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OBLIASA XAPAKTEPUCTUKA PABOTbI
AKTYaJIbHOCTb U CTeNeHb Pa3pad0TAHHOCTH TeMbI UCCJIeJOBAHUSA

JluctoHus (MblIIeyHasi JUCTOHMS) - KIMHUYECKUA CHUHAPOM, XapaKTEpHU3YIOIIUKCS
HEPUTMHUYHBIMU MEJJICHHBIMA HACWJIbCTBEHHBIMU JIBIDKCHUSMH B PA3JIMYHBIX YacCTsIX Tela,
CBOCOOPa3HBIMH U3MEHEHHUSIMH MBIIICYHOTO TOHYCA U Marojiornyeckumu no3amu (MapkoBa
E.l., 2002). [annbie MeTaaHanu3a 15 wucclieoOBaHUNM HSNUAEMHUOIOTHH TMEPBUYHBIX
JUCTOHUM OLICHUBAIOT YaCTOTY BCTPEUAEMOCTH 3TOM HO30J0THH Kak 16,43:100000, ogHako
OTMEUEHBI CYIIECTBEHHBIC Bapualuu Mpeolnanarnmx (opM TUCTOHUN B Pa3IUYHBIX
nonymsanusx (Steeves et al., 2012). IlposiBieHus Oo0€3HH CYIIECTBEHHO BIMSIOT Ha
Ka4ecTBO XU3HU: OT 25% 1m0 50% manueHToB cTpagaloT ACHpeccuii, 00Jb SBIAETCS OTHOM
U3 KITIIOUEBBIX kanob y 67-75% namuentos (Kuyper et al., 2011).

[To stuonorun 3aboneBanus pazpenstor nepBuunyto (I1/]) u Bropuunyro ¢Ghopmbl
muctoHuu. Ciywsan [IJ] Moryt OBITh Kak CIOpagMYeCKUMH, TaK W HACIEJACTBEHHO
00yCJIOBIIEHHBIMH.

[To Bo3pacTy nebroTa 3a00JieBaHUS MPUHSTO BBIACIATH PAHHIOI TUCTOHHUIO (J1€0IOT
no 40 7er), OOBIKHOBEHHO HAYMHAIONIYIOCS C KOHEYHOCTEH W B JaJbHEHIIEM
pacIpoCTpaHSIONIYIOCS Ha APYrUe aHaroMudeckue obnactu (reHepanuzarusi). [lo3mHss
JTCTOHHUS (>40 JIET) XapakTepU3yeTcs IIEpPBOHAYAIIBHBIM BOBJICUCHUEM
KPaHUOIIEPBUKAIBHONW OOJACTH WM PYK M AHATOMHUYECKH PEIKO BBIXOIUT 3a PaMKU
JOoKanpbHOM wim  cerMeHTapHod  (Gopmbl. Cpenu  dokanbHbIXx  ¢dopMm  Hambonee
pacripocTpaHeHa nepBukaibHas nuctonus (I[/]), B ocHOBE KOTOpOM JieKaT yCTOMYMBBHIC
HACUJIbCTBEHHBIC  COKpAIEHUS  MBIII IIE€H, NPUBOAAIINE K OOJE3HEHHBIM W
WHBAJIMIU3UPYIOIIMM CIIa3MaM M MaTOJIOTHYECKUM 11o3aM ToJioBbl U meu (Brin et al., 2001).

[TaToreHeTHueckue MEXaHU3MBI JUCTOHUM OCTAIOTCSI HE BIOJHE SICHBIMH U CETOIHS
(Breakefield et al., 2008), omHako He BBI3BIBAET COMHEHHs €€ MYIbTH(AKTOpUATbHAS
MpUpoaa, BEAYIIYI0 poOjidb B KOTOPOM UIrpaeT TeHeTHYecKas MNpeapacioyioKeHHOCTb,
MPOSIBIIIONIANACS B YCIOBUSAX BO3JACHCTBHS SK30reHHBIX (hakTopos (Hallett et al., 2008).

K nacrosmemy momeHTy ommcano Oonee 20 ¢hopM HACIEACTBEHHOW NEPBHYHOMN
muctonuu (Petrucci et al., Valente et al., 2013). [lomaBnsitoriee OGOJMBITUHCTBO CITy4YaeB
HACJIE/ICTBEHHON JUCTOHUU ¢ paHHUM (110 40 neT) HagasoM OOYyCIIOBJICHO MYTAlHMsIMHU B

renax DYT1 u DYT6 (Muller, 2009; Schmidt et al., 2010; Albanese et al., 2013).
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DYT1 - renepanu3oBaHHas JUCTOHHS C PAaHHMM HayajloM, - IMPEACTABISAET COOOM
HauOoJjee yacTyro (GopMy MEepBUYHON HACIEICTBEHHOW AUCTOHMU. YacToTa BCcTpeuaeMocTu
DYTI onenuBaercs kak 1:10000 — 1:15000 B neeBperickoit u 1:3000 — 1:5000 B eBperickoi
monyisiuu  (Bressman et al., 2007). 3a0oneBaHue HacleayeTcss IO ayTOCOMHO-
JOMUHAaHTHOMY THUNY M B OOJBIIMHCTBE ClIydaeB JAeOIOTHPYET B paHHEM BO3pacTe.
HecmoTpst Ha Hanuuue OOIIMX 3aKOHOMEPHOCTEHW, (PEHOTUIMUYECKUN CIEKTp MyTaluu
DYTI mupok M BKJIIOYAET HE TOJILKO (POKAJIbHBbIE M TE€HEPalM30BaHHbIE (OPMBI, HO U
dbopmbl, MaHu(pecTUpyIOLUE H30aupoBaHHBIM TpeMopoM (Naiya et al., 2006; Muller, 2009).
[Tpuunna pa3ButTus 3a0oneBaHus - yHuBepcanpHas aenenus GAG-nosropa B rene TOR1A
Ha JUTMHHOM I1Ieue 9 xpomocomsl (9q32-034).

DYT6 - nucTtoHus «CMENIAaHHOTO» THUIIA C HAa4yalloOM B FOHOIIECKOM BO3pacte, - 10
pa3HbIM OlleHKaM cocTaBisieT oT 1% g0 25% Bcex cimydaeB MEpPBUYHON HACIIEICTBEHHOM
JTUCTOHHUU C HauajioM B paHHeM Bo3pacte (Bonetti et al., 2009; Djarmati et al., 2009; Ozelius
et al,, 2010). Kak u DYT1, dopma DYT6 Hacnenyercs ayToCOMHO-TOMUHAHTHO. DeHOTHIT
XapaKkTepu3yeTcs HadalloM, B cpeAHeM, B 16 JieT; B MOJOBUMHE Cly4aeB B je0roTe
3a00JIeBaHUS BOBJICEKAIOTCS MBIIIIIBI PYK, 3aTE€M CIEAYyeT BOBJICUEHUE KpaHUambHOU (25%)
WiK 1epBUKaIbHOM (25%) Myckynarypbl C TEHIEHUMEH K TIeHepalu3alud WIn
MYJIBTH(POKAILHOMY paclpocTpaHeHHu0 Oosiee yeM y mosioBuHbI OonbHBIX (Ozelius et al.,
2011). ITpuunna 3aboneBanusi - myranuu B reie THAP1 na xpomocome 8p21-q22. Ha
CEroJIHAIIHUMN JIeHb omucaHo Oonee 60 MyTalMii, KOTOpble MOTYT 3aTparuBaTh BCE€ TpU
sk30Ha reHa (Blanchard et al., 2011). YeTkas koppensius reHOTUI-(DEHOTH 10 HACTOSIIIETO
BpeMenu He onucana (Blanchard et al., 2011; Xiromerisiou et al., 2012).

Joda-ayBctButensHas auctonus (JAYJl; cunapom CeraBpl), TakKe HU3BECTHAs Kak
mucronnss  DYTS5/DYTI14, wHaciaemyercs MO ayTOCOMHO-JIOMHHAHTHOMY  THITY.
DEeHOTUNIMYECKN XapakTepu3yercs paHHMM (B cpeiHeM — 6 Jjer) pae0lToM ¢
MEepBOHAYAJILHBIM BOBJICYEHUEM HOT C MOCJIEAYIOIIEW TeHepanu3aluei, ApaMaTuueCKuM
yAaydiieHueM Ha (OoHE MalblX J03 JIEBOJAOMbl. JTa (opMa AUCTOHHM BbI3bIBACTCSA
mytamusamu  reHa GCHL1 (Ichinose et al.,, 1994). Kiunudeckas W TeHeTHUYECKas
reTepOreHHOCTh AUCTOHMM DYTS penaer OMAarHOCTUKY 3TOM HO30JIOTHMM HEMPOCTOM
HEBPOJIOTUYECKOM 3a7aueid, XOTsI OOLICMPUHSATOE CErO/IHsS €€ OMpE/AelIeHHe KaK CHHIpPOMa
n30MpaTrenbHOM  HUTPOCTPUAPHOM  HENOCTATOYHOCTH  JoaMuHa B CBSI3U €

HaCJICACTBCHHBIMUA I[eq)eKTaMI/I e€ro MeTadoIM3Ma IO3BOJISIET O6’beZ[I/IHI/ITB BCC THUIIMYHBLIC U
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aTUIIMYHBIE CIIy4Yau, W JIOIyCKaeT MOCTAHOBKY TaKoro auartosza 6e3 mposeaenus JIHK-

auarHoctuku (Jeon et al., 1998).

eanb uccaexoBanus
AHau3  KIMHUKO-TEHETHUUYECKUX  KOppeNsiiui, (QPEeHOTHUIHYECKOTO  CIEKTpa,
JTUArHOCTUYECKUX KPUTEPUEB M BeOyIIUX (HAKTOPOB, BIMSIONIUX Ha KIWHUYECKHE
MPOSIBIICHUST HaumOoJiee PACHPOCTPAHCHHBIX THUIOB TNEPBUYHOM NUCTOHUU C PAHHUM

Ha4aJIOM B POCCHUMCKOW MOMYJISILIAM.

3agaum uccien0BaHuA
1. OnpenenauTs 4acTOTy T€HETUYECKUX (OpM MEPBUYHOM JUCTOHUU B HEBBIOOPOUHOM

CCpUHU CIIYy4acB JaHHOI'O IBHUIaTCIILHOIO paCCTPOﬁCTBa C paHHHUM Ha4YaJIOM.

2. OnenuTts crekTp dpenorunuueckux nposisiaeHuit guctonndt DYT1, DYT6 u DYTS B
poccuiickol  (IPEUMYIIECTBEHHO BOCTOYHOCIIABSHCKOW) TIOMYJISIIIAM, BKITIOYAs

KOpPEeJSLUUA TeHOTUTI-(DEHOTHII.

3. OI_[eHI/ITB CBA3aHHBIC C KIMHHKO-TCHCTUYCCKUMU (I)aKTopaMI/I ACIICKTBI Ka4dc€CTBa

JKN3HU U UX BJIMAHUC HA COOUAJIBHYIO adallTalluIO IMTalfTuCHTOB.

