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BBEJAEHUE

AKTYaJIbHOCTh M CTeNleHb Pa3padoTAHHOCTH TeMbI HCCJIETOBAHUS

Hacnencreennsie Muotonnueckue curapomsl (HMC) — Gosnbliiasi reHeTUYECKH
reTeporeHHasl TIpylna HACIEJACTBEHHBIX MBIIICYHBIX 3a00J€BaHUI, OCHOBHBIM
CUMIITOMOM KOTOPHKIX SIBJIsIeTCA (heHOMEH MHUOTOHWHU. KiMANYecKn MHOTOHUS (OT Tped.
MY0 — MBIIIA; OT JiaT. tonus — HaNpsHKEHUE) XapaKTepus3yeTcs IMaTOoJIOTrHYecKOi
3aJIepKKOIM pacciabiieHus CKEJIETHOM MYCKYJaTypbl MPU MPOU3BOJIBHBIX JABUKEHUSX
IoCJie HeMpOIoJKUTEIpHOro mokost [Thomsen, 1876]. OtcyTcTBHE HO30JI0THYECKOM
crenupUIHOCTH MUOTOHUHU BCET/Ia CTABUT BOMPOC O IpoBeneHun nuddepeHInaibHOro
Y JIMarHOCTUYECKOTO IMTOMCKA JIUIs ycTaHOBIeHHs (Gopmbl 3a0oaeBanus [Becker, 1977].

HMC - oanu u3 cambIX pacnpocTpaHeHHbIX opdaHHbIX Oone3nel. Yacrora
BCTpeuaeMoCTH BapeupyeT oT 14 1o 23 ciaydaeB Ha 100 000 HacelneHHs W 3aBUCHT OT
CTpaHbl U 3THUYCCKOW MpHHAIe)KkHOCTH [Markanos, 1988; Emery, 1991; Sun et al,
2001; Harper, 2004, OMIM http://www.ncbi.nlm.nih.gov.]. HMC mnpexacraBieHs
Henuctpopuueckumu (HAM) wu aumcrpopuueckumu muotonusmu (M) [Mankodi,
2008], koTopble 00BEAUHEHBI B JIBa JecaTKa Ho3ojdornueckux Gopm. H/IM oTHOcsATCS K
NEPBUYHBIM KAHAJIOMATUSAM, OOYCIIOBJIEHHBIX MYTAIlMsIMA TE€HOB HOHHBIX KaHAJIOB
MeMOpaHbI MBIIICYHBIX BOJIOKOH, TPUBOAIIMX K HAPYIICHUIO padoThl MbIiIl [Sun et al.,
2001]. T'pynma JIM xapaktepusyercs AUCTPODUUECKUMH U3MEHEHHSIMHU CKEJICTHBIX
MBIIII] U IAPOKAM CIIEKTPOM BHEMBIIICUHBIX Hapyinenuit [Harper et al., 2004], uro
otnuyaeT ux ot HJIM, mis KOTopbIX ()eHOMEH MHOTOHHUH SIBJISCTCS BEIYIIUM U YacTO
CIMHCTBCHHBIM CHMIITOMOM Ooje3uu [Mmmapuomkud u ap., 1998; Matthews et al.,
2010].

Bpoxnennas muotonusi (BM), BkiItouaroiasi BpoKJICHHYI0 MUOTOHUIO ToMceHa

(BMT) u bexkepa (BMBb), camas pacnpoctpanennas dopma HJIM, BcTpeuaercs c
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gyacrotoi 0,2-9,4 na 100 teic. Hacenenus [Emery, 1991; I'yseesa, 2009; Sun et al., 2001].
BMT u BMb o6ycnoBnensl myTanusmu B reHe xjaopHoro kaHaia CLCN1 (mokyc 7q35)
[Sun et al., 2001] u kTUHIYECKU TIPOSBISIFOTCS TeHEPATHN30BAHHBIMA MUOTOHHYECKUMHU
(dbeHoMeHaMu, TPaH3UTOPHOM C1ab0CThIO, IEOI0TOM B paHHEM BO3pacCTe, CTAIMOHAPHBIM
T€YEHUEM U OnaronpusTHeIM porHo3oM. BMT u BMbB oTianyaroTcst pa3HbIMH TUIIAMUA
HacnenoBanusi, BMT ¢ ayrocomHo-gomuHaHTHbIM (AJl), B To Bpemsi kak BMb c
ayTOCOMHO-penieccCuBHbIM  (AP) Tumom HacienoBaHusi, HO HMMEIOT CXOJCTBO
(EHOTUITMYECKUX TIPOSIBIICHUM C BBIPAKCHHBIM BHYTPHUCEMEUHBIM M MEKCEMEHHBIM
KIMHAYECKUM TOJMMOP(PU3MOM, UTO CYIIECTBEHHO 3aTpyJIHSAET BEpUPUKAIMIO
HO30JIOTUYECKOW TPUHAICKHOCTH.

Cawmoit yactoit hopmoit JIM siBnsiercst auctpoduyeckas Muotonus 1 tuna (JIIM1)
win 6ome3ub ['opdmanna-Pocconmumo-lIlIreiinepra-barrena-Kypimanna ¢ yactoTtoit ot
2,1 mo 14,3 na 100 TeIc. Hacemenus U AJl tun HaciemoBanus [Emery, 1991; Harper,
2001]. IM1 oOycoBieHa TUHAMHYECKOW MyTaluell B TeHE MHOTOHHUHIIPOTEHHKUHA3BI
DMPK (;okyc 19q13) B Buae dKCHaHCHM TPUHYKJICOTHIHBIX moBTopoB [Davis et al.,
1997], ¢ yBenuueHHEeM dYHCIa KOTOPBIX B PSIy IOKOJECHUH B CeMbe 3a00JieBaHUE
nebrotupyer B Oosiee paHHeM Bo3pacte ((DEeHOMEH aHTHUIMMNAIMHU), WHOTJA Jaxe C
poxaenus [Logigian et al., 2004]. IM1 oTHOCUTCS K MOJIMCHCTEMHBIM 3a00JICBAHUSIM C

BBIPQKEHHBIM KJIMHUYECKUM MOIUMOP(HU3MOM, AEOI0TOM MPEUMYUIECTBEHHO Ha 2—3-M

JNECATWICTUH  JKA3HU,  HEYKJIOHHBIM  MEIJICHHBIM  IMPOTPECCUPOBAHHEM  H
HeOmaronpusITHBIM rcxooM [IxHaiaep u ap., 2005]. B nedrote u npu cTépThix hopMax
OOJIE3HU CUMIITOMBI TIEPEKPHIBAIOTCS C MIMPOKUM KPYTOM COMATUYECKOW MATOJIOTHH U
H/IM, 4ro 3atpynHseT cBoeBpeMeHHyI0 nuarHoctuky /M1 [["aycmanoBa-IleTpyceBuu,
1971].

