3BOJIIET CHU3UTh YPOBEHb U TPEBOTH, U
JETPECCUM 10 HOPMAJIBHBIX 3HAYEHUN NIPU BCEX BapHaHTax TeueHus aucrtoHuu [10].
B kauecTBe CTAaTUCTUYECKH 3HAUUMOIO TMpPEAUKTOpa OOHIero KIMHUYECKOTO
yayumenuss npu  dddextuBHoit  BTA 00bMHO paccMarTpuBalOT — JICTPECCHIO.
[IpOrHOCTHUYECKYIO POJIb B IOCTHXKCHUU HauOosbIiero a¢@dexra tepanuu Urpaet He
TOJIBKO MEHbIIAas BBIPAXKEHHOCTH JEIPECCHM, HO M MEHbINAS THKECTh MCXOAHOTO

00JIEBOTO CHHJIPOMA ¥ MPOIOJDKUTEILHOCTD JieueHus [173, 174].
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ComyTCTBYIOIINIA TICUX0-BETETATUBHBIA CUHAPOM BBIABIACTCS Yy 42% OONBHBIX
L/, y 13% ormeuaroTcst naHnyeckue araku. B ogHoM u3 HaOmioneHuit [8] mokaszaHo,
yto y 16% 060nbHbIx 11/ (38 xeHiun, 10 My>X4nH) NaHUYECKUE aTaKu HAOIIONAIUCH
B mpeMopOugHoM mepuoae u ucuesnu ¢ nossieHuem LIJ1. [lo psay xkamHHMUECKHX
XapaKTePUCTUK 3TU OOJIbHBbIE JOCTOBEPHO OTIMYAIMCH OT APYTUX TPyHn OOJbHBIX
[I/I: pa3nmuuusi B MEPBYIO OYEPEIb BHIPAXKAINCH B MEHBIIICH OOBEKTUBHON TIKECTU
JMCTOHUYECKOTO CHUHIpOMA, HO Oosiee BBIPAKEHHOW YTpaTod TPYHOCIOCOOHOCTH,
oonee mo3muuMm nedrorom [/, mMeHbIIEW NpeacTaBICHHOCTHIO MepudepuIecKux
(dbakTOpoB B aHaMHE3€¢ M KIMHUYECKONM KapTUHE U JYYIIUMH pe3yJbTaTaMu
KOMIUIEKCHOM Tepanuu ¢ NPUMEHEHUEM TMpernapaTtoB OOTYJOTOKCMHA TUNa A.
Knnaundeckas orieHka SMOIMOHATIBHBIX paccTpoicTB y 60abHbIX LI/] nemoHcTpupyet
BBICOKYIO TPEBOKHOCTh M CHIIKEHHBIM (DOH HACTPOCHMS: BBICOKAs PEAKTUBHAA U
JUYHOCTHAsI TPEBOKHOCTh, COYETAOIIASCA C KIMHUYECKN BBIPAXKEHHOU JIENIPECCUEN,
B OJHOM H3 KJIWHUYECKUX HAOMIONEHUM ObUIM BBISBICHBI Y 69% OOJBHBIX C
JIEBOCTOPOHHUM TOpTUKOIIIUCOM M 43% - ¢ MNpaBOCTOPOHHUM TOPTUKOJUIHCOM.
BrIpa)keHHOCTh IMOILIMOHATIBHBIX PACCTPOMCTB B HaOMIOMaeMoi rpyrrme (hoKaaIbHBIX
JTUCTOHUN He ObLla CBsI3aHA C JJIMTEIBHOCTBIO OOJIE3HU, UTO, B CBOIO OUYEpE/b,
MO3BOJISIET TMPEANONOXKUATh UX HMCXOJMHBIM XapakTep M HHU3KYI0 CIOCOOHOCTh K
aJanTalyuy 1Mo Mepe TeUeHus 00JIC3HU.

Boisiiasiembiii y OonbIIMHCTBA OOJIBHBIX JACTPECCHUBHBIM CHHIPOM TpeOyeT
oOsi3arenpHOM  Koppekiuu.  Kionazemam — oOnajgaeT  MpOTUBOJEIIPECCHUBHBIM
JNEeWCTBUEM, OJHAKO HHOIIA IeJecooOpasHo Ha 2-3  Mecsilla Ha3HaydaTh
antugenpeccanTel. OJHOM U3 PEKOMEHAYEMbIX TEPANeBTUUECKUX CTPATETuid B
JICYCHUU KOMOPOUIHOM JIEPECCUu y MaIMEHTOB C TUCTOHUEH SIBIISICTCS HAa3HAUCHHE
aMUTPUINITHIMHA B 103€ 25-50 MI' B CYTKHU.