4. OnpenenanTs BO3MOXKHOE BIMSIHHE Ha TSDKECTh 3a00seBaHMs TakuxX (PaKTOpOB, Kak

BO3pacT ,Z[C6IOTa, JIHUTCIIBHOCTD 3a00/1eBaHus U I'CHACPHBIC pa3JIN4KA.

o. Pazpaborars kpuTepuu IUArHOCTHKU i (OpPM HACIEACTBEHHOW IUCTOHUU C

paHHUM HayajoM.

Hayynasi HoBU3HA

BriepBeie B poccuiickold MOMynsnuyd ObUTO TMPOBEACHO KOMIUIEKCHOE KIMHUKO-
TeHETHYECKOEe HCCIIEIOBaHUE pa3HooOpa3us (EHOTUINHYECKUX TPOSBICHUH IUCTOHUN
DYTI, DYT6 u DYTS, Ha ocHOBE 4ero npoBEAEHbI COMOCTABICHUS KOPPEIALHMI T€HOTUII-
¢enorun. IlpencraBmeHa OIeHKa CTEMEHM B3aWMOCBS3M KIMHUYECKUX MPOSBICHUN
JUCTOHMU C BO3pacToM jelroTa 3a00J€BaHMs, €ro JUIMTEIbHOCTBIO M IO0JOBO3PACTHBIMU
XapaKTepUCTHUKAMH TAIlMEHTOB, B YaCTHOCTH, TMOKa3aHO, YTO TE€HEPATU30BaHHbIC (OPMBI
MEePBUYHON AUCTOHUU XapaKTEPU3YIOTCS A€0I0TOM B IETCKOM BO3pacTe, HauboJsee TaKeIbIM
TEUEHHEM U HauOOoJee BBIPAKCHHBIMU IIOKA3aTeNIIMU COLMANBHON Je3ajanTaluu U

YXyaueHuAd KadyeCTBa JKHU3HU. Brimonaeno KOMILIICKCHOC KIIMHHUKO-TCHCTUYCCKOC



6

WCCIIEZIOBaHUE, HAMIPABIEHHOE HA BBISABICHHE B3aUMOCBs3€H (DEHOTUIMUYECKOTO CHEKTpa U
XapakTepa Te4eHHUs OOJIE3HH C KAYeCTBOM >KM3HH OOJIBHBIX M CTENEHBIO MX COIMAIbHOU
aganTauuy. BriepBele B pOCCHMCKOW IONYISALMH OIMCAaH Cilydyall HAMOINATHYECKON
JUCTOHUM C paHHUM HadajioM, OOYCJOBJCHHBIM wmyTamuedr B TeHe DYT6, w
MPOJEMOHCTPUPOBAHO  OTIIMYME €ro  KIMHUYECKUX  XapaKTEPUCTUK OT  paHee

ACCOLIMUPOBAHHBIX C 06Hapy}I(eHHI>IM THUIIOM MYyTalluH.

TeopeTHyeckasi U MPaKTHYECKAs 3HAYUMOCTH PaGOTHI

[Toka3aHa BBICOKAs CTENEHb BEPOSTHOCTH HACJICICTBEHHO OTSATOIICHHOH (hOPMBI
WIMOTIATHYECKOM JWCTOHMM B CIOydasX C paHHUM Je0roToM  3abojeBaHus U
TeHepaJIM30BaHHBIMA JUCTOHMYCCKUMHM THIIEPKHHE3aMHu. [IpoJIeMOHCTPHpPOBAHO, YTO
HAJIMYHAC UCCISAYEMBIX MyTAIlUi XapaKTepu3yeT 0oJiee TSKEIbIe KITMHUICCKUE MTPOSBICHUS
MW 3HAUMMO BIIMSAET HAa CTEICHb YXYIAIICHHS KadecTBa JKU3HHM OOJBHBIX, CHIDKCHHE HX
(YHKITMOHAJILHON aKTUBHOCTH M CTETICHh HHBAIHIM3ANH. [[0ka3aHO 3HAYMMOE yXy/AIIeHNE
KauecTBa XKU3HM HE TOJBKO 3a CueT (PU3MYCCKHX (B IICPBYIO OYCpPEIb JIBUTaTCIIbHBIX)
mapaMeTpoB, HO M 3a CYCT HEJOOICHUBAEMBIX ICHXO3MOIMOHAIBHBIX HAPYIICHUH, TaKHX
KaKk TpEeBOTa W JICTIPECCUS, M WX 4YETKas B3aMMOCBSI3b C TOKECTHIO KIMHUYECKHX
MPOSIBIICHUH, JUIMTEIIPHOCTBIO TEUCHHMS 3a00J€BaHUS W TIEHIACPHBIMH  Pa3IUIUSIMH
MAIMEHTOB. BBISABIECHO JOCTOBEPHOE YXYAIICHHWE KadyecTBa YXU3HU IO MEpe HapacTaHUs

CTCIICHU I'CHCpAJIN3alluU JUCTOHUH.

OcCHOBHBIE 110JI0KEHUS, BBIHOCHMbIEC HA 3ALLUTY
1. TlepBuyHasi JUCTOHUS C pPAHHUM HAYajJOM B POCCUHCKOM MOMYASLUUHU SBISETCS
TEeHETUYECKH TEeTePOreHHON Tpymmod 3a0ofieBaHUN, B OOJBIIMHCTBE CIy4aes,

oOycioBneHHbIX MyTanusmu B rerax DYT1 u DYTS.

2. Yactora cnyuyaeB 3a0ojieBaHus, OOYCIOBICHHBIX MyTanusiMu B reHe DYT6,
HEBEJIMKA, OJHAKO COIMOCTaBMMa C paHee MOJYYCHHBIMH B 3apyOeKHBIX paldoTax

JAaHHBIMHA O €€ SIMUACMHUOJIOTHHN B PA3JIMYHBIX ITOITYIIAINAX.

3. Crenenp TsDKeCTH 3a00JieBaHUSI U CTENEHb (DYHKIIMOHAIBHOM Je3aJanTaluu
MAILMEHTOB C TEPBUYHOM JUCTOHUEH HMMEET NPSAMYKO 3aBUCHUMOCTH OT BO3pacTa
nebroTa, JUIMTENBHOCTH 3a00J€BaHMS M CTENEHUW TeHepaM3alllud, YTO TakKkKe

KOppEJIUPYET C HACIEACTBEHHON OTSTOILIEHHOCTBIO.
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4. TIcuXx0AMONMOHANBHBIA CTATYC TAIMEHTOB, COIYTCTBYIOIIUN OOJEBOW CHHIPOM H
JpyTrue KOMIIOHEHThI KIIMHUYECKOTO MOoJUMOp(u3Ma MpOsIBICHUNA JUCTOHUU UTPAIOT
CYLIECTBEHHYIO POJb B OIPEACIICHUM CBSI3aHHOIO CO 3J0POBbEM KauecTBa KU3HHU

MaIuEHTOB.

CreneHb J0CTOBEPHOCTH U anpodauus pe3yJibTaTOB

J10CTOBEpPHOCTH MOJIYYEHHBIX PE3y/ITaTOB OMPEAEIAEeTCS KOJTUYECTBOM HAOIIONCHHUIA,
MIOCTAHOBKOM WEIM U 3a/a4, KPUTEPUSMH BKJIIOYEHUS NALUEHTOB B MCCIEIOBaHUE,
UCIIONIb30BaHHEM B paboTe COBPEMEHHBIX METOAOB OOCIEOBaHMs, NPUMEHEHUEM
CTaTUCTUYECKOTO aHAJIN3A, aICKBATHOTO 3a]1a4aM HCCIICIOBAHUSL.

PaGora ampoOupoBaHa W peKOMEHJOBaHa K 3allUTe HAa COBMECTHOM COOpaHUU
HAay4yHbIX COTpygHUKOB 1, 2, 3, 5, 6 HEBpOJOTMYECKUX OTACICHUH, HAy4YHO-
KOHCYJIBTAaTUBHOTO  OTACJICHHS,  OTHCJIEHUS  JIydeBOM  JMArHOCTHKH,  HAy4yHO-
KOOPAMHAIIMOHHOTO M 00pa30BaTeIbHOTO OTHeNa, OTACICHHUS HeHpopeaOuIuTaluu Hu
dbusnorepanuu,  1abopaTopuu  KIMHUYECKOW  Helpodusumonmoruu,  nabopaTtopuu
SNUAEMHONIOTHM W TMPOPWIAKTHKU 3a00JI€BaHUN HEPBHOW CHUCTEMBI, Jaboparopuu
MaTOJIOTUYECKOM aHATOMHUHU, J1Ta0OpaTOPUHM TEMOPEOJOTHU M TeMocTaza (C KIMHHUYECKOU
nabopaTopHON  JAMArHOCTUKOW),  Jmaboparopu  KIMHHYECKOHM  (DapMaKOKMHETHKH,
naboparopur HEHPOXUMHH, OTIEJICHUS HEUpOXUPYPIUM C TPYNNOH COCYIUCTOM H
snpoBackymsipHoil xupypruu ®I'bHY HIIH 24 mas 2017 r.

Marepuansl auccepranuu mpeactaBieHbl W obOcyxnaensl Ha [l HanumonamsHOM
KoHrpecce mo Oonesnu [lapkuHcona u pacctpoiictBam nBmwkeHusi, (Mocksa, 2014); VII

cbesne Poccuiickoro oOiecTBa METUITMHCKUX TeHeTHKoB, (CaHkT-ITetepOypr, 2015).

Buenpenue pe3yabTaToB padoThl
[TomyueHHble pe3ynbTaThl BHEAPEHBI B MPAKTUKY pabOThl 5-TO HEBPOJIOTHYECKOTO

OTIEJICHUS U Hay4yHO-KOHCYIbTaTuBHOrO otaenenus ®I'bHY HITH.

yoankannu
[To Teme muccepranuu omyoarnkoBaHo 10 meyaTHeIX paboT, U3 HUX 3 MyOJIMKalUKA B

u3nanusax, pekomenayeMmoix BAK npu Muno6pnaayku PO.
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JIn4YHBINA BKJIAJ aBTOPA

ABTOpY NpHUHAMJIEKUT OIpENeAolas poib B IIOCTAaHOBKE IEJed M 3amad
UCClIeI0BaHus, 000OCHOBAHHUH BBIBO/IOB U MPAKTUUYECKUX PEKOMEHIAUUN. JINUHO BBIOIHEHO
KJIMHUYeCcKoe oO0cCiIeI0OBaHWE TAalMeHTOB: IPOBEJAEH CcOOp aHaMHe3a, NOAPOOHBIM
HEBPOJIOTUYECKUNA OCMOTP MALMEHTOB, OLICHKA N0 KIMHUYECKUM IIKanaM. CaMOCTOATENBHO
MPOBOAMIIOCH HCCJENOBAaHUE C MCIOJIb30BAaHUEM HEUPOPHU3UOIOTMYECKHX METO/I0B
(uronpuatass DHMI'). CamocrosdTenbHO NPOBOAMIACE OOTYIMHOTEpANUsl y MALUEHTOB C
¢doxanbHbIMU (popMamMu TUCTOHUU. CaMOCTOSTENBHO NPOBEACH CTATUCTUYECKUN aHAIHU3
JaHHBIX, OOOOIIEHbl M MPOAaHAIU3UPOBAHBI IOJIYUYECHHBIE PE3YIbTaThl, CHPOPMYIUPOBAHBI

BBIBOABI U MTPAKTUUCCKUC PEKOMCHAAINH, ITOATOTOBJICHBI HYGJ'H/IKaL[I/II/I.