Jnsa muddepennmanpHoi quarHoctuku HMC Ha mro0oi#t cragum 3a0o0JieBaHUS
BEIYIIUM MMApaKJIMHUYECKUM METOJIOM  sBJsieTcs  aiekTpomuorpadus (OMI).
Uronpuatass OMI" (uDMI') oOHapyKuBaeT MaTOJIOTHYECKYI0 BO3OYAMMOCTh MeMOpaH
MBIIIIEYHBIX BOJIOKOH B BUJIE XapaKTEPHBIX MUOTOHUUECKUX pa3psaaoB (MP) u nepBuuHO

MBIILIEYHBI XapakTep MOpPaXEHUs, [OCIEAHUN JIEKUT B OCHOBE TIPYNIIOBOU
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kiaccudukanuu HMC. Ognako MP u, ocobeHHo, Muonatuueckuit martept npu uOMI
HE MMeET BBICOKYIO crerubuunocts [ Timothy, 2008, Hanisch et al, 2013; Hehir and
Logigian, 2013]. [Tostomy juist iuarHoctukn HMC HeoOxo1uMo ucrob3oBanne nOMI
B KOMIUIEKCE C IpyTuMHU MeTtogamu OMI'.

[Tpu ctumynsiimonHoit OMIT (cOMI) B nuarnoctuke HMC minpoko ucnosib3yercst
putmuueckas crumytsinus (PC) ¢ vacroroit 5—60 'l 1 KOpOTKUIL TeCT ¢ HArpy3Kou
(KTH) [Streib, 1982; Fournier et al., 2004; Trivedi et al., 2013]. HeoanokpaTtHo
MPEANPUHAMAIINCH TIOTIBITKH BBIPAOOTKH aJTOPUTMA HO30JIOTHYECKON TUArHOCTUKHU
HMC c¢ wucnonb3zoBannem PC u KTH. Opnako mnoiydaeMele pe3ysbTaTbl HUMEINH
HEOJTHOPOAHBIA M 4YacTO MPOTUBOPEUMBBIA XAPAKTEP, YTO BO3MOXHO CBSI3aHO C
UCITI0JIb30BaHUEM pa3HbIX yacToT npu PC, 6onbmioro uncna narrepHa |1 tuna nmpu KTH,
MaJIOYUCIIEHHOCTBIO U T€HETUYECKH HEOJIHOPOJHOCTBIO HcciieqoBaHHbIX Ipynn HMC
[Kacatkuna u ap., 2008; Ricker, 1973; Aminoff, 1977; Streib, 1982; Deymeer et al.,
1998; Colding-Jorgensen et al., 2003; Fournier et al., 2004; Chrestian et al., 2006;
Logigian et al., 2007; Michel et al., 2007; Miller, 2008; Dupré et al., 2009; Trivedi et al.,
2013].

BM u JIM1 sBIgrOTCS CONMANIBHO 3HAYMMBIMH OOJIE3HSAMHU, B Pa3HON CTEIICHH
JI€3aJaTUPYIONIME NAMEHTOB, IPUBOJIA K 3aTPYJHEHUIO BBINOJHEHUS MOBCEIHEBHBIX
JBWKEHUN U CHOCOOCTBYIOT MOBBIILIEHHOMY TpaBMatusmy. Ilpu JIM1 wmblimieynas u
BHEMBIIIICYHAS] CHUMITOMATHKAa HEYKJIOHHO TPOrPECCHpPYeT ©  eme  OoJblie
ne3agantupyer 00abHbIX. CKOBAHHOCTH MPU MEPBBIX JIBKEHUSX U KPATKOBPEMEHHbBIC
00e3IBI)KMBAHUSL TPEOYIOT TINATEIBLHOTO T0M00pa TPYIOBOM JAESITEIBHOCTU IS
OOJIbHBIX.

J{nst noaTBepKaAeHUS nuarno3a ceroans ucnoasdyercsa JJHK nuarnoctuka, ogHako
aHaJIN3 BCEX BO3MOXKHBIX T€HOB, OTBedaronux 3a pazsutre HMC mnpencraBnser coboi
TPYAOEMKHUH, IUIMTEIBHBIM W JOporocTosmmi mpouecc. Iloatomy ¢ BHeapeHHeM
noareepxkaatomeit JJHK nuarnoctuku octpo cTout Bompoc B 000011IeHNN COBPEMEHHBIX
HAyYHBIX JAHHBIX W ONTUMHU3AINHN KIMHUKO-HEUPODU3HOIOTUIECKOTO aITOPUTMA JIJISt

BbIOOpa JIHK MeTona u mocnenoBaTebHOCTH TecTUpoBaHus reHoB nmpu HMC.



Bce 910, 1npw  BBISIBIEHHMM ~ MHUOTOHUH,  JHUKTYeT  HEOOXOIUMOCTH
nuddepentiupoBath HMC co cxoxumu 3a007€BaHUSIMUA, @ YUUTHIBAsI, YTO OCHOBHOM
rpy3 HMC cocraBnser JIM1 u BM (> 90%) [Harper, 2008; Trip et al., 2008]
onTUMHU3UpOBaTh BhIOOp mnoaTBepxkaaromet JHK auarnoctuku. CBoeBpeMeHHas
JMAarHOCTHKA B CBOIO OUEpE/h 00CCTICUNT CHIDKCHUE MaTEPHUAIIbHBIX 3aTpaT Ha TPYIOBYIO
peadbunuTanuio, NpopuIakTUKy U jedenre 0oyibHbIX ¢ BM u JIM1. BepHblil quarnos
MO3BOJIUT TPOBECTH KOPPEKTHOE MEAMKO-TEHETUUYECKOE KOHCYJIbTUPOBAHUE U IIPU
HEO0OXOMMOCTHU TTPOBECTH MPODUIAKTUKY 3a00JIEBAHUS B OTATOIICHHBIX CEMbSX.

Jlo HacTosIIero BpeMeH!U KIMHUYECKUX UCCIIEIOBAHUM C y4aCTUEM I€HOTUITUPOBAHHBIX
oonbHbix ¢ BM u JIM1 B Poccum He mpoBOAUIIOCH, HE OBUIO MOMBITOK CO3JAaHUS
YHUDUIIUPOBAHHOTO KJIMHUKO-HEHPOPU3UOIOTHUECKOTO aIrOpUTMa, B KOTOPOM ObI
VYUTBIBAJIUCh COBPEMEHHBIC TOAXOAbl K JUArHOCTUKE MHOTOHHM U BbIOOpa

MTOCJIEN0BATENBHOCTH MOJIEKYJISIPHO-TEHETHYECKOTO TeCTUpOBaHus reHoB mpu HMC.

eab ucciaenoBanus
Lens paboThl: B TEHOTUIIMPOBAHHOM rpyrne nanueHToB ¢ BM u JIM1 nposectu
CPaBHUTEJIbHBIN aHANU3 KIMHUKO-HEUPO(PU3UOJOTHUECKUX XapaKTEPUCTUK 000MX
3a00J1eBaHUH C BBIJICIICHHEM UX HanOoJiee XapaKTEPHbIX TUArHOCTUYECKUX ATTEPHOB, a
TaK)Ke pa3padoTaTh ONTUMAJbHBIN AITOPUTM BBIOOpAa MyTAallMOHHOTO aHAJIM3a T€HOB Y
naureHToB ¢ BM u JIM1 Ha panHel cTaauu U B CiIy4asx C pPa3BEpHYTON KIIMHUYECKOU

KapTHUHOM.