B mpaktuke poccuiickux HeBposoroB ounenke KOK He Bcerma ynensercs
JIOCTaTOYHOE BHUMaHWEe. B mocienHue roiasl 3a pyOeXoM 3HAYUTEIBHO BO3POCIIO
Yucja0 paboT, KOTOopble ObUIM TOCBAIICHBI wuccienoBannio KK, ocobeHHo mpu

XPOHMYECKUX 3a00J€BaHMSIX, TPEOYIOIUX UIMTEIbHOTO JieueHus. MHTerpambHbIN
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nokasarenb KXK ucmonp3yercss B COBPEMEHHBIX KIMHUYECKHX HCCIEIOBAHUSX, TaK
KakK T03BOJISIET COPMUPOBATH 1EIIOCTHYIO KAPTUHY BIMSHUS KaK 3a00J1€BaHus, TaK U
€ro JICYEHUs] Ha BCE CTOPOHBI ku3HeAesaTrenbHoCcTH 4yenoBeka. [lon KOK monmmaror
dbu3MYecKre, COMMAIBLHBIE W AMOITMOHAIBHBIE CTOPOHBI CaMOYyBCTBUS OOJBHOTO, a
Takke ero (Qu3NYecKue, IICUXOJIOTMUYECKUE, KOTHUTHUBHBIE U  CEKCyaJbHBIC
crocoOHOCTH. 370poBbe, Kak ompeaenser ero BO3, - 310 «momHOE (u3mdeckoe,
COLIMAJIbBHOE U TICUXOJIOTMYECKOE OJlaronoyiiyyrie, a He TMPOCTO OTCYTCTBHUE
3a0osieBanuii». B cBs3u ¢ aTUM oOecrieueHune yenoBeky goctorHoro KXK sensiercs
OCHOBHOM COIIMAJILHO-MEUITNHCKON 3azadyent JIe4eOHBIX MEPOIPHUSITUHA.
Metononorus uccnenoanust KX npennonaraer npumMeHeHHEe CTaHIapTU3UPOBAHHBIX
OMPOCHUKOB,  3aMOJHCHHBIX  IMAMCHTOM WM  BPadyOM-HHTEPBBIOEPOM,  C
MOCJICTYIONTUM aHAJM30M OTACIBHBIX YacTeH OMPOCHHUKA IO CICIHATbHBIM IITKaJIaM
1160 1Mo 0000IIaroIIeMy HHJIEKCY, YTO TO3BOJISIET OLICHUTh BOCHPUITHE MAIMEHTOM
CBOETO 3/I0POBBSI, €T0 TOYKY 3PCHHsI Ha CBOM (DYHKIIMOHAJIBLHBIE BO3MOXHOCTH, €TI0
MHEHHE O CTerneHu ero Omaromony4usi. CUMITOMBI, OOYCIIOBICHHBIE HE TOJIBKO C
caMoil 00JIe3HBIO, HO TaKke W MOOOYHBIMU IP(PEeKTaMu MPUMEHSIEMBIX JIEKapCTB,
MOTYT OKa3aTh BIMSHUE Ha OIIEHKY OOJBHBIM OTACIbHBIX CTOpoH KOK.

Moaudunupyroliee BIMSHUE B OTHOIICHWHW XapaKTEPUCTUK  OOJIE3HU
OKa3bIBAET BO3pacCT Hayasa 3a0oneBanns. OH CTaTUCTUYCCKH 3HAYMMO KOPPEIUPYET C
(dbeHOTUNMYEeCKMMU BapuaHTaMu 3abojeBaHus, Oyayuu Oonee mo3zgHuM mipu D]
(L), u o6omee pamnum — npu CJI m I'JI. C Bo3pactom nebrTa JHCTOHHUH
KOppENUpyeT TakKe M Kayldo-pOCTPAJIbHBIN rpaaueHT. Bo3pact nebrora JUCTOHHH
MOXXHO BBIJICINTh B Ka4eCTBE OCHOBHOTO (haKTOpa, OIpPEAeIsIomero (GeHOTHUIl
O0oneznu. Panee 53TOT (eHOMEH ObLT ONUCAaH TPU Pa3HbIX TOMOrpapUUYECKUX
BapuanTax [1J[ (mpeoOmamanue KIOHWYECKHX (DOPM B MOJIOIOM BO3pacTe, aHTEPO-
pETPOKOJIINCa — IMPHU MO3IHEM Hauase) [9].

He6rot 11 B TpymocrnocoOHOM BO3pacTe y OOJBIIMHCTBA OOJIbHBIX (HA 3-4-M
NECATUIICTUU JKU3HHU) BECbMa PaHO (GopMuUpyeT (PyHKIHMOHAIBHBIN JNeheKT B BUJC

3aTPYAHCHHOI'O YACPIKAaHKUA TOJOBBI B CPCIAHCM (bI/ISI/IOJ'IOFI/I‘-IeCKOM ITOJIOKCHHU.
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Hamnume xe mpu I1JI xomopOumaHO# 601 COCOOHO yCYryOWTh COIMATIBHYIO W
JUYHOCTHYIO [1€3a/IallTalli0 OOJBHOTO, YTO 3aKOHOMEPHO BENET K 3HAUMUTEIHHOU
BPEMEHHON HETPYJAOCTIOCOOHOCTH, 3aHSATHIO MEHEE KBATH(PHUITUPOBAHHBIM TPYIOM,
paHHel yTpare TpygocnocooHocTy. [loBceqHeBHAS KUZHEAEATETHHOCTh MAI[UEHTOB C
[1/] B 3HaYUTEILHON CTENEHN OTPaHUYEHA - KaK (PU3NYECKUM, TaK U IMOLIUOHATIBHBIM
coctostHueM. Pe3koe cHmxeHue mnokazareneit KK neMoHcTpupyeT 3HAUUTENIBHOE
OTpaHUYCHHE COIMATbHBIX KOHTAKTOB, CHI)KEHHE YpPOBHS OOILEHHUS B CBS3U C
yXyAIIeHHEM (PU3UYECKOTO U IICUX0IMOIIMOHATBHOTO CAMOYYBCTBHSL.