Crpykrypa u 00beM U AUCCepPTALHU
Huccepranusa uznoxeHa Ha 115 crpanumax MamumHOnucHOro tekcta. CocTouT u3
BBeICHUS, 4 T[JaB, BBIBOJOB, IPAKTUUECKUX PEKOMEHAAIUMM, CHHCKa JIUTEpaTyphl,
BKJTIOYArOIero 13 oredecTBeHHBIX M 156 3apyO0eXHBIX HCTOYHHUKOB, a Takke 10
COOCTBEHHBIX MyOJIMKAIMI aBTOpa, 3-X KIMHUYECKHX MpuMepoB. PaboTa wimtocTpupoBaHa

16 pucynkamu u 17 Tabaunamu.

MATEPHUAJIBI, METOJOJIOI'YS U METO/bI NCCJIEJOBAHUSA

O0mas xapakTepucTUKa 00JIbHBIX

Pa6ora mpoBomunace B ®PI'BHY “Hayunsliii mentp HeBposnorun” Ha 0aze 5
HEBPOJIOTUYECKOTO  oTneieHus. JluccepramuoHHas paboTa OCHOBaHAa Ha —aHaju3e
pe3yabTaToOB OO0CIEeNOBaHUS W JiedeHHUsT 53 OONBHBIX, CTpaNaIMUX (EHOTUITUYECKH
pa3nuuHbIMU (popMamMu nepBUUHOM AucToHnu — doxanbubiMu (L/]), cermenTapusivu (C/I)
n renepanuzoBaHHbiMu (I'Jl). Knuanueckme denorunsr IJI u CJI ompenensiuce B
COOTBETCTBUU C HMEIOIIEHCA KIMHUYECKONM CUMITOMAaTHUKOW, YYMTHIBAs BOBJIEUECHUE B
JUCTOHMYECKHE CHa3Mbl MBI ONpPEJEICHHOro pervoHa tena. )] XxapakrepusoBanach
CUMIITOMOKOMJIEKCOM BOBJICUEHHSI 00EHUX HOT M KaK MUHHMYM eIlle 0OJHON oOmactu Tena (1o
kputepusim A. Albanese et al., 2011). ®oxkansabie Gopmbl (L[J]) ObuUIH THATHOCTUPOBAHBI Y
25 (47,17%), cermentapusie — y 13 (24,53%). B rpynny IJ] Bomwu 15 mnanueHTOB
(28,30%). HeranbHO coOpaHHBI CeMEWHBIH aHAMHE3 TMAlMEHTOB C JUCTOHUEH U

O6CJ'I€IIOB3HI/IG AOCTYIIHBIX IJIsI OCMOTpa POACTBCHHUKOB ITO3BOJIMJIN IIOJYYUTH HTAHHBIC O



9

CEMENHON OTATOIIEHHOCTH. B 00cnenoBaHHOM rpynme O0JIbHBIX MOATBEPKICHUE CEMENHON
otsronieHHocTH uMmenock y 8 (15,09%): B uccrnenoBanue ObUIM BKIIIOYEHBI JIBE Mapbl
CMOCOB, M pPOJCTBEHHBIE Mapbl: OTELl U JI0Yb B OJHOM CEMEHHOM CIydyae M TETKa U

INICMSHHUILIA — B IPYI'OM.

MeTo0/10J10THSI M METO/IbI HCCJIeI0BAHUS

TspKkecTh KIMHUYECKUX TMPOSBICHUN JUCTOHUYECKUX CHHIPOMOB M UX BIUSHUE Ha
MOBCEJIHEBHYI0O aKTUBHOCTb TMAallUEHTOB B TMEpUOI HAONIONEHUS OIECHUBAIH IIO
COOTBETCTBYIOIIUM OOIIECTTPUHATHIM IITKATaM.

Jns ouenku Tsokectu L[/ wmcmomp3oBamace mkaza TWSTRS (Toronto Western
Spasmodic Torticollis Scale) (Consky E.S., 1994). Jlns cyMMapHOH OIICHKH MBIIIICYHON
JMCTOHMH UCIONb30Bajach mikana bepka-®Pana-Mapcnena (BFMRS), noctpoennas mo
PEUTHHTOBOMY TPUHIHUIY ¢ TO3BOJSIONIAS CYMMapHO OIICHUTh  BBIPAXKEHHOCTH
JUCTOHUYECKOTO CUHApoMa B 9 yacTax Tena (I1a3a, poT, TOPTaHb, LIes, TYJOBUILE, PYKH U
HOTU — OTJEJIBHO C KaXJI0H CTOPOHBI).

Jlnst uccnenoBaHus CBA3aHHOTO cO 3710poBbheM KadecTBa xu3HU (KOXK) mamueHToB C
IUCTOHUEH U UIACHTU(PUKAUUMU (AKTOPOB, ACCOLUUUPYEMBIX C €ro YXyIIIECHHUEM,
UCTOJB30BAJICS METOJl AHKETHPOBAHHUA C IIOMOIIbIO HECHEeUU(PUUECKOro KpaTrKkoro
ornpocuuka SF-36 (Medical Outcomes Study Short Form 36-Item Health Survey).
[TarmeHThl caMOCTOATENIBHO OTBEYAIM HAa BONPOCHI MPEJOCTABIECHHON UM aHKEThI MOCIe
MHCTpyKUMHU Bpada. OnpocHuk SF-36 BxiatogaeT 36 BONPOCOB, CTPYNIIMPOBAHHBIX B § IIKaJI,
orpaxarommx coctosiHue ¢usznueckoro (P®K3) u ncuxumyeckoro (I1K3) xommoneHTOB
3m0poBbs. Onenka OK3 ckmanpiBaeTcs U3 oneHoK puzndeckoro GyHKInoHupoBaHus (PD),
poJIeBOro  (PYHKITMOHUPOBAHUS, OOYCJIOBJICHHOTO (U3UYECKUM cocTossHuEM (PDD),
unTeHcuBHOCTH 00 (MB), o6mero cocrosaust 310poBbs (O3). Onenka [1K3 Brirodaer B
cebs oIleHKy >XKu3HeHHOW akTuBHOCTU (JKA), coumanbHoro d¢yskiuonupoBanus (CD),
poneBoro (yHKIIMOHHPOBAHUS, OOYCIOBICHHOTO SMOIMOHAIBLHBIM cocTosiHueM (POD),
MICUXUYECKOTO 3710poBbs (113).

JIns BBISBIIEHHSI M OLICHKH BBIPAXEHHOCTU TPEBOTH U JEMPECCUM HCIOJIb30Balach
CKPMHUHTOBAs rocnuTanbHas mkaiga tpesoru u aenpeccurn HADS (Hospital Anxiety and

Depression Scale), (Zigmond et. al, 1983).



['pynny cpaBHeHMS Il OLEHKM KIMHUYECKHUX XapaKTepUCTUK cocTaBuian 20
nanueHToB ¢ (QokanpHoi (IIJ]) mucTOHMEW, y KOTOPBIX IO JaHHBIM MOJIEKYISIPHO-

TeHETHYECKOTO aHanu3a oTcyrcTBoBany mytanuu B reHax DYT1, DYT6 u DYTS.

MoJieKyJISAPHO-TeHEeTHYeCKUI AaHAIH3

MornexynsipHO-TeHeTHYeckass 4YacTb palOoThl BhIMONHslack Ha 0Oaze JIHK-
nabopartopuu 5-ro HeBposoruueckoro oraeneHuss GI'BHY HIIH. Beero 6wu10 nccnenoBano
145 obpasnor JIHK GonbHBIX pOCCHUHCKON MOMYIAIUMU ¢ (POKATBHBIMHU, CETMEHTAPHBIMHU U
reHepain3oBaHHbIMU hopmamu T1]1.

MonekynsapHO-TeHETUUECKUM aHaIn3 TMPOBOJAUICA B HECKOJIBKO 3TaroB. OOpasibl
reHomHoi JIHK BeIessiv U3 1eIbHOKM KPOBHM ¢ TIOMOIILI0 Habopa juist Beiaenenus Wizard
Genomic DNA Purification Kit (Promega Cat. # A1125). ITouck neneumu GAG B rene
TOR1A mnpoBomuiy MOJWMEpPA3HOM IIEMMHON peakiueld B peXHWME pealbHOTO BpPEMEHH.
O6pasusl JIHK, mokazaBuive OTpuLATENbHBIA pe3ynbTaT Npu TecTupoBaHuM Ha DYTI,
OBLTM TIPOAHAIM3WPOBAHBI 1O TpeM »HK3oHaM reHa THAP1 wmetomom mpsmoro
cekBeHHpoBaHUs. AMmuindukanus Bcex 6 3k30H0B reHa GCH-1 ocymecTrisiiace MmeTogoM
MOJMMEpa3HOM HenHoi peakiuu Ha nmpubope MJ Research ¢ nabopamu cTtaHmapTHBIX Hap
MpaiMEPOB B COCTAaBE PEAKUMOHHOM cMmecu W npu ycnoBusax [P, mpennoxkeHHBIX 1

aHanu3a myraumit JJU/I.

Craructuyeckast 00padoTKa pe3yibTaToB

JUnis  aHanmu3a  TMOJIYYEHHBIX KJIMHMYECKMX W MEIUKO-TEHETHMYECKUX JaHHBIX
MCIOJIb30BaIaCh CTaTUCTHYECKast 00paboTka pe3ynbTaroB B mporpamme PASW Statistics 22.
JUia  uccieqoBaHMsl 3aBHCHUMOCTH KOJIMYECTBEHHBIX IEPEMEHHBIX OT HE3aBUCUMBIX
(GakTopoB W KOBapHaT HCIOJb30BAJCS MHOTO(GAKTOPHBIN KOBApUAIMOHHBIA aHaJIU3
(ANCOVA), wmomenp miaBHbIX 3((GEKTOB, s OIEHKA MEXKIPYIIIOBOIO pPaBeHCTBA
JUCTIEPCUN 3aBHCHUMOM NEPEMEHHOM MCNOib30Baics Kputepuil JluBuns. Cratuctudecku
3HAYMMBIMU CUUTANUCH pe3ynbraThl mpu p=0,05.

HccaenoBanue 0100peHo J0KAJAbHBIM 3THYecknM kKomuTterom ®I'BHY HIIH
(mporokosn Ne 12/13 or 11.12.2013). Bce y4acTHMKHM 1epel BbINOJTHEHUEM

HCCJIeI0BAHMS PO MPOLEeYPYy NOANMUCAHNS MH(POPMUPOBAHHOIO COTJIACHSL.