3amauu ucciieI0BaAHNS:
1. Ha ocHOBaHuM aHa/ii3a CUMMOTOMOB OOJIE3HW BBIICIUTH KJIMHUYECKUN MaTTEPH,
XapaKTePHBIN T BRIOpaHHBIX Tpynn narueHToB ¢ BMT, BMb u JIM1.
2. OueHUTh YyBCTBUTEIILHOCTh U CIIEIIM(PUIHOCTD BEAYIIUX CUMIITOMOB € pa3paboTKOM

KIIMHUYECKOM MIKaJIbl 11t nuddepennuansHoi nuarnoctnky BMT, BMb u /IM1.



7

3. IIpoBectu koMILIEKCHOE HEHPOPHU3MOIOTHYECKOe 00CIeI0BaHrEe C ONpeeIeHUEM
HEO0OXOJMMOIr0 U JOCTAaTOYHOro oObema TecToB DMI' B nuarHoctuke OOJBHBIX C
BMT, BMb u JIMI1.

4. BpIsSBUTh KIMHUKO-HEUPO(DU3MOIOTUUECKHE KM TEHOTUIIUYECKUE KOPPENSHUN Y
oonpHBIX ¢ BMT, BMbB u JIMI1.

5. PazpaboraTh KIWHUKO-HEHPOPUZNOIOTHIECCKUN aITOPUTM JUISI TPEIITOIOKCHUS
Kay3aTUBHBIX T'€HOB WJIM MyTaluil y namueHtoB ¢ BM HanpaBnsembix Ha JIHK-

HCCICAOBAHUC.

Hay4ynasi HOBU3Ha

Bnepssie B Poccun y nanineHToB ¢ reHeTn4yecku nokazanabiMu BMT, BMb u JIM1
OCYIIECTBICH  KOMIUICEKCHBIM  KIMHUKO-HEUPODU3UOJOTUYECKUA  aHaIu3  C
HCMOJIb30BAaHUEM MEXIYHAPOJHBIX M OTEUYECTBEHHBIX IPOTOKOJOB. Ha ocHoBanuu
MOJIYYCHHBIX JAHHBIX OIpeAesieHbl MHGOPMATUBHBIE MapaMeTphl AUarHocTuku BM u
JAM1. BrepBble omnpeiesieH BO3pacT MOSIBJICHHUS CUMITOMa MUOTOHHH, MO3BOJISIOLINMA
mupdepenuupoBate BM u JIM1. Tlokazana HHPOPMATUBHOCTh ONPEAEIICHUs CpeaHEN
nmutensHoctd Tpex MP  (CH-3MP) B gumarnoctuke BM u [IMI1. Omnpenenena
nuarHoctuyeckas rpanuna CJ/-3MP, paBnas 1500 mc. IlpennokeH OpUrHHAIBHBIN
OMI-ipoTOKON MJIsI ONTUMHU3ALNKU TECTUPOBAHUS I'eHOB B AuarHoctuke BM u JIM1, ¢
nckiaroueHueM HeBanuaHbIX TecToB PC 10 I'm, 30 I'm m KTH. Jlns BM nokazana
HeooxoaumocTth JIHK-tectupoBanus Bcero rena CLCN1 aiig UCKITIOUEHUST OITHOOYHON
nuarHoctuku BMT u noxxHoro omnpezenenust BbIcOKoro (50%) reHeTnyeckoro pucka B

CCMbC.

Teopernuyeckasi 1 NPAKTUYECKAA 3HAYUMOCTD
Coznan peructp 6onbHbix ¢ HMC B Boponexckoii oonactu. [lokazana Beicokas
pacnpoctpaneHHocth HMC B Boponexckoii o6iactv, comocTtaBumasi Mo 4acToTe C
JAHHBIMU  3apyOCXKHBIX  HcclefoBaHuil. Pa3paboTaH  KIMHHYECKHH  aaTOpUTM

nuarHoctukn BM u JIM1, Bximtoyaromuii 12 BbICOKOMH(GOPMATUBHBIX MPU3HAKOB, AJIS
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OLICHKH KOTOPBIX HE TpeOyeTcsl TONOJHUTEIBHOr0 00yueHus HeBposioroB. [IpeaioxeHs
TPU KOHKPETHBIX DMI-MeTOAMKH, MO3BOJIAIONINE COKpaTUTh 00beM U Bpemsi DOMI -
uccienoanus (B cpenneM Ao 15-20 mun) npu quddepeHuunansHoi nuarnoctruke BM u
JAM1. TlokazaHa KIMHHKO-AJIEKTpOMUOTpaduieckas OJHOPOIHOCTh marueHToB ¢ BMT
u BMDb, 4To ompaBapIBaeT MCHOJIB30BAHUE TEPMUHA «BPOKICHHBIE MUOTOHUW» IIPU
oOcyxnennn (EHOTUTIAa W TOCTaHOBKe amarHo3a. [IpeoOmamanne BMb wam BMT wm
4yacToe ITICEBJOJIOMUHAHTHOE HacieaoBaHrne BMbB 000CHOBBIBAIOT 11€51€CO00Pa3HOCTh
IIPOBEJCHUSI MENMKO-TEHETUYECKOTO KOHCYJIBTUPOBAHUSA IpU NOAO3peHMHM Ha BM

TOJILKO MocJie mojinoro anannsa reaa CLCNI.