Ha Bocnpusitue >XW3HM U, CJE€IOBaTEIbHO, €€ KauecTBa, BIIMSIET BO3PaCT
nanreHToB. Kak npasuiio, y nanueHToB B Bo3pacte 10 30 net Bce mokaszarenu KK
BBIIIIE, YEM Y TAlMEHTOB OoJiee cTapiiero Bo3pacTa. bonbHbie Moioxke 30 jer
omymiaro ceds 6osiee yBEpeHHO, 3Ta Tpymia 00JIbHBIX COLMAIIBHO HAauOOJIee aKTUBHA,
HecMOTps Ha yxyameHue ¢usnueckoro acmnekta KOK. Taxke Ha ncuxudeckuit
komnoHeHT KK Biusier oOpa3oBaTesibHBIM YPOBEHB: JIFOIU C BBICIIMM 00pa30BaHUEM
UCIIBITHIBAIOT MEHBIIHNN JAUCKOMMDOPT MpU OOIIEHUH C OKPYKAIOIIUMHU, 3a4aCTYIO
UMEIOT 0oJiee HU3KUN YPOBEHb TPEBOXKHO-ACTIPECCUBHBIX paccTpoicTB. CHIKEHUE
¢dbuznyeckoro GyHKIUOHUPOBAHUSI COOTHOCUTCS C TE€M, YTO JIOAM CO CPEIHUM
oOpa3zoBaHueM OOJIbIIIEe 3aHUMAIOTCS (PU3UYECKUM TPYIOM, HEXKEIH JIIOAH C BBICIIUM
oOpazoBaHUEM.

ITo Mepe Hapacranust Tspkectn 11/l HaOmromaeTcst TOCTOBEPHOE CHIDKCHHE
oonpmmaCcTBa MapameTpoB KOK. Ilamuentsr ¢ nerkoii crenenbto LI, nns koropoi
XapaKTepHO MOSIBJICHUE CUMMITOMATUKHU MPU HArpy3Kax M COXpaHEHHUE BO3MOXKHOCTH
BOJICBOTO KOHTPOJISI 32 THUIEPKUHE30M, MOTYT BBIMOJHATH OOBIYHYIO (DU3UYECKYIO
Harpy3ky Oe3 orpaHu4eHui, OJHAKO BCE paBHO olleHHBarOT cBoe KK Humxke, uem
3JI0POBBIC JIFOJU. ITO B OUEPEIHON pa3 yKas3bIBaeT HA TO, YTO caM (paKT MOCTAaHOBKU
UarHo3a XpoHudeckoro 3a0oneBanusi BiaumseT Ha Bocopustue KOXK. Ilo wmepe
HapacTanus TspkecTd [[J] ¥ MosBICHUS KOPPUTHUPYIOIIMX >KECTOB IOBCEIHEBHAS
NEATEeTLHOCTh TAIMEHTOB BCE 3HAUMTEIbHEE OrpaHUYMBaeTCS  (HU3NICCKUM

cocrossHueM. CTeneHb COIIMAJILHON Jie3aJalTalii TaKxKe HapacTacT CO CTCIICHBIO
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BbIpakeHHOCTU [IJ[; Tak, OOJbHBIE UCIBITHIBAIOT MPOOIEMBI JaXke MPH OOIIEHUU C
JPY3bsIMU U POICTBEHHUKAMU.

CBoeBpeMeHHasi NOCTAHOBKA IMPABUJIBHOIO JHArHO3a W BOBpPEMs Hadyaroe
3ppeKTUBHOE JIEUCHHWE BIUAIOT HA TMPOSBICHUSA AUCTOHUH, MPOTHO3 TEUYCHHUS
3a00JIeBaHUSI W BO3MOKHOCTH JIOCTHUKEHHUS CTOMKOM JIEKAPCTBEHHOM pPEMHCCHUHU.
[Tonoxutenbuplii  3ddekt cnemuduueckoil Tepanuu (B TMEPBYIO oOuepenp —
npenaparaMyd OOTYJOTOKCHHA TUIAa A) B OTHOIIEHUHM yKa3aHHBIX aCMEKTOB OOJIE3HU
BeaeT u Kk ymyumenutro KXK OonbHbix. KnuHuuecku ycnemrHas OOTyauMHOTEpamnus
BeJeT K croiikoMy yinyumeHntro KK, kotopoe coxpaHseTrcss Ha HpOTSHKEHHUH
JUINTEJIBHOTO Tepuoja HaOmoneHus 3a mnanueHtamu. OnHako, HECMOTps Ha
MO3UTUBHYIO JWHAMHUKY, IO HAOIIOACHUSIM oOTedecTBeHHBIX aBTopoB [10], KK
OOJBHBIX C JUCTOHMEN OCTAaeTCd HUXKE YPOBHS KOHTPOJIBHOM TIpyHIbl, YTO
OOBSICHSIETCSI ~ OTCYTCTBHUEM  HO30JIOTUYECKOW  crenu(puYHOCTH y  Haubosee
pacmnpocTtpanenHoi mkanbl oneHku KK — SF-36. [luctonus tpebyer pa3paboTKu
HO30JIOTHYECKHU CHEIU(PUIHON OLIEHOUHOM IIKaJIbl; B YACTHOCTH, B HACTOSIIEE BpEeMs
B KIMHUYECKYID  MOpakTUKy  BxoguT wmkanma CDQ-24  nna oueHku
KpaHHOIlepBUKaIbHOM nuctonun (24-item Craniocervical Dystonia Questionnaire),
no3BoJisitonas o0bekTuBU3npoBaTh KK manueHToB ¢ AUCTOHMEH C y4eTOM TaKHX
NPEIUKTOPOB U KOMOPOMIHBIX (DAKTOPOB, KAaK TpeBOra M JAENpPeccHsi, TIKECTb
3a0osieBanus, 3PPEKTUBHOCTHh MPOBOIUMOM Teparnuu 1 mpod. [116, 155].