1
PE3YJBTATBI HCCIIEAOBAHUA U UX OBCYKIEHUE

Kinnu4yeckasi XapakTepucTHKA 00¢/1€J0BAHHBIX 00JIbHBIX

Hamu Obutn uccnmenoBanbl 53 maiueHTa ¢ pa3iuyHbIMA (GOpMaMu TMEPBUYHOU
uauonaruuecko nucronuu. ®okanbubie (opmbl (L[J]) ObuiM auarHocTupoBaHbl y 25
(47,17%), cermentapubie — y 13 (24,53%) nmauuentoB. C 1enblo CTaHIAPTU3ANH BEIOOPKU
NAlMEHTOB HaMU He ObUIM BKJIIOYEHBI B MCCIEJOBAHHME JpPYTrUe pacnpoCTpaHEHHbIE
BapuanTtel ®JI, Takume kak OnedapocnasMm wim opoMaHAUOYNIsIpHAs AUCTOHHS; HaJIUYHE
(oKanbHBIX THUIEPKUHE30B B paMKax KIWMHUYECKOW KapTHUHBI TE€HEPATM30BAHHBIX U
CEerMEHTapHBIX (OPM YUHMTHIBAJIOCH NPH HadyucIeHHH OamwioB mo mkamam [WSTRS wu
BFMRS. B rpynny '/l Botu 15 (28,30%) narmenToB. Bee uccnenoBanHbie TpyIbl ObUTH
omHOpoAHBI 1O Bo3pacty (p=0.719, xputepuit Kpackemnna-Yommuca) u nmony (p=0,543,
IMupcon Xwu-kBanpar). Cpennuii Bo3pact mamueHtoB B rpynmax [J[ m CJI cocraBun 28
([8;54] wm [18;49], coorBerctBenHo), B rpymme LIJI — 31 [18;58] ner. I'emaepnoe
pacnpenenenue Obuto crepyromuM: B rpymme [J[ myxkuwmssl coctaBisim 40,0% [6],
weHmuHbl 60,0% [9]; B rpynne C/ — myxuunsl 23,1% [3], xxenmmnasl 76,9% [10]; B rpynme
I — myxuunsl 40,0% [10], wenumuel 60,0% [15]. Hanuuue neneunn GAG-moBropa B
rede DYT1 Os1n0 BeisiBiieHO y 14 maruenToB ¢ [, y 7 — ¢ CII, m y 5 — ¢ IIJ] (Pucynok 1).
Hannmuue wmyranmm B komupyromeid ob6nactu rena GCH-1 (DYTS) Owbuto kputepuem
nocraHoBku guarHosa JYJ[ B 7 caydasx CI u numb B ogHoMm ciydae [l (Pucynok 1).
I'pymnmioit xoHTpoONst B uccinenoBaHuu sABsuCch 20 manueHToB, y KoTopbix JIHK-anamus
nocueaoBarenbHO He BbIsiBWII MyTauuid B reHax DYTI1, DYTS u DYT6. B rpynnmax c
HACJIEICTBEHHO  OOyCJIOBJIEHHbIMU  (OpMaMHU  AUCTOHUM  TaKXkKe  MPOBOAMIICA
nemorpagudeckuii aHanmu3; OBUIO TOKa3aHO, 4TO BoO3pacT AcOroTa 3aboyeBaHus OBbLI
JOCTOBEpPHO OoJiee paHHMM B TPYIIAX C MOJOKHUTEIbHBIM aHAJIU30M Ha HOCHUTEIbCTBO
mytauuu B reie DYT1 u B rene noda-uyBctBUTenbHON quctonnn DY TS.

[IpoBoauBIIKECS B IPYIINAX MOMAPHBIE CPABHEHUS BBISIBUIIN JI0CTOBEPHBIE Pa3Inyus
M0 BO3pacTy Hayana 3a00JieBaHus, I€MOHCTPUPYS Haubosee paHHUI 1e0roT 3a00ieBaHus B
rpynne ¢ IJ[. Merox nonapHOW OLICHKM BBISBHII CICAYIOIIUE CTATUCTHUYECKU 3HAYMMBIC
pasnuuus B rpymmax cpaBHenus [J[ u CI (p=0.003), T u L (p=0.000), CA u L1
(p=0.001, xputepuiit Manuna-Yutran). Tak, B cpeqnem menuana Bo3pacrta jaebrora mpu []]

coctraBuna 9 [5;11], mpu CI — 16 [6;26] u nipu L1 — 29 [7;57] ner.
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Pucynok 1. CooTHOIIEHUS! TEHOTHUI-(PEHOTHUTT

Hns Bcex rpymnn marueHntoB npooauics JHK-ananus (Tabmuma 1). Enunuunbii,
BBISIBIICHHBII HAMH BIIEPBbIE B POCCUICKON MOMYJSALUU, clydail mytanuu B rene DYT6 B
TabNnuIle He MPENCTaBIEH, OJHAKO B CHJIY CBOEH SKCKBHU3UTHOCTH TOAPOOHO pa3zobpaH B
Ka4eCTBE KJIMHUYECKOIO MNpHUMepa. lpynmoil KOHTPOJsS B HCCIECAOBAaHUU SBISIUCH 20
MAallMEHTOB COMOCTaBUMOIro Bo3pactra, y Kortopbix JIHK-anamu3 mnocnepoBarenbHO He
BbIsIBWI MyTalui B reHax DYT1, DYTS u DYT6. Paznuuust B rpynmnax no HacjaeJACTBEHHOM
OTATOIIEHHOCTH ObLTH cTaructudecku 3HaduMBI (p=0,000, [Tupcon Xu-kBamapar).

Tab6anua 1. Pesyabrarsl JIHK-ananu3a npu pa3iuyHbIX KIMHHYECKHX BAPHUAHTAX

AMCTOHUU
Kimanka
I CA 0
I'enorun DYT1 + KonmngectBo 14 7 5
% 93.3% 53.8% 20.0%
DYT5 + KonmuecTBo 1 6 0
% 6.7% 46.2% 0.0%
KouTponb Konuvectro 0 0 20
% 0.0% 0.0% 80.0%




1

B rpynmax c¢ HacneAcTBEHHO OOYCIOBICHHBIMU (oOpMamMu JUCTOHHH TaKKe
npoBoauics nemorpaduueckuit ananu3 (Tabnuia 2). beiio mokasaHo, 9To Bo3pacT aedroTa
3a0o0sieBaHus ObUI JOCTOBEPHO O0Jiee paHHUM B IpyMmax € MOJIOKUTEIbHBIM aHAJIN30M Ha
HocutenbecTBOo MyTanuu B reHe DYT1 u B rene moda-uyBcTBUTEnbHON AucTtoHmu DYTS
(p=0.000, kputepuii MaHHa- YUTHH).

Taonuna 2. Jlemorpaguyecknii aHAJIN3 HACTEACTBEHHBIX (DOPM TUCTOHUU

l'enoTun
DYT1 + DYT5 + Kontpoins
Bo3spacr Bamugnoe N 26 7 20
Cpennee 28 34 35
CrangapTHOE OTKJIOHEHUE 11 13 12
Munumym 8 19 18
Maxkcumym 54 49 58
Menuana 28 31 36
[TpouenTmns 25 22 22 26
[TpouenTtuns 75 33 47 43
Bo3spact ne6rora Bamugunoe N 26 7 20
Cpennee 13 12 32
CranmapTHOE OTKJIOHEHUE 8 7 12
MuHUMYM 5 6 14
Maxkcumym 46 26 57
Mennana 11 11 32
[IpouenTuns 25 8 7 23
[IpouenTtuns 75 16 12 40
[Ton M KonunuectBo 11 1 7
% 42.3% 14.3% 35.0%
K KonuyectBo 15 6 13
% 57.7% 85.7% 65.0%




OOHapy)XeHO, 4YTO BCE€ HACJIEJACTBEHHO OOyciOBIeHHbIE (OPMBI 3a00IEeBaHUSA
apisitoTcss (opmamu ¢ paHHuM (o kputepusm EFNS, 2011) nebGrotom (mo 40 ner):
cpenHMi Bo3pacT Haudana Oosie3nu coctaBiasin 11 [8; 16] ner B rpynme mamueHTOB C
myTtarmend B reHe DYT1 (mpu cpemnem Bo3pacte 60nbHBIX 28 [8; 54] nmer). B rpymme ¢
nuctonuert DYT-5 cpennuii Bo3pacT AebroTa 3aboieBanus Takxke coctapisa 11 [7; 12] net
npu cpeaHeM Bospacte obOcnemyemsbix 31 [19; 49] netr. B rpymnmne cpaBHeHus (0ojbHBIE
JTUCTOHUEN Oe3 BBISBICHHBIX MYTAllMi) CPEIHMI BO3pacT MAIMEHTOB OBLI COMOCTaBUM C
paHee oxapakTepu3zoBaHHbIMU Tpynnamu (36 [18; 58] ner), ogHaKO ¢ YETKO OTMEUEHHOMU
TEHJCHIIMEH K TMOBBIIMICHUIO BO3pacTa; BO3pacT ke [e0Ta 3HAYUTENHbHO OTIHYaCs,
MPUXOMACh HE HA JETCKUH M MOAPOCTKOBBIM BO3pACT, KaK MPU HACIEACTBEHHBIX (opMax
Oonesnn, a Ha Oomee B3pocubiit: 32 [23; 40] ner. IenmepHble paznmuuus OBLIN
pacnpeneneHsl cienyronum oopasom: 15 [57,7%] xenmun u 11 [42,3%)] My>K4uH B TpyIe
¢ myrtarueit DYT1; 6 [85,7%] xenmun u 1 [14,3%] myxunna. Takas ke TEHICHIHS K
npeoONalaHuIo SKEHIIMH COXpaHslack B rpymnmne koHTposs: 13 [65,0%)] xeHmuH u 7
[35,0%)] Myx4uH.

UYacrota BcTpeuaemoctd DY T6-monoxkurensHoit ¢hopMbl B 00CIEIOBaHHONW HaMu
rpynmne 6onbHbIX HeBenuka (0,7%), 4To CpaBHUMO C YaCTOTaMHM BCTPEYAEMOCTH B JAPYTHX
nonyasusax (Hemenkoit — 1%, cepockoit — 1,8%, Opuranckor — 2,5%, monbckoit — 4,2%)
[Golanska et al., 2015, Houlden et al., 2010, Dobricic et al., 2013], xpoMe amepuKaHCKOM
(25%) [Bressman et al., 2009]. B xoze Hariero ucciae10BaHusl HAMU BIICPBBIC B POCCUICKOM
MOMYNAIMKA OblIa BBHISIBJICHA T€TEPO3UTOTHAsE MuUcceHc-mytanus C.424A > G, p.T142A B
kofupytomei obnmactu 3 sk3oHa reHa THAP1 (Puc.2). Ha puc. 3 nmpuseaen ¢parmeHT
CHUKBEHCA, COCpXKAIINi JaHHYI0 MyTaruio. XoTs oOHApY)KEHHAss HAMU MYyTallus yxe Oblia
omucaHa paHee KaK acCOIMUpOBaHHas C (POKAIHHOM JTapUHTeaTbHONW NUCTOHUEH C MO3THUM
HaAyajoM, B HalleM HaOIOAeHUH (PEHOTUT JAUCTOHUHM XapaKTEPU30BAJICS WU30JIMPOBAHHBIM
doxanpHbIM THNepkuHE30M (I[/[) ©Oe3 BOBIEUEHHS MBI TOPTAHH U IJIOTKH, YTO
MoATBepKaeT BhIcKasbiBaBIkecs padee [Blanchard et al., 2011, Xiromerisiou, et al., 2012]
MIPEIITOJIOKEHUST 00 OTCYTCTBUHM KaKUX-JTMOO OOMMTaTHBIX COOTBETCTBUI T€HOTHUII-(DEHOTHIT
JUIst 9TOM (OpMBI MEPBUYHON IUCTOHWUU. B ocTalmbHOM (PEeHOTHMUYECKHE OCOOCHHOCTH
HaOJTFOIABIICTOCS HAMHU KIIMHUYECKOTO ciy4asi BIUChIBAIKCH B oOmienpunsTeie [ Albanese et
al., 2011, Ozelius et al., 2011] kpureprn MOCTAaHOBKH JHArHO3a ayTOCOMHO-IOMHHAHTHOU

AUCTOHHWU C PaHHUM Ha4YaJIOM.
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Pucynok 2.