MeTomo0s10rusi M METO/AbI HCCJICI0OBAHUA

Metonosioruss IPOBEIEHHOTO  MCCIIEIOBAHUSI COCTOUT B  HCHOJIb30BaHUU
CUCTEMHOTO TOAXOAAa HA OCHOBE KOMIUIEKCA KJIMHUKO-TEHEAIOTMYECKOIO H
HEHPOPU3NOIOTMIECKOTO aHAJU30B, a TaKXKE€ H3Yy4YEHUs JIUTEPATYypPHBIX HAHHBIX IO
KIMHAYECKUM U Hehpodusmosornueckum  moaxoaaMm B auddepeHnnanbsHon
nuarHoctuke BMT, BMb u JIMI1. Jlns KIMHUKO-T€HEAJOrHMYECKOro HCCISI0BaHUS
BBIOPAHBI METO/IbI KIIMHUYECKOTO OCMOTpA C OTpeesieHneM (PeHOTHIIa HACIeICTBEHHBIX
HApYUICHWM W aHAIM3  POAOCIOBHOM  MHHUMYM B  TpPEX  IOKOJICHUSX,
MOJIYKOJIMYECTBCHHAs: oOIllcHKka MuoTonuu [Becker, 1977] u wMoaudummpoBaHHas
KOJINYECTBEHHAs OLEHKA MUOTOHHUH C HMCIOJB30BAHUEM €IUHCTBEHHOTO BO3MOKHOTO
crioco6a [3unueHko u ap. 1979]. Jlns Helipoduznoaoruueckoro uccie10BaHus BIOpaHbI
Meroabl ctanmaptHoit ¢cOMIT m uOMI' st oneHKH (QYHKIIMOHAIBHOTO COCTOSIHHS
nepudepruIecKuX CEHCOPHBIX M MOTOPHBIX HEPBOB M MBIIIII, a TaKXKe CIEIHAIbHbBIE
MOTOPHOE METOJbl PUTMUUECKON CTUMYIISIIIUU C UCIIOJIb30BaHWEM Habopa yactoT - 10,

30 u 50 I'u, a Takke metox KTH.

HO.]'IO)KCHI/IH, BbIHOCUMbIC HA 3aIIIUTY

1. B re”HotunupoBaHHON rpynne MUOTOHHHN JiuTeabHOCTh C/I-MP nmocToBepHO

oonsuie npu JIM1, yem npu BM: rpanuueii paznenenus senserca CI-3MP = 1500
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Mc. Y 60sbHBIX ¢ [IM1 B pa3BepHyTO# cTaauu 00J€3HU BbISIBJIEH MUOTCHHBIN DMI -
naTTepH B AUCTalbHbIX Mblmax. CA-MP3 u kamHUKO-351eKTpOMUOTpaduueckoe
uccienoanue B rpynmne BM e mo3Bonser auddepenurponars naueHToB ¢ BMT
u BMB.

2. Y Bcex 60mbpHBIX ¢ BM B OTBET Ha TeTaHU3AIMIO OOHAPYXKEH JEKPEMEHT aMILTUTY/IbI
M-BousHbl >60%. He BbISIBIE€HO CBA3M BEIMYMHBI IEKPEMEHTA aMILIUTY, bl M -BOIHBI
Y BBIPAKEHHOCTU MUOTOHUMU.

3.  OrmpeneneHsl KIMHUYECKUE MATTEPHBI UccienyeMbix aByx rpynn HMC: nmpu BM
MUOTOHUS paHHss (9,4+6,2 5eT), TeHepalin30BaHHAs U YMEPEHHO BbIpa)KEHHa,
conpoBoxaercs rurneprpoduend Mpig; npu JM1 mMuoToHust Gosiee MO3IHSISA
(nedrot B 23,0+8,8 51eT), ¢ MpOrpecCUpOBAHUEM MPEUMYIIIECTBEHHO B IUCTAIBHBIX
OTJe/IaX KOHEYHOCTEW, pa3BUTHEM CIa0OCTH MBILIL] crudaTesiell LIeH, Mape3oM,
TPOPUUECKUMU HW3MEHEHUSIMU JUCTaJIbHOM MYCKYJaTypbl M BHEMBILICYHOM
IIaTOJIOTUEH.

4. Ha ocHOBaHMM KJIMHUKO-3JIEKTPOMHOTpaUUYECKOro mnarTepHa B Je0l0Te U
pasBepuytoii crtaauu BM wu JIM1 paspabotan mpoTOkoJ [Jisi Haubojee
PaLOHAIIBHOIO U KOPPEKTHOT'O TECTUPOBAHUS T'€HOB.

5. Pazpabortan u BHenapeH aBToMmartu3upoBaHHbId npoTokod KTH mna ananuza HMC

Ha 0a3ze anekTpomuorpada «Hetpocodt» (Poccus).

JInyHbINA BKJIAJ aBTOPA

ABTOpY TPUHAUICKUAT ONpENEeNstomas pojib B  pa3padOTKe MPOTOKOJIA
UCCJICIOBAHMsI, TIOCTAHOBKE 3a/ad, OOOCHOBAaHWU BBIBOJIOB M MPAKTUYECKUX
pekoMeHmanuii. Bce aTamel  KIMHUYECKOTO  OCMOTpPa, MEAUKO-TEHETHYECKOTO
KOHCYJIbTUPOBAHUS BBITIOJIHEHBI aBTOPOM JINYHO. ABTOpOM TipoBeieHbl Bce OMI TecThl,
TIOJIYYCHHBIC PE3yJIbTAThl MPOaHAIM3UPOBAHBI, C BBIJCICHHEM 3HAYMMBIX ITapaMETPOB
JUISL  CO3MAaHMSI JMAarHOCTHYECKOTO aIropuTMa. ABTOPOM TMPOBEJAEH aHAIN3 U
CTaTUCTHYECKass 00paboTKa JaHHBIX, CHOPMYIUPOBAHBI BBIBOABLI IO pPE3yJIbTaTaMm

paboThl, MOATOTOBJIEHBI CTAThU C TOCIIEAYIONIEH MyOIrKalel B HayYHbIX JKypHaIax.
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CreneHb JOCTOBEPHOCTH M anipodanus pe3yabTaTOB UCCIeI0BAHUS

OcHOBHBIE MaTepHalIbl JUCCEPTAIIMOHHON paOOTHI MPECTABICHBI B BU/I€ HAYUHBIX
CTaTel, TE3UCOB M OOCYXKICHBI B BHUJIC YCTHBIX U MOCTEPHBIX JOKIaA0B Ha: VI cbe3ze
"Poccuiickoro oo6miectBa MeauuuHCKUX TeHeTukoB" (PoctoB-Ha-lony, 2010); 1
Koundepenniuun  OOmiecTBa  CHEUAIMCTOB IO  HEPBHO-MBIIICYHBIM  OOJIC3HIM
"AKTyaJbHbIE BOIPOCHl JUATHOCTUKH W JIEUEHHUS HEPBHO-MBILIECYHBIX Oone3Hnen"”
(Mockga, 2012); exeronnbix EBpomneilckux KOH(pEpEeHIMSX MO T'E€HETUKE 4YelloBeKa
(European Human Genetics Conference — Bena, 2009; I'erenOypr, 2010; Amctepmam,
2011; Hropubepr, 2012); X cve3ne Beepoccuiickoro obiiectsa HeBposioroB (Huxuuit
Hogropon, 2012); IV Poccuiickoii BeceHHel 1mkosie o muosioruu, (Cankr-IlerepOypr,
2013); HayuHo-mipakTU4YeCKOM KOH(PEpPEHIMU C MEeXAYHapoaHbIM ydyactueM «HoBble
TEXHOJOTMM B JUArHOCTHKE M JICYEHHUU OO0Je3HEH HEPBHO-MBILIEYHON CHCTEMBD)