Kak yxe Obuto 0003HaueHO paHee, aomoidHuTENbHOEe cHuxeHne KK y
NAlMEHTOB CBS3aHO C HAJIMYMEM HEMOTOPHBIX CHMITOMOB, B YaCTHOCTHU —
TPEBOXKHO-ECNPECCUBHOIO ~ CHUHAPOMA, M  €ro  CTaTUCTHYECKHM  3HAYUMBIM

OTPHULATENbHBIM BO3JIEHCTBUEM Ha OOJNBITMHCTBO XapakTepucTuk KK.
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BbIBO/JbI
1. TlepBuyHasi nuctoHusi ¢ paHHuUM (10 40 JeT) HayaloM Yy TMAalUeHTOB B
POCCUICKON (IpeumyIeCTBEHHO BOCTOYHOCJIABSHCKOM ) MOMYJISIAN
MpEACTaBIsICT COOOM KIMHUYECKM W TEHETHYECKU TE€TEPOreHHYIO TPYIIly
3a0oyeBaHnii. B OOJBIIMHCTBE CiIydyaeB paHHEW NEPBUYHOM JIUCTOHUH C
UACHTUDUITMPOBAHHBIME MYTAITUSIMU 3a00JIEBAaHUE CBS3aHO C MOBPEKICHUEM

reHoB DYT1 u DYTS, B €eAMHCTBEHHOM Cilyyae BIIEPBBIE BBISIBICHA MyTallUs

DYT6.

2. I'enepanu3oBaHHble (OPMbI IEPBUYHON JUCTOHUU XapaKTEPUBYIOTCS J€0I0TOM
B JETCKOM BO3pacTe, HauOoJee TSKEIbIM TEUEHUEM U Haubosee
BBIPOKCHHBIMU TIOKA3aTeNsIMU  COLIMAJbHOW Je3afanTalid W yXYAIICHHS
KauecTBa  JKM3HHM, TOrJa Kak  CIOpagudyecKkue  (OpMbl  SBISIFOTCS
PEUMYIIECTBEHHO (POKaNIbHBIMUA (LIEPBUKAJIbHASI TUCTOHUS), NEOIOTHPYIOT B
3HAYUTENBHO 0OJiee MO3AHEM BO3PAcTe M XapaKTEpU3YIOTCSl CTAllMOHAPHBIM
TeueHreM c Oosiee OnarompusTHHIM JieueOHBIM TOTeHIMaaoM. B Hamem
UCCJIEIOBAaHUN BCE TIe€HEpaJM30BaHHbIE (POPMBI OOYCIOBIEHBI XapaKTEpPHOU

myTaruen B rene DYTI.

3. DYT-5-accouuupoBannass  (goda-uyBcTBUTENBHAs)  (opMa  TUCTOHUHU
XapakTtepusyeTcsi 0Oojee 3HAYUTENbHbIM, YeM NPEICTaBIsIIOCh paHEee,
KIMHUYECKUM TOJTMMOPGU3MOM JTaKe B paMKaxX CEMEHHBIX (OpM, YTO BaKHO
YUUTBHIBaTh B KIMHUYECKON AMATHOCTHKE, HAJIMYHEM BBICOKOA((HEKTHUBHOIO
JeYeHus, B 3HAYUTENbHOM Mepe BIUSIOIUM Ha TSKECTh 3a00JeBaHUS U
CTETICHb COIMAJIBHOM aJanTali TMAalMeHTOB, YTO B KOHEYHOM CHYETE

OIIPCACILACT IIapaMETPhbl KAUCCTBA JKU3HH.

4., daktopamu, MOIUGUIHUPYIOIIMMH KIWHUYECKYI0O KApTUHY H TCUCHUE
3a0oyieBaHMs, SBIISIFOTCS BO3pACT nebrota 3a00eBaHMS u

IICUXOOMOIIMOHAJIBHOEC  COCTOSIHHC. TpeBora n  ACIPECCHUsA  OKa3bIBAKOT
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CYmICCTBCHHOC BJIMAHHUC HaA CBA3AHHOC CO 3J0POBbBCM KAUYCCTBO JKWU3HU
MMaluCHTOB, IIPU 3TOM (baKTOpaMI/I PpUCKa IIOBBINICHHOI'O PA3BUTHUA OJOTHX
IICUXOO5MONOMMOHAJIBHBIX paCCTPOﬁCTB nmpn AJUCTOHUU SBJIAIOTCA UINTCIIBHOC

XPOHHUYCCKOC TCUHCHUC 3a00JIeBaHUS U CTCIICHD reacpain3anuu.