Xapakrepuctuka mytanuu T142A

A — cxemarnueckoe uzoopaxenue 6enka THAP1, DBD — JIHK-cBs3piBatonuit jomen, PR —
nposuH-6orarast oonacts, CCD — coiled-coil nomen, mtpux — obmacts, Hecymias NLS

MO CJICIOBATEIIBHOCTb.

B — nmocnenoBarenbHOCTh aMuHOKUCTOT B 6enke THAPL, ctpenkoil ykazaHa aMMHOKHUCIIOTA,
B KOTOPO# TIPOU30IILIA 3aMEHA.

C — mozenb romogumepu3aiuu THAPL.
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l
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Pucynok 3. ®parmMeHT ceKBEHUpPOBaHUs, coAepkamuii c.424A > G

ol

A — 3amuchk ¢ psiMoro mpaiimepa; B — 3amuck ¢ ooparHoro mpaiimepa.



Kak panee ObLJIO MOKa3aHO MHOTMMHU aBTOpaMH, CIOpagudeckue (opmbl JUCTOHUU
ABIIAIOTCS npeumyiiecTBeHHO ¢okanbHbiMu (L1J]), meGroTupyroT B 3HaYMTENHHO OoJiee
MO3HEM BO3pACTE U XapaKTEPHU3YIOTCSl CTAlMOHAPHBIM TEUEHHEM € Oosiee OIaronpHusTHbIM
neucOnbIM notenuanom (Bressman et al., 2007, Albanese et al., 2013).

B 3agaun nccnenoBaHus BXOAusIa OLIEHKA KAYECTBA KU3HU MAlIMEHTOB C Pa3JIMUHbIMU
dbopmMamMu TEpBUYHOM TMCTOHUU U BIMSHUE HA HEE TAaKUX XapaKTEPUCTUK OOJIE3HU, Kak
BO3pacT JebrTa, JIUTEIbHOCTh TEYEeHUS 3a00JIeBaHUSA, €ro TSHKECTh U CTENEHb
00yCIIOBIEHHON UM WHBaMau3anuu. M3BeCTHO, YTO TsKeCTh cOCTosHMs OonbHOTO I[1]]
(He3aBUCHMO OT HACJIEJCTBEHHOW OTATOIEHHOCTH) IIOJIBEP)KEHA B PaBHOW CTEINEHU
BJIMSTHUIO MHOTOYHMCIIEHHBIX (DaKTOPOB, OTpaXKarolIMX, B MEPBYIO OUYEpEb, TIKECTh CAMOIO
3a00JIeBaHUS U CTENEHb OOYCIIOBJICHHOW WM WHBAJIWIU3ALNU, TIPU 3HAYUTEIHHON pOJH
TakuX (PaKTOpPOB, KaK HATMUYKME KOMOPOUIHBIX TICUXO3MOIIMOHAILHBIX HApYIIEHU! (TPEeBOTH
u genpeccun) u ux BmusiHusg Ha KK (TumepOaesa, 2012).

Hamu B pabote noka3ana HaubombInas 3aBucuMocts KK mareHToB ¢ qnuctonuen ot
YpOBHS (PU3UYECKOTO U MICUXMUYECKOTO KOMIIOHEHTOB 3710pOBbs (00siee moapoOHbBIN aHAIN3 -
Puc. 7, 8). IlpoBeneHHbIi HaMu aHaAIU3 MPOJEMOHCTPUPOBAN, YTO TE€HEPAIU30BAHHBIC
(GhopMBl MAMOMATUYECKOW AUCTOHUM TIO CPaBHEHHMIO C (DOKAJIbHBIMU U CETMEHTApHBIMU
dbopMaMu XapakTepU3yrOTCs 1e0I0TOM B paHHEM (MPEUMYIIECTBEHHO JETCKOM) BO3pacTe,
HamOoJee TSKENIBIM TEUCHHEM W HauOoJiee BBIPAKEHHBIMH IMOKA3aTESIMU  COIUATBHON
Je3ajanTali U yXyAlIeHNus KayecTBa KU3HU BO BCEX MCCIIEIOBAaHHBIX IPyMax MalleHTOB
(Puc. 4).

I'pynma manuenToB ¢ I'J[ mpu cpaBHenuu c¢ rpymmnod C/] nocTtoBepHO OTiIMuaniach
MPAKTUYECKU 1O BCEM OIEHWBAaEMbIM MoOKazareisiM. Jlisi OOJIbHBIX C TeHEepaIrn30BaHHOU
dbopmoii AUCTOHUM OBLTM XapaKTepHBI 0OJiee BBICOKME CyMMapHBIE Oayibl MO IIKajlaM
BFMRS u TWSTRS (Puc. 4), 49ro cBUACTENbCTBYeT O OOJbIIEH aHATOMUYECKOU
pacTpoCTPaHEHHOCTH TUIEPKUHE30B, OoJiee TSHKEIOM COCTOSHUU M OOJbIIeH CTeneHH
uHBanuaAu3anuu. bojee HU3Koe KauecTBO JKM3HM B rpymne nanueHToB ¢ [ Takke
OOBSICHSIETCS M CTAaTUCTUYECKH 3aMETHBIM IpeoONIaJaHueM B ATOW TPyMIe KIMHHYECKU
BBIPAKECHHBIX TPEBOTH U JICTIPECCHUH.

Eme 3ametHee ObuM pa3zimuuusi MEXAy T'€Hepaln30BaHHOW U (pokajIbHOHM (B HaIIeM
UCCleI0BaHUN — LiepBUKaNbHOM) dopmamu [1/]. ['pynmbl 1ocTOBEpHO pa3invyaInch MEXIy

co0Ol O BCEM OIICHMBAEMBIM MapaMeTpaM, YTO AEMOHCTPUPYET 3HAYUTENbHBIE OTIHYHUS



MEXITY dTHMH JIByMsI HO30JIOTHYECKUMHU BapHaHTAMHU IUCTOHHUH U TIO TSHKECTH 3a00JIeBaHMS,
U TI0 CTENEHU MHBAIMAM3AIUH, U 110 HAIUYUIO KOMOPOUIHBIX TPEBOTH U JETIPECCUU, U TIO
KK (p=0.000, xputepuit ManHa-YUTHH).

[Ipy momapHOM CpaBHEHHHM CETMEHTapHbIX U (POKaJbHBIX (OPM ITUCTOHUU CTONb
3HAYMMBIX DPA3IMUMid MEXIy ABYMS TpylmnamMu BbIsiBIeHO He Obutio (p>0.05, xkputepwii
Manna-Yutau). Tak, rpynmnsl NpakTUYECKA COMOCTABUMBI KaK MO TSHKECTH 3a00JIeBaHUM U
creneHd (GOpPMUPYEMOHl UM yTpaThl TPYAOCHOCOOHOCTH, TaK M TMPAKTUYECKH He
pa3IUyaloTCsl HU N0 YPOBHIO KOMOPOUIHBIX 3a00J7€BaHUN, HH IO Pa3JIUYHBIM aCIEKTaM
KK.

[TonapHbie cpaBHEHUs MPOBOIUIMCH TAKXKE MPHU OLIEHKE TPYII C HACIEICTBEHHOU
OTATOIICHHOCThIO M TPYMIMBl KOHTPOJS (CHOpagudyecKue Ciiydan TUCTOHWHU). B Hamem
WCCJIeIOBAaHUU OBUIM TOJY4YEHBI JAHHBIE O JOCTOBEPHBIX PANIMUUAX B ATUX TPYIIAX IO
CJIEIYIOIIMM MapaMeTpaM: CTENEeHb FreHepaTn3alui JUCTOHUYECKOTO TUTIEPKUHE3A, TKECTh
3a00/ieBaHUs U BbI3BaHHAsT WM CTENEHb WHBAIUAN3AIMU, CTENEHb BBIPAKEHHOCTU
KOMOPOUIHBIX TPEBOTH U JICTIPECCUH, (PU3MUECCKUN U IICUXUUECKUN KOMIIOHETHI 3I0POBBSI.

B xome wuccnemoBanusi OBLJIO TMOKAa3aHO, YTO [0 MEpEe HapacTaHUs CTENEHU
TeHepan3alliid JTUCTOHUU OTMEYACeTCS COOTBETCTBEHHO YXYIIICHHUE KIMHUYECKHUX
MPOSIBIICHUM, YTO OTPAXKAETCS B TSKECTHU 3a00JICBAHUS U €r0 BIUSHUM Ha Ka4eCTBO KU3HU
nmanueHTa. Pa3nmuuus OINeHKM KIWHWYECKUX MPOSBICHUN aucToHHM 1Mo mkame BFMRS
JEMOHCTPUPYET JOCTOBEPHOE HapacTaHWE CYMMapHOM TSXKECTH THUIEPKUHE3a B
3aBUCHUMOCTH OT cTeneHu renepanusannu (Pucynok 4). Tak, moka3aHo HapacTaHUE TAKECTU
3a00€eBaHUsa 10 MeEpe BO3pacTaHusl TeHepanu3aluu oT ¢GokanbHbIX (GopMm (p<0.05,
kputepuit Kpackemnna-Yomnuca).