(Mockaa, 2015); IIsTom MexXTyHApOIHOM KOHrpecce 1no Mmuojoruu (JInon, 2016).
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I'TIABA 1. OB30P JIMTEPATYPBI

1.1.CoBpemennoe npeacrasiaenne 0 HMC

HMC - rereporennas rpymnmna reHeTH4eCKUX 00JI€3HEH MBIIIII, OJTHUM U3 BEAYIIUX
CUMIITOMOB KOTOPBIX SBJIsieTCS (PEHOMEH MHOTOHWMU. KIMHMYEeCKM MHUOTOHUS
MPOSIBJISIETCS.  3aTPYJHEHUEM pACCIa0JIeHHUs] MBIII] TMOCIE AKTUBHOTO HAIMpPsHKCHUS
[Colding-Jorgensen, 2005; Lossin, George, 2008; Rayan, Hanna, 2010; Burge, Hanna,
2012; LoMonaco et al.,, 2014]. MuoTOHHUYECKHH cIHa3M HEHPOPU3HOIOTHUSCKU
MPOSIBIISIETCS XapaKTEPHBIMU OMOAJICKTPUUECKUMU U3MEHEHUSIMH, TTPUYHMHONU KOTOPBIX
SBIISICTCSI HApPYIICHUE CHUHXPOHW3AaMA pPadOThl HMOHHBIX KaHAJOB B MeMOpaHe
muoduodpmn [I"aycmanosa-Ilerpycesuu, 1971; AANEM, 2001; Fournier et al., 2004;
Fournier et al., 2006; Cleland et al., 2007; Michel et al., 2007; Saperstein et al., 2008;
Matthews et al., 2010]. /IucOGamaHC TOKOB HWOHOB TPUBOIUT K YCTOHYMBOM
JETNOJIAPU3AIIIH MeMOpaHbl MBIIIIEYHOTO BOJIOKHA, UHUIAAPYET
CaMOTIOJIZICP>KUBAIOIITNECS TIOTCHIIUANBI  JEHCTBUS, YTO TIPUBOAWT K Pa3BUTHIO
JUTHTEILHOIO0 MUOTOHUYECKOro cokpaienus [Barchi, 2001].

ITepBoe onncanue MUOTOHUU B 1876 T., B OCIIEIYIOMIEM CTaBIIEE KJIACCUUYECKUM,
B KJIMHUYECKON KapTUHE MMENO BBIPAKEHHYIO BapHaOEIbHOCTh CUMIITOMOB Y YJICHOB
onHo#t cembu [Thomsen, 1876]. OnuceiBasiich HOBbIE POpMbI MHOTOHUU: B 1886 T. A.
OnenOypr - mapamuotonuto, B 1900-1902 rr. JI. Xodpman u I'.'M. Poccomumo -
aucTpoduueckyro mMuotonuio [Poccomumo, 1901-1902; Eulenburg, 1886; Hoffmann,
1900]. ITpu sTOM BBIpa’k€HHas BapHAOEIHLHOCTH MHUOTOHHH Ha OJTHE TOABI CTala
«3EPHOM» pa3aopa B HAYIHOM COOOIIECTBE, TOCTABUB BOIPOC: MHOTOHUS - KITMHUYCCKH
WJIM HO30JIOTUYECKH TETEPOTEHHOE COCTOSTHUE?

B mocnenyromem cnucok kimHMYeckux BapuaHToB U dopm HMC mocTtostHHO

paciupsiicsa 1 B GpyHAaMEHTaIbHOM PYKOBOJICTBE 110 00Jie3HsIM MbIIL 1964 r. B pazjerne,
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MOCBSAIIEHHOM MHOTOHHUSIM, PacCMaTPUBAIOCHh Yxke 6 Ho3ojoruueckux ¢gopm [Walton,
1964], a uepes 15 net B kiaccudukrauu pocCUUCKUX aBTOPOB (Tabi. 1) mpencraBiaeHO

yxke 16 Ho3omornyeckux Gopm MuoTonuu [Jlo63mu u ap., 1979].

Tabmuma 1. Knaccudpukanuss HMC B.C. Jlo63una (1979)

I. HacnedcmeeHHbie hopmbl MUomoHul

. CmayuoHapHsle, MedneHHo npozpeccupyrouiue:

. BpOXXAeHHaa MUoToHuA TomceHa (A);

. BpOXAEeHHaA MUOTOHWA bekKkepa (AP);

. NpMobpeTeHHaa MMOTOHMA Tanbmbl (CNOpaguyeckue cnydam);

. aTpoduueckana MMOTOHUA LLITelHepTa-baTTeHa-KyplumaHHa-Pocconumo (Afl, AP);

. MMOTOHWYecKasa gnctpodma bekkepa (AP);

. KNMHUYECKKNE BaprUaHTbl MMOTOHUYECKOW AUCTpodUK (aTpodMuecKana MUOTOHUSA «Oe3 aTpodum»,
MWOTOHWA NKLA U Wen Ipbcie, MOHOCMMNTOMHbIM BApUaHT — « MMOTOHWUYECKAA KaTapaKkTay,
HeoHaTanbHaa popma AUCTPOodUUECKON MUOTOHUMK).

|l WINIFP|

. Meproguueckme (peunamemnpyroline) opmbl MMOTOHUM

b
1. MHTEPMUTTUPYIOWLAA MUMOTOHWA MapuKnyca-faHzemana (AQ);

2. BPOMAEHHaA NapamMMOTOHKUA C X0N040BbIMK Napesamm Innenbypra (AL);
3

4

. BpOXAEHHaA napamuoToHus 6e3 xonoaoebix napesos e WowHra (AL);
. 3NU3o0AnYecKan HacneAcTBeHHaa MUOTOHMYEeCcKan aguHamuna bekkepa (A).

ll. MuomoHuvyeckue cuHOpomMbl

.y BONbHbBIX C MMONATUAMMU;

. ANaTOHMUYECKME CUHAPOMbI MPU NEPUOANYECKOM Napanmye fapmcTopn;

. MMOTOHUYECKUE CUHAPOMbI MPU OpraHuuyeckux sabonesaHuax LIHC;

. MMOTOHMYECKME CUHAPOMbI NPY 33H0N1EBaHMAX BHYTPEHHUX OPraHOB U 3HAOKPUHHON CUCTEMBI;

Bl WIN| =

5. NceBAOMWMOTOHMUA.

*Ipumeyanue: AJl - ayTOCOMHO-IOMUHAHTHBIN TUI HacsieoBaHUs; AP - ayTOCOMHO-pELeCCUBHBIN THIT
HaCJIEJOBAHMS.