5. Haubonee 3HaUMMbIMA NPUYMHAMHM YXYIAIICHUS KauyeCcTBA MKU3HHU SIBIAETCS
TSOKECTh 3a0osieBaHus, (PEHOTUN TEHEPATU30BAaHHOW JHCTOHHH, HAIHYHE
COITYyTCTBYIOLIUX TPEBOKHO-IEIPECCUBHBIX HAPYIICHUN.

IIpakTH4Yeckne peKoOMeH AU

1. ¥V nmnauuMeHTOB C TNEpBUYHOW JUCTOHUEH PEKOMEHJOBAHO IPOBEICHHE
reHeTudeckoro ananu3za Ha wmyrauuio DYT1 (TORIA) npu pebrore
3a00JIeBaHMsl C JMCTOHUM KOHEYHOCTeH B Bo3pacte a0 30 JeT, a Takxke y
nanueHToB ¢ jAebirorom mnociae 30 JeT Hpu HAJIMYUM POJCTBEHHUKOB C
OUCTOHWEN C paHHMM HadanoM. [Ipu orcyrcrBum mytanmu B rene DYTI
PEKOMEHZIOBAaHO IIPOBEACHUE [UAarHOCTUYECKOIO TECTa C JIEBOAOIOW W

yckiaroueHne myrauu DY TS.

2. YV Bcex MAlMEHTOB C IWCTOHHEW HE3aBHUCHUMO OT TSDKECTH 3a00JI€BaHUSA U
MIPOBOJIMMOM TE€paIlui PEKOMEHI0BAHO OMPEICICHUE KaueCTBA KU3HU U TICUXO-
AMOIIMOHAJLHBIX TAapaMETPOB C I1EJIbI0 CBOCBPEMEHHOM ONTUMHU3AIUU
MPOBOAUMOIO Je4deHuss (B T. 4. - B BHJE JIONOJIHUTEIILHOTO Ha3HAYCHUS
aJIcKBaTHOM aHTHUJIECTIPECCAHTHOM, AHKCUOJUTUYECKOW U 00e3001uBaroieit

Teparun).
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Cnmcok cokpameHuii 1 YCJIOBHBIX 0003HAYeHU I

b — Goinb

BCIT — 6medapocnazm

BTA — GoTynMHUYECKUI TOKCUH THIIa A

I'J — renepann3oBaHHast TUCTOHUS

JUJ] — noda-ayBcTBUTETBHAS JUCTOHUS

KA — XKu3HEHHas aKTUBHOCTh

Nb — uHTeHCUBHOCTH 001

KoK — kauecTBO XHU3HU

KT — xomnbrorepHast ToMmorpadus

JIJI — nmapunHreanbHasi JUCTOHUS

MPT — MarauTHO-pe30HaHCHAs TOMorpadus
O3 — obuiee cocTosiHUE 3A0POBbSA

OM/I — opomaHuOyssipHast TUCTOHUS

[TJI — nepBuYHAas TUCTOHUS

[13 — ncuxuueckoe 310pOBbE

[1C — nucumii criazm

[IK3 — ncuxuyeckuii KOMIIOHEHT 310POBbBS
[I9T — no3uTPOHHO-3MHUCCUOHHAs TOMOTrpadus
PO® — poneBoe GpyHKIIMOHUPOBAHUE, OOYCIOBIEHHOE (PU3UUECKUM COCTOSTHUEM
PO® — poneBoe GhyHKIIMOHUPOBAaHKE, O0YCIOBIEHHOE YMOIIMOHATBHBIM
COCTOSIHUEM

CJ1 — cermeHTapHast IUCTOHUS

C® — conuanbHOE PYyHKIIMOHUPOBAHUE

®JI — dokanpHAS TUCTOHUS

®J[P — ¢oxanbHast AUCTOHUS PYKH

OK3 — ¢uznveckuii KOMIOHEHT 3710POBbS

[[/] — uepBuKanbHas TUCTOHUSA
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BFMRS — mikana onerku auctonnu bepka-dana-Mapcaena

BH4 — TeTparuapobuontepus

DHPR — nuruapontepuanH-peaykrasa

DRD — dopa-responsive dystonia (o¢a-qyBCTBUTEIbHAS JUCTOHHS )

DYT1 — renepanu3oBaHHas JUCTOHHS C paHHUM Ha4ajoM

DYT5 — noda-ayBcTBUTENBbHAS] TUCTOHUS

DYT6 — aucTtoHust «CMEIIaHHOTOY TUIIa ¢ pAHHUM HavyaJioM

EFNS — European Federation of Neurological Societies - Esponeiickas ®eneparius
Hesponornueckux OOmiecTs

ESDE — Epidemiological Study of Dystonia in Europe — Dnuaemuonornyeckoe
uccien0BaHue 1ucTonuu B EBporie

GCH-1 — muknmoruapomnasa-1

HADS — Hospital Anxiety and Depression Scale — rocnuTaibHas 1Kajga TPEBOTH U
Jenpeccuu