Omnenka moka3zarenedi mkansl TWSTRS (Toronto Western Spasmodic Torticollis
Scale) mo 2-m paznmenam (TSHKECTh M MHBAJIMIN3ALMA) TaKKe MOKa3ajga yBelnueHHe Oasnia
Mo TpPagueHTy OT (OKAIbHBIX (OpPM K TeHepain3oBaHHBIM. lIpu olleHKe mapaMerpa
“TsbkecTs’ y manueHnToB ¢ ]l cpennsis ouenka cocrasuna 29,1 [22,0; 33,00]; paznuuust mo
ATOMY pazfeny ObUIM MUHHMMAJIbHBI B TPyIIax, IJe LEpBUKAJIbHAs BOBICUEHHOCThH OblLia
OJTHUM U3 KOMIIOHEHTOB cerMeHTapHoro rumepkuHeza (18,5 [16,0; 20,0]) wim Obuia
€IMHCTBEHHBIM cuMnToMoM (doxkambabie ¢dopmer - IIJ[) (19,0 [15,0; 23;0] (p<0.05,

kputepuit Kpackenna-Yomnuca).
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PucyHok 4. 3aBUCUMOCTb TSDKECTU JUCTOHUU OT cTeneHu renepanusanuu (BFMRS)

[TommapHbie cpaBHEHUSI HACTIEACTBEHHBIX (HOPM TUCTOHHH MEXIY COOOW M C TPYIIION
CPaBHEHMSI IEMOHCTPUPYIOT CIEAYIOIIME 3aKOHOMEPHOCTH. Tak, OLIEHWBAEMbIH MapaMeTp
CyMMapHoO# onieHkH JuctoHnu no uikaie BFMRS 6b1n Bbilie B rpynmne cpaBaenus “DYT1+
u DYT5+” (p<0.05, kpurepuit ManHa-YUTHH), B KOTOPOH Takke OTMEUAINCh Haubosee
HU3KHUE 3HaYeHHs 0aioB mo ciaeayromuM nokazarensiMm KXK: poneBoe ¢pyHkunonupoBanue,
oOycroBieHHOe (HU3NUYECKUM cocTossHueM, W Oonb. CiemyeT Takxke oOpaTUTh 0co0oe
BHUMaHHE Ha HaJMYUEe CTATUCTUYECKU AocToBepHbIXx pasznuunii B KK mo Bcem
orileHuBaeMbIM acriektaM (aiis rpynmnsl “DYT1+ u KonTponb”) u JoCTOBEpHOE pazinyue B
rpynne “DYT5+ u Kontpons” naumb no napamerpy PO® (poneBoe (pyHKIMOHHPOBAHHE,
00yCJIOBIGHHOE 3MOLIMOHAIBHBIM COCTOSSHMEM; OLIEHHWBaJlaCh CTENEHb, B KOTOPOH
SUMOLIMOHAIBHOE COCTOSHME MELIAET BBIIOJIHEHNUIO PabOThl MM JIPYrod IOBCEIHEBHOMU
JeSTEIbHOCTU — BKIJIIOUasi OOJIbIINE 3aTpaThl BpEMEHHU, YMEHbIICHHE 00beMa MpojieIaHHON
palboThl, CHWKEHHE €€ KauecTBa M T.IL.; HU3KHE IOKa3aTelyd MO 3TOM MOAIIKaie OBbLIH
WHTEPIPETUPOBAHbl  KaK OrPAaHMYEHUST B  BBHINOJIHEHUM IOBCEAHEBHOM  paboThI,
00yCJIOBIIEHHBIE YXYAIICHHEM SMOIMOHAIbHOTO coctostHus) (p<0.05, kpurtepmii ManHa-
VYutHn). [lociennee cBs3aHO MPEUMYIIECTBEHHO C MHOTOJIETHUM, XPOHUYECKUM TEUECHUEM

IlO(l)a'SaBI/ICI/IMOI‘/II AUCTOHUU Ha IMPOTAKCHHUHN BCEH KM3HMU HanmueHTOB, YTO HC BBI3BIBAJIO



BBIpQXKEHHOW MHBanuau3anuu, ogHako Biausuio Ha KX B cuwiy smolmoHanbHO-
ad(deKTUBHBIX HAPYIICHWH Yy TMAalMEeHTOB 3a CuUeT “HeU3NIeYMMOCTH’ 3a00ieBaHHs U
HEOOXOJUMOCTH TOKHW3HEHHOIO, CTPOrOro CJEJIOBaHUA CXEME I[IpUeMa IIpernapaTroB
neBojonbl. BmecTe ¢ TeM MMEHHO B TpyMIe MAlMEeHTOB C M0¢a-3aBUCUMON JUCTOHHUEH
oTMeYaslach HambOoJjee CTOiKas MpPUBEPKEHHOCTh MPOBOAMMOMY JICUCHUIO (€XKeIHEBHBIN
MepopaibHBIN MpUEM TabJETUPOBAHHBIX MPEMAPATOB JIEBOJOIBI), UTO OOBSICHSAETCS CTOMKOM
KOMITEHCAllUe UMEIOIIET0Csl HEBPOJIOTHYECKOro nedunnuta Ha poHe Tepanuu U OLUyTUMOU
pa3HULIEN B HEBPOJOTMYECKOM CTaTyCe MAMEHTOB Ha (DOHE JIEYEHUSI U BHE €TO.

Baxnoit cocraBustomeit onenku KXK manueHTOB ¢ JHUCTOHHMEH SBIAJICS aHAIU3
TPEBOYKHO-JIENIPECCUBHOTO CUHJIPOMA M €r0 CBSI3U C IPYTUMH XapaKTEPUCTUKAMH OOJIE3HH.
VYpoBeHb TpeBoru u Jnenpeccun no Imkaie HADS wHapactanm oT CyOKIMHUYECKU
BBIpaXKCHHBIX TposiBiieHui (8-10 GamnoB) k kimHHYeckuM (11 OGamaoB | BBINIE), TaKKe
KOppEIupysl CO CTENEHBIO AHATOMHYECKOW BOBJIEYEHHOCTH: i rpynnel [J[ ypoBeHb
TpeBoru cocrasui 12 [11; 13], yposens aenpeccuu — 14 [11; 17]; cooTBeTCTBEHHO, I
rpynnel CII — 10 [8; 111 u 9 [7; 11], ana U — 9 [8; 10] u 8 [7; 9] (p<0.05, xputepmii
Manna-Yuruan) (Pucysku 3, 6).
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Pl/lcyHOK 5. 3aBUCHUMOCTD YPOBHA TPEBOTU OT CTCIICHU I'CHCPAJIN3allU TUCTOHUHU
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PI/IcyHOK 6. 3aBUCUMOCTD YPOBHA ACTIPCCCHUU OT CTCIICHU I'CHCpAJIU3alU JUCTOHHUN

KagectBOo kM3HM OOJBHBIX KOMIUIEKCHO (B TOM 4HCJIE€ COIMAJbHBIE W
TICUXOJIOTUYECKHE HapYIIEHUs) OIEHUBAIOCH 10 onmpocHUKY SF-36. OnpocHUK oTpakaer
oOmee  Omaromoiaydyue W CTENEHb  YAOBICTBOPEHHOCTH  TEMH  CTOPOHAMU
KU3HEEATEIIBHOCTU OTPANTUBAEMOTO, Ha KOTOPHIE BIHSIET COCTOSTHHE 3710poBbsi. SF-36
cocTOMT ®3 36 BOMPOCOB, CrPYNIUPOBAHHBIX B BOCEMb IIKaT: (PU3UYECKOE
(yHKIMOHUpOBAHUE, pOJeBas JEATeNbHOCTh, TeJecHass O0oyb, 00IIee 3J0pOBbE,
KHU3HECTIOCOOHOCTh, COIHAIbHOE (YHKIIMOHHUPOBAHUE, OSMOIMOHAIBHOE COCTOSHUE U
ncuxuyeckoe 310poBne. [lokazaTenu KaKa0il MIKaabl COCTABIECHBI TAKUM 00pa3oM, 4TO YyeM
BbIlIE 3HaueHue nokaszarens (ot 0 o 100), Tem myuine oneHka Mo u3d0paHHou mikane. M3
HUX (OPMHUPYIOT JBa MTapaMeTpa: MCUXOJOTHUCCKUN U (PU3NUECKUN KOMIIOHEHTHI 3I0POBBSI.

[lo wmepe HapacTaHusi CTENEHM TeHEpaIM3allUM  JIUCTOHUU  OTMEYalioCh
COOTBETCTBEHHO YXY/IIECHUE KIWHUYECKUX MPOSBICHUNW, YTO OTPaXajoCh B THKECTH
3a007€BaHMS W €r0 BIMSHUU Ha KAa4eCTBO >KM3HU TMAIMEHTAa. AHAJIN3 XapaKTePUCTUK
cBa3aHHoro co 3aopoBbeM KK (mkana SF-36) mnokaszanm Hamuuume CTaTUCTUYECKOM
TEeHJICHIIMM OTHOCHUTENIbHO Oosiee BbICOKMX OIeHOK [IK3 u ®K3 y GoibHBIX C MO3IHUM
HadasoM auctonuu (Pucynku 7, 8). J{ns ncuxudeckoro KoMnoHneHnTta 3aoposbsi: [J] — 57,18

[56,45; 58,26], C/1 — 62,26 [58,65; 64,68], LIJ] — 63,28 [60,12; 65,02]; aus ¢pusudecKoro



2

KOMIIOHEHTa 310poBbs: [J] — 46,02 [45,25; 46,78], CI1 — 45,56 [42,94; 47,17], 11]] — 45,36
[43,98; 46,97]; p<0.05, xkputepuii Kpackemna- Yoiuca.
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Pucynoxk 8. 3aBucumocts @K3 0T cTenenu reuepanuzanuu JUCTOHUI



Bmecte ¢ cymMMapHOW OIICHKOM HMHTETPATUBHBIX IIOKa3aTeled MCUXUYECKOTO H
¢uznueckoro kommoHeHToB KOK, neranpHBI aHanM3  CTAaTUCTUYECKH  3HAYUMOU
3aBHCHMOCTH OaJIJIOB OT KIMHHYECKHX MPOSBICHUN OBbUT BBIBEACH JUIA Ka)XIOH M3 KT
OTJIENBHO.

PoneBoe ¢Qusnueckoe dynknmonnpoanne (POD) — mokazarenb, KOTOPBIH
MOKa3bIBAaET POJIb (PU3MUECKUX MPOOJIEM B OTPAHWYCHUU KUIHEACATEIHHOCTH, OTPa)KaeT
CTETNeHb, B KOTOPOM 3/I0pOBbE JIMMUTHUPYET BBINOJIHEHHE OOBIYHON EATEIbHOCTH, T.C.
XapaKTepU3yeT CTENCeHb OTrPAaHWYCHUS BBITIOJHEHUS pPabOThl WM  TIOBCEIHEBHBIX
o0si3aHHOCTEN TeMHu MpoOIeMaMu, KOTOPBIE CBSI3aHbI CO 3[I0POBHEM: YEM BBIIIE MTOKA3ATENb,
TEM MEHBIIE, MO0 MHEHHUIO TAalMeHTa, MPOOIEeMbl CO 3I0POBBEM OTrPAaHUYHUBAIOT €TO0
MOBCEIHEBHYIO JEsTeNIbHOCTh. Hu3kue mokazatenu Mo 3TOW IKaje CBUAETEIbCTBYIOT O
TOM, YTO TTOBCEHEBHAS JCSITEIBHOCTh CYIIECTBEHHO OTpaHNYeHa (PU3NYECKUM COCTOSTHUEM
310poBbs. [lokazana 3aBucumocTs PO® OT cTeneHn reHepanu3anuu JUCTOHUM: HAIISIHO
OTpaXeHO BO3pacTaHHWe 3HAYeHUE M, Kak crueacTtBue, Oonee Beicokoe KK mo wmepe
yMEHbIIIeHHs cTenenu renepanusanuu (I — 72,56 [71,98; 72,98], C1 — 76,06 [73,38;
76,941, LJI — 76,11 [75,38; 77,09], p<0.05, xpurepuii Kpackemra-Yommmca). [lupokwmii
nuana3oH 3HadyeHuil PO® npu CJI xoppenupyeT ¢ BapuabelbHOCTHIO aHATOMUYECKOH
BOBJICUCHHHOCTH TpH 3TOM Qopme nucrtoHuu. OYEeBUIHO, YTO MHUHUMAIIbHAS CTEIEHb
redHepanu3anuu (doxanbHas ¢Gopma) XapakTepusyeTcsi Hambosiee BBICOKMM IMOKa3aTeIeM
OILICHWBAEMOTO TTapamMeTpa.