PaccmaTtpuBaemble KiaccH(UKAIMKA, HE3aBUCUMO OT TOTO, YTO OHU ObUIH
NPEUIOXKEHBI  JIOCTATOYHO JABHO, TIOJYEPKUBAIOT TPOOJIIEMY HO30JOTHYCCKOM
rereporenHoctn HMC. Kak npumep B pykoBoacTse miis Bpaded 1979 r. onuceiBaercs
(dbeHoTHMYEeCKOe (HO30JOTHYECKOE) pasHooOpasue (Tabim. 1) W OZHOBPEMEHHO
OTMEUYaeTCs CIMHCTBO BCEX HO3O0JIOTHH: «... K Hacmoswemy epemenu HAKONULOCH
00CMamouHo (haxkmos, no360NAUUX PACCMAMPUBATND BPONCOCHHYIO MUOMOHUIO TUOO
KaK HAYaIbHy0 CMaouro ampo@puyeckol MUOmMoHUU, 1ubo 0ba 3mu 3a0071e8aHUsL MO2YM
ObIMb  YACMbI0 e0UHO020 KIUHUKO-2eHEeMUUecK020 NPOOOJdNCeHUsT (Continuma)...».

[3unuenko u ap., 1979].
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[Tocne OTKpBITHS MPUYUHHBIX TeHOB Bompoc obmHocTr HMC, Ha nepBbIii B3I,
MOTEPSIT CBOIO aKTyallbHOCTh. OHAKO, HO30JIOTUYECKUX (POPM MPOJIOJIKAIOT OMUCHIBAThH
OOJIbIlIE YeM TEHOB, JACTEPMUHUPYIOUIUX 3a0osieBaHusA. CeroiHss M3BECTHO 6 TI'E€HOB
(CLCN1, SCN4A, CACNALS, DMPK, ZNF9, HSPG2), xortopsie ompeneiasior 13
dbenoturon 6ose3nu (Tadur. 2) [Wintle et al., 1990; Koch et al., 1992; Wanget et al., 1992;
Fu et al., 1992; Hoganet et al., 1994; Liquori et al., 2001; Lehmann-Horn et al., 2004;

http://neuromuscular.wustl.edu/mtime/mepisodic.html#clinical].

Tabnuna 2. ®opmbl MuoToHuit (aganTupoBano Lehmann-Horn et al., 2013;

http://neuromuscular.wustl.edu/mtime/mepisodic.html#clinical).

Tun
Hosonoruueckaa ¢opma FeH (nokyc)
HacnepgosaHuA
1. BMT AL, CLCN1 (7934)
2. BMbB AP CLCN1 (7934)
3. MwuoToHuMA nerkaa popma AL CLCN1 (7g34)
(myotonia levior)
4. apamMrOTOHKUA AN SCN4A
(17923.3)/CLCN1
(7934) *p.F428S
5. [unakapb-3aBMcrMman MMOTOHUA™ AN SCN4A (17g23.3)
*p.lle1160Val
6. MuoToHMA ¢ BoNHOBPa3HbIM Al SCN4A (17923.3)
TeyeHMem (myotonia fluctuans)
7. MWOTOHMA NepMaHeHTHasA Al SCN4A (17g23.3)
8. unepkaaumuyeckuni M Al SCN4A (17g23.3)
9. Hopmokranumuuyeckuii MM Al SCN4A (17g23.3)
10. TMnoKanmMmuyeckuia MM Al CACNAILS (1g32.1)
11. AM1 AL DMPK (19g13.32)
12. AM2 AL ZNF9 (3g21.3)
13. XoHapogncTpodryeckas MMOTOHUA AP HSPG2 (1p36.12)

Ilpumeuanue: AJl - ayTOCOMHO-ZOMUHAHTHBIN; AP
JeTEPMUHUPYIOLIUE 3a00I€BaHHE.

ayTOCOMHO-PEIECCUBHBIN; *MyTalluu,

Bce onucannbie (peHOTHUITBI UMEIOT MHOKECTBO OOIIMX YEPT, YTO B COBOKYITHOCTH
C HO30JIOTUYECKOW M30BITOYHOCTHIO JUKTYET HEOOXOIUMOCTh CO3JaHHsl ONTUMAaIbHOU
kinaccudukanun HMC B cBeTe COBPEMEHHOTO PAa3BUTHUS HEUPODUZHOJOTUYECKUX U
IF€HETUYECKUX METOJIOB HcciieioBanus. CeroiHs Bce CIENUANNCThI €IUHBI BO MHEHUH,
YTO B KIIMHUYECKON IIPAKTHUKE ONPABAAHO ACICHUE MUOTOHUM HA 1BE OCHOBHBIE IPYIIIIBIL:

Henuctpoduueckue (HAM) u nuctpoduueckue muotonuu (M) [Reed et al., 1995;


http://neuromuscular.wustl.edu/mtime/mepisodic.html#clinical
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Heatwole et al., 2007; Mankodi, 2008; Dupreet et al., 2009; Tripet et al., 2009;
Matthewset et al., 2010; Kato et al., 2016].

K HAM oTtHocsiTci BCe MHMOTOHMH, KOTOPBIE€ pPa3BUBAIOTCS B pPE3yJIbTATE
MyTallii T€HOB HMOHHBIX KaHAJOB MEMOpaH MBIIIEYHBIX BOJOKOH, YYaCTBYIOIIMX B
BO30yXneHnn MuoGuOpWII. B 3aBHCHMOCTH OT TOT0, KaKOW MMEHHO KaHAJI MEMOpaHbI
MBIIIIEYHOTO BOJIOKHA TMOBPEXKJEH BCIEICTBHE MyTallMM Koaupytomero reda, H/AM
pa3eIIAIoT Ha XJIOPHBIC M HATPUEBBIC MBIIIICUHbIC KaHatonaTuu [Heatwole et al., 2007,
Mankodi, 2008; Dupreet et al., 2009; Tripet et al., 2009; Matthews et al., 2010; Kato et
al., 2016].