SF-36 — Medical Outcomes Study Short-Form 36-Item Health Survey — kopotkuii
OMPOCHUK KaueCTBA KU3HU MAI[IEHTOB

SR — cenmanTepuH-penyKTasa

TH —Tupo3uH-TUIpOKCHIIa3a

THAP1 — Thanatos-accorurpoBaHHbIH 0€I0K

TOR1A — topcun-A

TWSTRS — Toronto Western Spasmodis Torticollis Rating Scale — pelitunropas
HIKaJjia CacTUYeCKOM KpuBomen 3anagHoro TopoHTo

6-PPH4— nupyBomnreTparuAponTepruH-CHHTa3a
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Ipuioxenue

1. llIxkana TWSTRS (onenka Tsxectn L1 JI)

I-A MakcuMajbHAs NOJABHKHOCTD

1. Poramus O0=otcyTcTBYyET

(TOBOPOT BIIPABO WJIU BJIEBO) I=nerkas porarus (<1/4
amMIuATyb1)(1-227?)
2=He3HaunTeNbHas porarus (1/4-?
aMIUIATYyabI )(23-457)
3=ymepennas potauus (?-3/4
aMILTATYIBI )(46-677)

4=cunbHas porauus (>3/4
amMIutATyI61 )(68-907)

2. Jlatepokosic (HaKJIOH BIIPABO WM O0=otcyTCcTBYET

BJICBO, HE COITPOBOXKIAIOIIHMICS IMOIbeMOM |1 =c1aboBbIpaskeHHbIH (1-157)

rieya) 2=ymepennsii (16-307)
3=CWJIbHO BBIpAKEHHBIN (>357)

3. AHTEpOKOTUC/PETPOKOIIIHC O0=orcyTcTBYET

(«a» umum «o») |=He3HaYUTENBHBIN HAKIIOH

a) AHTEPOKOJIIIUC o100POIKa BHU3

2=yMepeHHbI! HAKJIOH MOAOOPOIKa
(MpUOIU3UTENBHO 7 aMIUTUTY/IbI)
3=BbIpa)KEHHBIN HAKJIOH MOI00POIKA
(moa6opoAOK MPUOTUKAETCS K TPY/IN)
O0=otcyTcTBYET

0) PeTpoxomuc |=He3HaYNTENIHLHOE OTKIOHEHUE TOJIOBBI
U IlIeU Ha3aJ, MoJ00POAOK MPUIOAHST
2=yMEpEHHOE OTKJIOHEHUE T'OJIOBbI
Hazal (MpUOIU3UTETHHO ? AMIUTATY/IBI)
3=BbIpa)KEHHOE OTKJIOHEHUE TOJIOBHI
Ha3aj (MoJIHAS aMIUTATY/A JBUKCHUS )

4. CaBur B CTOPOHY (BIIPaBO WM BJI€BO) |0=0TCYTCTBYET
I=npucyrcTByeT

5. CiBur Ha3aja Ui BIIEpen O=otcyTcTBYET
I=npucyrcTByeT
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|-b ®akTop NPOAOIAKUTEIBLHOCTH (0aJUI, COOTBETCTBYIONINN BEHIOPAHHOMY
BapUaHTY OTBETA, CIECAYET X 2)

O0=otcyTcTBYET

|=oTknoHeHne HabIIOMAeTCs BpeMst OT BpeMeHH (<25% BpeMeHn),
MPEUMYIIECTBEHHO CYOMaKCUMAabHOE

2=0TKJIOHEHHE HAOIIONaeTcss BpeMsi OT BpeMeHu (<25% BpemeHn),
IPEUMYIIECTBEHHO MaKCUMAJIbHOE WUJIM OTKJIOHEHUE HAOII0MAaeTCs MEPUOAUYECKU
(25-50% BpemeHH), MPEUMYIIECTBEHHO CYOMaKCHMAJIbHOES

3=oTkJIOHEHHE HabmoaeTcs nepuoandecku (25-50% Bpemenn),
MPEUMYILIECTBEHHO MAaKCUMAaJIbHOE WJTM YacTO BO3HUKaromlee oTkioHeHue (50-75%
BPEMEHH ), TPEUMYIIECTBEHHO CyOMaKCUMalIbHOE

4=vacto Bo3HMKaIoIIee oTkIoHeHHE (50-75% BpeMeHH ), MPEeUuMyIeCTBEHHO
MaKCUMaJIbHOE WJIM MTOCTOSTHHOE OTKJIOHEHUE (>75% BpemMeHU), TPEeuMYIIECTBEHHO
CyOMaKCHUMaJIbHOE

S5=nocrosiHHOE OTKJIOHEHUE (>75% BpeMeHH ), IPEUMYILIECTBEHHO MAKCUMAJIbHOE

|-B Biusinue KOppUTrHpYONIIUX KeCTOB U MPUEMOB

O=mosTHasT KOPPEKIHSI PU UCITOJIB30BAHUH KOPPUTHUPYIOMINX KECTOB MITH TIPHEMOB
|=9yacTudHass KOPPEKIHS MPH UCIIONH30BAHUU KOPPUTUPYIOIINX KECTOB HIIH
MIPUEMOB