[Mkana 6omu (MB) olieHnBaeT HHTEHCUBHOCTH OOJIEBOTO CHHJIPOMA U €r0 BIUSHUE HA
CIOCOOHOCTh 3aHMMAThCSI HOPMAIBLHOU NIESATEIBHOCTHIO, BKIIOUAs padOTy MO JOMY U BHE
€ro B TEUYECHHME MOCJIEHEr0 MECsSIa: YeM BBINIEe TOKa3aTellb, TEM MEHbIIE, 110 MHEHHUIO
nanyeHTa, OOJICBBIX  OINYIICHWH OH  WCHOBIThIBAI. HwW3KkWMe  3HAYCHUS  IIKaJIbI
CBUJIETEIILCTBYIOT O TOM, YTO OOJb 3HAYMTEIILHO OTPAaHUYUBACT (PU3UYECKYIO aKTHBHOCTH
naruenTa. [lamuenTsr ¢ [1J] 3HAUMTENHPHO MEHBINIE HCIBITHIBAIM CBS3aHHBIE CO CBOUM
3a0oneBaHreM OOJIEBBIC OIIYIIEHHS, HEXelu manueHTsl ¢ [J], 4ro oTpaxkanock B Oomee
Bbicokoit onenke umu KK (I']] - 59,76 [58,86; 59,96], CJI - 59,88 [58,79; 60,87], LIJI —
63,08 [60,11; 65,12], p<0.05, xpurepuii Kpackemia-Yosmuca). .

XKuznennast aktuBHOCTH (JKA) moapasymeBaeT OIEHKY OIMYIICHUS MMAllMeHTOM ceOs
MOJIHBIM CWJI U 3Hepruu. Huszkue Oamibl CBUAETEILCTBYIOT 00 YTOMJICHUHM HCCIENYyEeMbIX,

CHIOKCHUM WX >KH3HCHHOM aKTUBHOCTH. CTaTHCTHYECKHU AO0CTOBCPHO 0oee HH3KHE



MOKA3aTeJIM 3TOTO mapaMerpa y manueHtoB ¢ [J] oTpaxkator Gonee Hu3koe 3HadeHue [1K3
TIpU BBICOKOW cTerneHu reHepanuzanuu nucronuu (U1 - 53,21 [52,57; 54,27], CI - 55,92
[54,76; 57,39], LIJT — 56,46 [55,47; 57,92], p<0.05, kputepuii Kpackesnna-Youca).

lkana  comumanpHOro  ¢yHkiuonupoBanuss —  (CD) —  oneHuBaer
YIOBJIETBOPEHHOCTh YpPOBHEM COIHMAJIbHONW aKTUBHOCTU (OOIEHUEM, MPOBEIACHUEM
BPEMEHU C JIPY3bsIMHU, CEMbEH, COCEISIMH, B KOJUICKTHBE) U OTPAXKAET CTETICHb, B KOTOPOM
¢dbu3nueckoe WM SMOIMOHAIIBHOE COCTOSHUE TMAallMeHTa UX OTpaHUYMBACT: YEM BBIIIE
MOKa3aTeNb, TEM BBIIIE COIMAIbHAS aKTHBHOCTH 3a mocieanue 4 Hemenu. Huszkue OGambr
COOTBETCTBYIOT 3HAUUTEIHLHOMY OTPAHMYEHHUIO COLMATBLHBIX KOHTAKTOB, CHHYKEHUIO YPOBHS
oOleHuss B CBSI3M C yxyameHueM 3a0poBbs. [lammentsr ¢ dokanpubiMu (L) u
cermentapubivu (CJl) gopmamu gucToHMM B 1eJIoM OoJiee BBICOKO OIICHHBAIOT CBOIO
COLIMANIBHYIO aJanTaIlMio, YTO JEMOHCTPHUPYET pa3pblB MEXIYy COOTBETCTBYIOIIMMHU
nokazareasiMu y HuX u 'y manuenTos ¢ I/l (I'J] - 66,17 [65,69; 67,24], CI - 67,87 [67,36;
68,51], LIJI — 68,37 [67,35; 69,11], p<0.05, xpurepumii Kpackemia-Yommca).

PoneBoe smormonansHoe ¢yHKiMoHUpoBaHUEe — (PO®) - mpenmonaraer oneHKY
CTETICHH, B KOTOPOU 3MOIIMOHAIBHOE COCTOSIHUE MEIIAET BHITIOJTHEHUIO PabOThI WU APYTOM
OOBIYHON TIOBCEHEBHOW JEATCILHOCTH, BKIIIOYAs OOJBIINE 3aTpaTbl BPEMEHH Ha HX
BBITIOJTHEHUE, YMEHbIIIEHNE 00beMa CIIIaHHON PabOThl, CHIYKEHUE €€ Ka4eCTBa: YEM BHIIIIE
MOKa3aTesib, TEM MEHbIIIE SMOIMOHAIILHOE COCTOSHHUE OTPAaHUYHBACT MOBCEAHEBHYIO
AKTUBHOCTh TAIMCHTAa. BBUIM MOKa3aHbl CYMIECTBEHHBIC PAa3UYMs 10 3TOMY KPHUTCPHUIO
Mexay nanueHTamu ¢ IJ] ¢ omnHoit ctoponsl u maruentamu ¢ CJ u IIJI — ¢ apyroii:
cymmapHbiii 6aiut o PO® 6w omytumo Hike y mamueHToB ¢ [ (73,08 [72,56; 74,01)),
YTO XapaKTepU30Bajio OOJbIIEe BIHMSHUE dMOIMOHAIBHBIX nposBieHuil Ha KK y Hux mo
cpaBuenuto ¢ rpynmnamu CJI (74,64 [73,77; 77,83]) n I/ (78,36 [77,17; 80,25]) (p<0.05,
kputepuil Kpackemna-Yonnuca).

[Tcuxonoruueckoe 3m0poBbe — (I13) — xapakrepuszyeT HACTpOEHHE, HAJTUYHE
JICTIPECCHH, TPEBOTH, OICHUBACT OOIIMH IMOKa3aTeib MOJIOKHUTEIbHBIX dMOIHMA. YeM BhIIIe
JaHHBIA TOKa3aTelb, TeM OOJIbIlIE BPEMEHHU MAIMEHTHl YyBCTBOBAJIU CE0sl CIIOKOWHBIMH,
YMHPOTBOPEHHBIMM B TEYEHHME  TOCJIEIHEro  Mecsana. Hwuskume — mokazartenu
CBUJICTEIICTBOBAIM O HAJIMYUU JIETIPECCUBHBIX, TPEBOKHBIX COCTOSHUH, TICUXOJIOTUYECKOM
HeOnarononyuuu. Paznuuus no nanHomy acrniekty KXK koppenupyioT ¢ paHee onucaHHOMN

3aBUCUMOCTBIO YPOBHA TPCBOTHW U JACTIPCCCUU OT CTCIICHU I'CHCpAJIMN3alluU JUCTOHUU. TaK,



nanueHTsl ¢ ][ olleHMBalOT CBOE IICHXOJOTMYECKOE 30POBbE Kak Oojee HU3KOE, B TO
BpeMs kak B rpymmax CJII u [/l He Tonbko oTMeuaeTcst Oosiee BBICOKHI CyMMapHBIN Oai,
HO W MUHUMAJbHBI BHYTPEHHHUE pa3nyusi 1o oreHuBaemomy mnapamerpy (IJ[ — 57,18
[56,45; 58,26], CII — 62,26 [58,65; 64,68], LI — 63,28 [60,12; 65,02]) (p<0.05, xputepuii
Kpackemnna-Yomuca).

MHoro¢gakTOpHbIH KOBAPUALMOHHBIM AHAJIN3

MHuorodakTopHbIi aHAJINU3 MO3BOJIIET MPOBEPUTH BIUSHUE HECKOJIBKUX (DaKTOPOB Ha
3aBUCHUMYIO IEpEMEHHYI0. ISl OLEHKH MEXIPYIIIIOBOIO PAaBEHCTBA JHUCIIEPCHH 3aBUCHUMOU
MEPEMEHHON HCHOJB30BAJICS KpUTepuil JIMBUHSA, YpPOBEHb 3HAUMMOCTH MPUHUMAJICA
paBHbIM 0.1. YpOBEHb 3HAYUMOCTU CXOJUMOCTH MOJICIH U BXOJSIINX B HEE HE3aBUCHUMBIX
daktopoB M KoBapuar mpuHHMaics paBHbIM 0.05. Vcmonb3oBaHHBIM METOJ TMOMOT
onpeAenuTh GakTopbl, MOIUMDUIIUPYIOIINE KINHUIECKYIO KApTUHY U TeueHUe 3a00IeBaHms
(oumenennsie mo mkamam BFMRS, TWSTRS, F-36): ncuxo3MOIMOHAIEHOE COCTOSHUE U
Jenpeccus OKa3bIBAalOT CYUIECTBEHHOE BIMSHHE Ha CBA3aHHOE co 370poBbeM KIK.
CymmapHasi OlleHKa BBIPAXKEHHOCTH HUCTOHUH, XapaKTEPU3YIOIMIAsl TSHKECTh KIMHUYECKHUX
MPOSIBIICHUN OOJIE3HH, KOPEITUpOBaia ¢ KIMHUKON 3a00seBaHus (OICHUBAIACh B TIEPBYIO
odyepelb CTENEeHb TeHepaju3aldyd JUCTOHHWM) U €ro JJIMTENbHOCThIO0. boiiee BbICOKMI
cymmapHbIid 6amr o mkaine BFMRS cootHecen ¢ GombIneit JIMTETbHOCTIO 3a001eBaHUS
(BHE 3aBHCHUMOCTH OT BO3pacTa 1e0roTa).

OtMmedeHHas BbILIE ISl JUCTOHUU B IIEJIOM 3aBUCHUMOCTb TSDKECTH 3a00JI€BaHUSL OT
KIIMHUYECKUX TIPOSBICHUM ¥ OT JJIUTENBHOCTH CcaMOM OOJE3HH MOXKET OBITh
AKCTPAINOJIMPOBaHAa U HA KOHKpPETHbIE (hOpMBI AUCTOHUH, B yacTHOcTH, Ha LIJ]. IToka3arens
TsbkecTd nuctoHuu 1o mkaine TWSTRS xapakrepusyeTcsi JOCTOBEpHON 3aBUCUMOCTBIO OT
KJIMHUKUA 3a0oneBaHusi (MMeercs B BuAy BapuaHT [IJ[ B 3aBUCMMOCTH OT KOJMYECTBa
BOBJICUCHHBIX B THUIEPKUHE3 MBI POTAIMs, JATEPOKOJUIUC, aHTEPO/PETPOKOILIHC,
narepanbHBId MUQT, CAarUTTAIBHBIN MHU(T) U €ro JUIMTEILHOCTH (Takke HE3aBHCHUMO OT
BO3pacTa J1e0roTa 3a00J1eBaHus).