MuoTOHUY, CBSA3aHHBIC ¢ MATOJIOTHEH XJIOpHBIX KaHAIoB (McXK), o0ycioBieHb
mytarusiMu B rene CLCN1, u siBisitoTcst cambIMu pacripocTpaneHHbiMu (hopmamu HIIM
¢ gactoToit 10 1:10 000 [Sun et al., 2001], omHaKO cormacHO MOCIEIHNUM JIAHHBIM TOJIBKO
gactora BM B Poccun nomkHa cocraBiath 1:653 [MBanosa, [Tomskos, 2013]. McXK
BKJIIOYAIOT JBE asuielbHble (OpMBI - BpOXIEHHYI0 MHOTOHHI0O TomceHna (BMT,
MIM#160800), ¢ A/l TuroM HaclieI0BaHKsI U BPOXKACHHYIO MHOTOHUIO bekkepa (BMB,
MIM#255700), ¢ AP tunom nacnenoBanus. O6¢ (HOpMBI XapaKTEPU3YIOTCS 1eOI0TOM B
paHHEM BO3pacTe, CTAIIMOHAPHBIM TCUESHUEM W OJIATOTPHUSTHBIM ITPOTHO30M C HATMIUEM
B 000OMX Ciy4asx B KIMHMYECKOW KapTUHE TEHEPATM30BAHHBIX MHOTOHHYECKHUX
(beHoMeHOB, THIEPTPO(GHUH CKEJIETHBIX MBIIII U TpaH3uTOpHO# ciaboctu [Walsh et al.,
2007; Trivedi et al., 2008; Wang et al., 2008c; Trip, 2010; Trivedi et al., 2008].
Muotonuto ¢ mytarueit GIn552Arg B rene CLCN1 u MuHUMaNbHBIMH KIMHUYECKUMU
nposiBIeHUsAMHU B 1995 1. paccmaTpuBalid Kak «Ierkyr GopMy MHOTOHHK» (Mmyotonia
levior) [Lehmann-Hornet al., 1995]. Onnako ceromus 3toT BapuanT BMT Gosbiiie He
BBIICJISIFOT KaK OTJCIbHYIO0 HO30J0TH4YecKyt0 popmy [http://omim.org/entry/160800].

BMT xopomo wu3BecTHa BpayaM M SBJISICTCS IIEPBBIM JHMAarHo30M, KOTOPBIA
CTaBUTCS TP BBISIBJICHUH MHOTOHWM Yy TmanuenTta. OaHaKo 3a MOCIeqHUE NCeCITHIICTUS

YCTaHOBJIEHO, YTO 4acTtoTa BcTpeuaemoctd BMb B passl Beiie, uem BMT, uro npu
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OTCYTCTBUM CEMEMHOr0 aHamMHe3a MpakThyecku wuckiouyaer BMT wu  Ttpelyer
ONTUMHU3ALMK MYTallMOHHOTO TTorcka [Sun et al., 2001; Tripet et al., 2008].

MuoToHHH, CBSI3aHHBIE ¢ MaTojoruei HarpueBbix kaHanoB (McHK), oOyciioBneHsl
mytanusiMu B reHe SCN4A. K wHuM oTHocatcs 6 (EHOTUNMMYECKUX BapHAHTOB:
apaMUOTOHUS, THAKapO-3aBUCUMAas MUOTOHHMS, MUOTOHHS C BOJTHOOOPA3HbIM TE€YEHUEM
(myotonia fluctuans), mepMaHeHTHasE MUOTOHWSI, THIIEPKATUMUIECKAN TIEPUOTUIECKUIN
napanuu ¢ muotonueii [Rudelet al., 1997; Heatwole, Moxleylll, 2007; Matthews et al.,
2010; Saleemet et al., 2013; Yoshinagaet et al., 2015]. Cymmapnas gyacrota McHK He
Boicoka ~1 Ha 130 TeIic. Hacemenus [Becker, 1970; Lehmann-Hornet et al., 2004]. Bce
dopmbel McHK nmeror AJ[ Tun HaciienoBaHUs W KpailHE BBIPAKEHHOE MEPEKPBITHE
denorumnon [Heatwole, Moxleylll, 2007; Trip, 2010; Saleem et al., 2013; Yoshinaga et
al., 2015].

Camoii yactoii popmoii mbimeyHoir McHK siBiisieTcst BpokaeHHasi napaMUOTOHUS
(BI1, MIM#168300) ¢ uactoroit 1 Ha 365 000 Hacenenus [Becker, 1970]. Jle6roT BII
OOBIYHO MPUXOAUTCS HA 1 Toja KU3HU, HO MHOTOHUYECKHUE (DEHOMEHBI, B OTIUYHE OT
KJIACCUYECKUX MPOSBICHUM MHOTOHUH, XapaKTEPU3YIOTCA ATUIWYHBIM YCUJIECHUEM
CKOBAHHOCTH MBIIII] Ha TIOBTOPHBIE MBIIIEYHBIE COKPAIEHUS, TOSIBICHHEM/yCUIICHUEM
CKOBAaHHOCTHU W/WJIH €Ia00CTU NPHU OXJIaXKAEHUU. ONUCAaHHBIA TUIT MUOTOHUHU TOJTYYHII
Ha3BaHUE NAPAOOKCANbHOU MUOMOHUYU WU HnapamuomoHuu. MArkue MnposiBIEHUs
napamuomonuy C TpeodNaJaHueM B JIMLIEBOM M TIJIOTOYHOW MYCKyJaType, C
NPOCIIC)KUBAHUEM ayTOCOMHO-JOMUHAHTHOM Tepenadn O0Jie3HU (PEIKH HEOMYTAIlUH)
orinuaer BIT or BM [Eulenburg, 1886; Streib, 1991; Lehmann-Hornet et al., 2004;
Heatwole, Moxleylll, 2007; Hahnet et al., 2016].

Bropas o wacrtote popma mermeunot McHK, yacto coueraromiasics ¢ MUOTOHHUEH
- TapOKCHU3MaJIbHAsI MUOILJIETUSI WJIA TapOKCU3MaJIbHbIN nepuogundeckuil napanuy (I1I1)
¢ vacrotoii 1 Ha 200 000 Hacenenus [Lehmann-HornF. et al., 2004]. Kimmauuecku T111
XapakTepu3yeTcsl NEPUOIMUECKUMU TPUCTYNaMU BSJIOTO Napajinya BCJIEICTBUE YTPAThI
CHOCOOHOCTH MBIIIIBI K BO30Y>KICHHUIO U COKpallleH!I0. B MOMeHT mpuctyna y 00JIbHbBIX