2=He3HauuTeIbHasi KOPPEKIIUS MPU UCTIOJIb30BAHUH KOPPUTUPYIOIINX KECTOB HUITU
MPUEMOB WJIH OTCYTCTBHE d(PPEeKTa OT UX UCIIOIb30BAHUS

I-T" [loabeM MuIeya/cMeleHHe TJIeYA BIiEpe/

O0=otcyTcTBYET

I=ne3HaunTeNnbHBIN (<1/3 BO3MOXKHOUM aMIUIUTY/IbI), HAOIIOAAETCS IEPUOAUUECKU
WM MTOCTOSIHHO

2=ymepennbii (1/3-2/3 BO3MOXKHON aMILTUTY/IbI), HAOIIOAaeTCs MOCTOSTHHO (>75%
BPEMEHH ) WJIM BbIpAXKEHHBIN (>2/3 BO3MOXHOUM aMIUIUTYbI), HAOII0AAEeTCS
NEPUOANIECKU

3=BBIpa)kKEHHBII, HAOIIONAETCS TIOCTOSTHHO

I-1 AMmuiuTyaa aBuskeHus (0e3 TOMOIIM KOPPUTHPYIOIIUX KECTOB UITH
CIIeMATBHBIX TPUEMOB)

0=crocoOHOCTh BBIMOIHUTH MOJHBIN TOBOPOT TOJIOBBI B POTHUBOIIOIOKHYIO
CTOPOHY

1=crocoOGHOCThH BBIMOIHUTH MOBOPOT IOJIOBHI B MTPOTHUBOMOJIOKHYIO CTOPOHY J1aJiee
CpEIHEH JIMHUU, HE JOCTUTAsl KPAMHEN TOUKH

2=CroCcOOHOCTH BBHITIOJIHATH IIOBOPOT TOJIOBHI B IPOTHUBOIOJIOKHYIO CTOPOHY UyTh
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Jlaiee CpeTHEN JTMHUN

3=cnocoOHOCTb BBITIOJHUTH MMOBOPOT TOJIOBBI B IPOTHUBOTIOJIOXKHYIO CTOPOHY HE
Jaliee CpeIMHHOM JTMHUU

4=manyeHT MPaKTUYECKHU HE CIIOCOOEH MOBEPHYThH rOJIOBY B IPOTUBOMOJIOKHYIO
CTOPOHY

I-7K Bpemsi Bpewmsi, B TedueHHE KOTOPOTO NAIIUEHT B COCTOSIHUM YAEPKaTh T'OJIOBY B
HOpMaJIbHOM MoJ10’keHHnH (?107?) 6€3 TOMOIIM KOPPUTHUPYIOIIHNX KECTOB U
CIIEHHAIbHBIX TPUEMOB

0=>60 cexynn; 1=46-60 cexynn; 2=31-45 cexynn; 3=16-30 cekynn; 4=<15 cexyHn

OO0was creneHb BLIPAKEHHOCTH CIIACTUYECKON KPUBOLIEH = CyMMa 0aJ110B
1o nokasareasam A-K. MakcumaJibHbIi 0ay1 = 35.

2. l'ocnuTanbHas mkaJa Tpesoru u genpeccun HADS

[Ixana cocrapnena u3 14 yTBep:KIeHUI, U BKJIIOUaeT JBe YacTu: TpeBora ( [ yactp) u
nenpeccus (11 gyactp)

Jlns uHTEepHpeTanuu HEOOXOAUMO CYMMHUPOBATh Oalibl MO KaXJAOW YacTH B
OTIEIBHOCTH:

¢(-7 6anoB HOpMa (OTCYTCTBHE TOCTOBEPHO BHIPAXKEHHBIX CUMIITOMOB TPEBOTH U
JIETIPECCHMN )

8- 10 6amioB CyOKIMHUYECKH BhIpayKEHHAs TPEBOTA /Ienpeccus

¢11 GanIoB M BbIIIE KIMHUYECKU BhIpAXKEHHAs TpeBoOra / IenpeccHs

Hanpumep: nmo mikane TpeBoru nonyuwsiocs 11 GamnoB, mo mkane genpeccuu -3

0amia. MoXHO cJieiarh BBIBOJ], YTO UMEET MECTO KIIMHUYECKHU BhIpa)KEHHAsI TPEBOTa,
a YPOBEHB JIENPECCUN HAXOJUTCS B MPEIEIaAX HOPMBL.

Wnu: mo mkane TpeBOru Moiaydusioch 15 0amios, 1Mo mikaine aernpeccuu — 9 6amnos.
Mo3kHO caenarp BBIBOJ O TOM, YTO UMEET MECTO KIMHUYECKU BBIPAKEHHAs TPEBOTra U
CYOKJIMHUYECKH BhIpaKEHHAs! AETPECCHSL.

Wnu: no mikane TpeBOru Moiayduioch 6 OaijioB, Mo IKale Aenpeccud 7 Oauios.
MoHO caenarb BBIBOZ O TOM, YTO YPOBHU M TPEBOTIH, U JENPECCUU HAXOAATCSA B
npenenax HOpMbI ( T.€. CyMMHUpPOBaTh Oalibl KaKJI0M M3 yacTell Mexay coOoil He

HY>KHO!)
Kaorcoomy ymeeporcoenuro coomeememeyiom 4 eapuanma omeema. Bvibepume mom

u3 omeemos, Komopbwlii coomsemcmeyem Bawemy cocmosinuio, a 3amem cymmupyime
Oanbl.