Oco0eHHO Ba)XXHBIM MPEACTABISETCA, YTO CTENEeHb WHBAIMAM3ALUM MAlMEHTOB,
TaKke olleHeHHas B pamkax mkaisl TWSTRS, B mepByro ouepenb 3aBUCUT OT KITMHUYECKUX
nposiBlieHU 3aboneBanHusa. Tak, CTeNeHb MHBAIMAM3ALUM NPSIMO MPOMOPIIMOHAIBHO

KOJIMYCCTBY BOBJICUCHHBIX B I'HIICPKHUHC3 MBIIIIII.



B omenke ¢u3nyeckoro KOMIIOHEHTa 3I0POBBS KaK OOHOW W3 PE3yAbTUPYIOLINX
KauecTBa JKU3HU CYIIECTBEHHYIO pOJb WIPAIOT TAKKE KIMHUYECKUE XapaKTePUCTUKU
00J€e3HM U BO3pacT Hauyaja. BaxHbIM sBIsSeTCS yTouHEeHHE 00 yOeAMTETbHOM BIUSHUU
MMEHHO Bo3pacTa Ae0oTa JAMCTOHHHU, a HE €€ JJIUTENBHOCTH: 3TO CBA3aHO C YCBOEHHEM
MOTOPHBIX HaBBIKOB U ()OPMHPOBAHMEM IATTEPHOB JABUIATEIbHOW aKTUBHOCTH MAI[EHTOB,
HapyLIAIOIINXCS IPU paHHEM /1e0r0Te OOJIE3HU.

Bropas pesynprupyromas KX — ncuxuueckuii KOMIOHEHT 310poBbs. Kak nmokazano
HaMM, STOT UHTETPATUBHBIN MOKa3aTeNb 00yCIaBIuBaeTCs (U BO MHOTOM (JOPMUPYETCsI) HE
TOJBKO KJIMHUYECKUMH OCOOCHHOCTAMHU OOJIe3HH, HO W HAJIUYUEM M CTENEHbIO
BBIPAKEHHOCTH TPEBOTH U JIETIpeccuu (MpUYeM NMPAKTUYECKU B PABHOW CTENEHU OOOMMH
yKa3aHHBIMH IICHX03MOLMOHAIbHBIMU HAPYIICHUSIMH).

Crnenyer OTMETUTh Ba)XKHOCTH IOJYYEHHBIX JaHHBIX 00 OIpENesioleM BIUSHUU
TSKECTU ILEPBUKAIBHONW JUCTOHUM Ha YPOBEHb [JENPECCHMH Yy MAlUEHTOB: YPOBEHb
HMOIMOHAIBHOIO OJIArONOIYYHsI NAEHTOB U HAJMYKE Y HUX JETIPECCUBHBIX PacCTPOUCTB
BO MHOIOM 3aBHUCUT OT KOCMeTHuYeckoro Jnedexra, GopmMupyemMoro (¢oxaibHbIM
TMIEPKMHE30M W OTrPAaHWYMBAIOLIEM YPOBEHb COLMAIM3ALMU IAIUEHTOB M CTENEHb
KoM(]opTa, HCHBITHIBAEMOI0 MMM B OBITY M TMpPH BBINOJHEHUH MPO(ecCHOHATbHBIX

00s13aHHOCTEMN.



BbBIBO/IbI
[lepBuunast muctoHus ¢ paHHuM (no0 40 5eT) Ha4yaloOM y MAlMEHTOB B POCCHICKOMN
(IpeuMyIIeCTBEHHO  BOCTOYHOCIABSIHCKOM)  MOMYNSIIIUM  MPEACTaBIsieT  coOoit
KJIMHUYECKH M TEHETUYECKH TeTEepOreHHYI0 rpynny 3aboieBaHuil. B OonbpminHCTBeE
Cly4aeB paHHEW TMEpPBUYHOW JUCTOHUU C HUIACHTU(PUIUPOBAHHBIMU MYTaLUSIMHU
3a0oneBanue cBsi3aHo ¢ nospexaeHruem reHoB DYT1 u DYTS, B eaHCTBEHHOM ciyyae
BIIEpBBIC BbIsiBicHA MyTanus DY T6.
I'enepanu3oBanHble (OPMBI TMEPBUYHOM JUCTOHHUU XapaKTEPHU3YIOTCS Je0I0TOM B
JIETCKOM BoO3pacte, Hauboliee TSDKEIbIM TEUEHHEM | HaumOoJee BBIPAXKCHHBIMU
MOKa3aTeJsIMU COLMATIBHON Jle3alanTaluy U yXYJAUIEHUS KauecTBa KU3HM, TOINA Kak
cropaanueckue (GOopMbl SBISIOTCA MPEUMYIIECTBEHHO (OKAIbHBIMU (IIepBUKAIbHAS
TUCTOHUS), NEOIOTUPYIOT B 3HAUUTENIHHO OO0JIee MO3AHEM BO3pPACTE U XapaKTEPU3YIOTCS
CTAaIlMOHAPHBIM TeUeHUEeM ¢ OoJiee OJIaronpHusATHBIM JiedeOHbIM MOTEHIMAIOM. B Hamem
MCCIIeIOBAaHUU BCE TeHEepaIn30BaHHbIE (POPMBI OOYCIOBIEHBI XapaKTepHOU MyTaluen B
rene DYTI.
DY T-5-acconmuupoBannas (noda-ayyBcTBUTENbHAsA) opMa TUCTOHUH XapaKTePU3yeTCs
Oosee 3HAUMTENBHBIM, YEM MPEICTABISIOCH paHee, KIMHUYECKUM MOIUMOPPUIMOM
Jake B paMKaX CEMEHHBIX ()OpM, UTO BaXKHO YUUTHIBATh B KIIMHUYECKOW JHATHOCTHUKE,
HaJM4UeM BBICOKOA((EKTUBHOTO JIEUCHHS, B 3HAYUTEIBHON Mepe BIHUAIONIMM Ha
TSKECTh 3a00J1€BaHUs U CTENEHb COLMAIbHOM a/anTaluy NallMeHTOB, YTO B KOHEYHOM
CUETE OIpEAeIIAeT MapaMeTphbl KaYeCTBa KU3HHU.
dakTopamMu, MOIUMDUIMPYIOIIUMH KIMHUYECKYI0 KApTUHY M TeueHue 3abosieBaHus,
ABJISIIOTCSL BO3pAcT Je0r0Ta 3a001€BaHUs U NICUXOIMOIMOHANIBHOE cocTosiHUE. TpeBora
U JieTipecchsi OKa3bIBaIOT CYIIECTBEHHOE BIUSHUE HA CBA3aHHOE CO 37I0POBHEM KaueCTBO
KU3HMA TAIMEHTOB, MPU OSTOM (HaKTOpaMU PUCKA TOBBIIIEHHOTO PAa3BUTHUS ITUX
MICUXOOMOLMOHATIBHBIX ~ PAacCCTPOMCTB MPU  JIUCTOHUU  SABISIIOTCA  JUTUTEIBHOE
XpOHUYECKOE TeUeHHE 3a00JIeBaHUS U CTENIEHb IT'eHEePAIN3aliH.
Haubonee 3HauMMBIMU TIPUYMHAMHU YXYAIICHUS KAa4eCTBA JKU3HU SIBISETCS TAKECTh
3a0onieBaHus, (PEHOTUN TEHEPATM30BAHHOW JIMCTOHMM, HAJUYHME COIYTCTBYIOIIUX

TPEBOXKHO-JIEIIPECCUBHBIX HAPYILICHUH.



NPAKTUYECKHME PEKOMEHJAIIUU
1. V nanueHTOB ¢ MEPBUYHON NHUCTOHUEW PEKOMEHJIOBAHO MPOBEICHHE T€HETUYECKOTO
anamm3za Ha Mmyrauuio DYT1 (TORI1A) npu neGrore 3a0oneBaHuss C JUCTOHHH
KOHEUHOCTEeH B Bo3pacte 110 30 JieT, a Takke y MarueHToB ¢ ae0roTom nocie 30 JeT mpu
HaJIMYAH POACTBEHHUKOB C JUCTOHUEN C paHHUM HavyajoMm. [Ipu oTcyTcTBUHM MyTanuu B
reie DYT1 pexomMeHI0BaHO MNpPOBEACHHUE IUArHOCTHUYECKOIO TECTa C JICBOAOINOW M

uckioueHue myrauu DY TS.

2. Y Bcex ManueHTOB C JUCTOHHUEW HE3aBHUCHMO OT TSKECTH 3a00JICBAHMS W MPOBOAMMON
TEepaly PEKOMEHJO0BAHO OIPEICICHUE KadeCcTBa JKU3HM M IICHUXOAMOIIMOHAJIBHBIX
napaMeTpoB C IIEJIbI0 CBOCBPEMEHHON ONTHMU3AIMK MPOBOAMMOTO JeueHus (B T. 4. B
BHJIC JIOTIOJTHUTEIBHOTO Ha3HAYCHUS aJICKBaTHOM AHTUJICTIPECCAHTHOM,

AQHKCUOJIMTUYECKOU U 00€300JIMBAOIIEH TEparnH).
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CIIUCOK COKPALLEHUMI M YCJIOBHBIX OBO3HAYEHU

b — 6onp

I'JI — renepanu3oBaHHAasi JUCTOHHUS

JYJ1 — noga-ayBCcTBUTEIbHAS JUCTOHUS

KA — )xn3HEHHasA AaKTUBHOCTH

Wb — nHTEHCHUBHOCTH 60U

KoK — kadecTBO XU3HH

O3 — o011ee cOCTOSHUE 3J0POBbS

I1/] — mepBHYHAs TUCTOHUSA

[13 — ncuxuyeckoe 310pOBbE

[IK3 — ncuxudecknii KOMIIOHEHT 310POBbs

PO® — poneBoe pyHKIIMOHHPOBAHUE, O0YCIOBIEHHOE (PU3NUECKUM COCTOSHUEM

PO® — poneBoe pyHKIIMOHUPOBaHKE, 00YCIOBICHHOE SMOIIMOHATBHBIM COCTOSTHUEM

CIl — cermeHTapHast AUCTOHUS

C® — counanbHoe GYHKIIMOHUPOBAHHE

@] — dokanpHast AUCTOHUS

OK3 — puznyeckuii KOMIOHEHT 3J0POBbS

/I — uepBuKanbHast JUCTOHHS

BFMRS — mikana onenku auctonnu bepka-dana-Mapciena

DYT1 — renepanu3oBaHHasi IUCTOHMS C pAHHUM HayajioM

DYT5 — noda-uyBcTBUTENbHAS JUCTOHUS

DY T6 — nucToHus «CMEIIaHHOTOY» TUIIA C PAHHUM HadyajioM

EFNS — European Federation of Neurological Societies - EBpomneiickas ®eneparus
Hesponorunueckux O0miecTB

HADS — Hospital Anxiety and Depression Scale — rocrnuranbHas Ikaxa TPEBOTH U
Jenpeccun

SF-36 — Medical Outcomes Study Short-Form 36-ltem Health Survey — xopotkwuii
ONPOCHUK KaueCTBa KU3HU MallIEHTOB

THAP1 — Thanatos-accoruupoBaHHbIi OeIOK

TOR1A — Topcun-A

TWSTRS — Toronto Western Spasmodis Torticollis Rating Scale — peiitunrosas

HIKaja CracTUYeCcKo KpuBoleu 3anagHoro TopoHTo