114

Yacrtb I (onenka yposusa TPEBOI'N)

1.51 ucnpITEIBatO HANPSDKEHUE, MHE HE TI0 ce0e
3 — Bce BpeMms

2 — 49acTo

1 — BpeMs OT BpeMeHH, HHOT/Ia

0 — coBceM He UCTIBITHIBAIO

2.51 uCTIBITBIBAIO CTPaX, KAKETCS, OY/ITO 4TO — TO y)KACHOE MOXKET BOT — BOT
CIIYIUTHCS

3 — ompeneseHHo 3TO TaK, U CTPaX OYEHb BEIUK

2 — J51a, 3TO TaK, HO CTpax HE OYCHB BEJIMK

1 — HMnorma, HO 3TO MEHS HE OESCITIOKOUT

0 — coBceM HE UCHIBITHIBAIO

3.becniokoifHbIE MBICTH KPYTATCA Y MEHSI B TOJIOBE
3 — MOCTOSTHHO

2 — OOJIBIIIYIO YacTh BPEMEHU

1 — BpeMst OT BpeMEHU U HE TaK 4acTo

4.51 merko Mory cecThb U pacciaabuThes
0 — ompeneneHHo, 3TO TaK

1 — HaBepHO, 3TO Tak

2 — JUTITL U3pEKa, 3TO TaK

3 — COBCEM HE MOTY

5.51 MCIIBITBIBAIO BHYTPEHHEE HANPSIKCHUE W JIPOXKD
0 — coBceM HE UCIBITHIBAIO

1 — muHoOrma

2 — 4acTo

3 — O4YEHb YacTO

6.5 uCTIBITBIBAIO HEYCUIUYNBOCTH, MHE TTOCTOSTHHO HY)KHO JBUTATHCS
3 — ompeneneHHo, 3TO TaK

2 — HaBEpHOE, ITO TaK

1 — nuIIb B HEKOTOPOU CTETICHH, ITO TaK

0 — coBceM He UCIBITHIBAIO

7.Y MeHs ObIBaeT BHE3AMHOE YYBCTBO MAHUKHU
3 — O4YEHb YacTo

2 — JIOBOJILHO 4acCTO

1 — He Tak yX U 4acTo

0 — coBceMm He ObIBaeT

Yacrs 11 (ouenka yposuss IEITPECCHUN)

1.To, 4TO MPUHOCHUIIO MHE OOJIBIIOE YIOBOJBCTBHE, U CEHYAC BBI3BIBAET Y MEHSI TAKOE
’KE 4yBCTBO
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0 — ompeneneHHo, 3TO TaK

1 — HaBepHoOe€, 3TO TaK

2 — JIWIIb B OYCHBb MAJIOW CTENEHH, 3TO TaK
3 — 9TO COBCEM HE TaK

2.51 criocoOeH paccMesAThCSA ¥ YBHJIETh B TOM HJIM MHOM COOBITHH CMEIITHOE
0 — ompeneneHHo, 3TO TaK

1 — HaBepHOE€, 3TO TaK

2 — JIWIIb B OYCHBb MAJIOW CTENEHH, 3TO TaK

0 — coBceMm He crocoOeH

3.5 ucnbIThIBaO 0OPOCTH

3 — COBCEM HE HCIBITHIBAIO
2 — OYEHB PEIKO

1 — unHornma

0 — mpaxkTHUecKH Bce BpeMs

4.MHe KaxeTcsl, 4TO 5 CTaJl BCE JIeJaTh OUE€Hb MEIJIEHHO
3 — MPaKTHYECKH BCE BpeMs

2 — 9acTo

1 — uHorna

0 — coBcem HeT

5.4 He cnexy 3a CBOEH BHEITHOCTHIO

3 — ompeneneHHo, TO TaK

2 — 51 HE YIEJSII0 9TOMY CTOJIBKO BPEMEHH, CKOIBKO HYKHO
1 — MoxeT ObITh, 51 CTaja MEHBIIE YIETIATh ’TOMY BpEMEHU
0 — s ciexy 3a coOo¥ Ta ke, KaK U paHbIIIe

6.4 cumraro, uTo Mou nena ( 3aHATHUS, YBICUCHHS ) MOTYT IPUHECTH MHE YyBCTBO
YIOBJICTBOPCHUS

0 — TOYHO TaK ke, Kak ¥ 0OBIYHO

1 — na, HO HE B TOU CTEMEHH, KaK paHbIIe

2 — 3HAUYUTEIBLHO MEHBIIIE, YeM OOBIYHO

3 — COBCEM TaK HE CUHUTAIO

7.51 MOTry MOJY4YUTh YAOBOJIBCTBUE OT XOPOILIEH KHUIHU, PAIUN0 — WIH

TEJICIIPOTPAMMEBI
0 — yvacrto

1 — uHorma

2 — penKo

3 — OYeHb PEeaKO
KomnmuecTBo 0amios:
¢(0-7 6amnoB — Hopma

¢8-10 6a10B — CyOKJIIMHUYECKU BBIPAKEHHbIE CUMIITOMBI
ebonee 11 6annoB — KIMHUYECKH BBIPAKEHHBIE CHMITOMBI