¢ IIIT B chIBOpOTKE KpOBH OOHApyKUBarOT M3MeHeHue ypoBHs K*. Ommcanbl rumo-,
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THIIEeP- WM HOPMOKATHEMHH, YTO MOCTYKHJIO OCHOBaHWeM s pasaenenus 111 va tpu
COOTBETCTBYIONIUE (POPMBI B 3aBUCUMOCTH OT ypoBHs K* B MomeHT npuctymna. CambIM
gacteiM TuTioM I1I1 B EBpone sBisieTcs runokanuemudeckas ¢hopma, BCTpEHArOIIascs ¢
gactoroii 0,4-1 ma 100 000 nmacenenus [Kantola et al., 1992; Fontaine et al., 1994,
Fontaine, Hanna; 2010], koropas o6ycnosneHa B ~10% myranusmu B reHe SCN4A u B
~70% ciydasix myTtanusiMu B rene kaibieBoro kanaga CACNALS. [Ipu myTanmu B reHe
CACNALS He ommcaHO KIMHHYECKHX MposBienuii muotoHuu [Miller et al., 2004].
['uniep- u Hopmokanuemuaeckast popmsl [T 06ycnosnensr myTanusimu B rene SCN4. B
0o0oMX ciy4yasiXx MHOTOHMYECKHE (PEHOMEHBbI BCTPEYAIOTCS OJMHAKOBO 4acTo, 4YTO HE
TOJILKO 3aTpyaHseT nudPepeHIupOoBKY JaHHBIX COCTOSHUN, HO U CTABUT T0JI COMHEHHE
KOPPEKTHOCTh JAHHOTO pa3ieleHus. OJTO TMOATBEpX)AAaeTcsa (AKTOM ONMUCAHHS
HECKOJBKHUX ceMmeil ¢ Hopmokamuemuueckoil 1, mpu KOTOpPBIX OOHApYXKEHBI TE KE
MyTaluu, 410 W npu runepkamuemmueckor (opme IIIT [Chinnery et al., 2002].
HekoTopele aBTOpbl MNBITalOTCSI OOOCHOBAaTh  MPENINOJIOKEHHE O TOM, YTO
HOpMOKaJlueMuueckas popma sIBIIsIeTCS BapuaHToM rurnepkanuemuueckou II1 u, naxe
0osee TOro, BO3MOKHO KOHTUHYYMOM OJTHOW U TOH ke O0JI€3HU C pa3HbIMUA BapHaHTaMU
teuenus [Karpati et al., 2010; Trip, 2010].

Oco6o0e MecTo B rpytire MbiedHbix McHK 3anuMaroT coctosinusi, KITIMHUYECKUE
NPOSIBIICHUST KOTOPBIX 3aBUCAT OT YPOBHS TOTPEeOJCHHS] Kamus. OTH COCTOSHUS
MOJIYYHJIA Ha3BaHWE Kalui-3aBucuMbix MuoToHui (K3M, MIM#608390) u cpean Hux
BBIICTISIIOT JUaKap0-3aBUCUMYIO0 MUOTOHHUIO, MUOTOHHUIO C BOTHOOOPA3HBIM TEYCHHUEM U
MEePMAHEHTHYI0 MHOTOHHUIO. BBIpakeHHOCTh (heHOMEHAa MHOTOHUU HEMOCPEICTBEHHO
3aBUCHUT OT MOTPEOJICHUS U, COOTBETCTBEHHO, COJICPKAHMSI KaJIUsl B CHIBOPOTKE KPOBU U,
B 3HAYUTEIIBHO MCHBIIICH CTETIEHH, OT (PU3UYCCKUX YIIPAKHEHUN W OXJIaKICHHUS MBIIIIIIHI.
Bce manuenTs! ¢ onucaHHBIME (pOpMaMU B CTATyCE€ UMEIOT TUTIEPTPOMUIO MBIIIIIL, B PSJIE
CllydaeB TPEIBSIBISIIOT XKaJloObl Ha OONM W CyJOpOTHM B MBIIIIAX; BO BCEX CIIydasx
umeercs AJ] tun nacnenosanus [Ricker, 1994; Heatwole, Moxleylll, 2007; Matthews et
al., 2010; Saleem et al., 2013; Yoshinaga et al., 2015].



17

Huakap6-3aBucuMas MUOTOHHSI JE€OIOTHPYET B JI€TCTBE C MEPUOIUUYECKUX
OOJIE3HEHHBIX MPUCTYIIOB CKOBAHHOCTH MBIIII] MPOJIOJKUTEILHOCTHIO 10 HECKOJIBKUX
yacoB. MUOTOHHUIO MPOBOLIUPYET TOJI0JIaHUE, JUETA C BRICOKUM COACPKAHUEM Kalus H,
B MEHbIIIEH CTeNeHH, (PU3NUECKUE YIPAKHEHUS U oxJaxaeHrue. CUMIITOMBI yXyAIIaI0TCS
C BO3pacTOM M 3aMETHO CHIDKArOTCs Iipu ipueMe nuakapoOa [Trudell et al., 1987; Ptaceket
al., 1994; Heatwole, Moxleylll, 2007].

MuoToHuUSs ¢ BOTHOOOPa3HbIM TEUEHHEM HAUMHAETCS B TIOJIPOCTKOBOM BO3PACTE C
OTCPOYEHHOW MHUOTOHHUH TMOCiHE (PU3NUECKOW HArpy3Ku — MHUOTOHUYECKHE (PEHOMEHBI
PETUCTPUPYIOTCS BO BpEMsl OTJIbIXa IOCIE TPEHUPOBKU. BbIpak€eHHOCTh MHUOTOHUU
MOJKET MEHATHCS JIeHb OTO JHs. JleTa ¢ BBICOKMM COACpX)aHUEM Kallus MPOBOIUPYET
MHOTOHHIO, B TO BpeMs KaK OXJIAKICHHE HEe BIUsACT Ha cocTossHue Mbi [Rudel et al.,
1997; Heatwole, Moxleylll, 2007; Cherian et al., 2008].

[lepMaHeHTHAasET MHMOTOHHS XapAaKTEPU3YETCsl BBIPAXKEHHOM W IOCTOSHHOU
MHUOTOHHEH, YaCTO C BOBJIECUEHHMEM JIbIXaTEJbHBIX MBbIII. BbIpa)keHHOCTh MHOTOHHUU
HACTOJIbKO BEJIMKA, YTO HarmomuHaeT Oosie3Hb llIBapra-/xamnens. /lueta ¢ BbICOKHM
COJIEP)KaHUEM KaIHs YBEIMYMBAET BBIPAKCHHOCTh MHOTOHHU M JIaXXe€ MPOBOLUPYET
HapymieHus] PYHKIIMU JbIXaTeIbHBIX MBI, BKIo4as nquadparmy [Rudel et al., 1997;
Heatwole, Moxleylll, 2007; Fusco et al., 2015].

B rpynny mnaumentoB ¢ JM BXoasaT ciydaum C 0Os3aTEIbHBIM HAJIWYUEM
JTUCTPOPUUECKUX U3MEHEHUM CKEJIETHBIX MBILII] U ITUPOKUM CIIEKTPOM BHEMBIIICYHBIX
Hapymenuii [Harper et al, 2004], yro omnuuaer ux ot nanueHtoB ¢ HIAM, y KOTopbIX
(eHOMEH MUOTOHHUHM SBIIETCSA BEAYIIMM U YaCTO €IUHCTBEHHBIM CUMITOMOM 0OJI€3HU

[Mnnapuormikun u ap., 1998; Matthews et al., 2010].

M Briaw4aoT aABe ¢gopmbl 6ose3nm: M1 u IM2.

JAM1, unu Gonesnp ['odpdmanna-Pocconumo-llITeitnepra-barrena-Kypmmanna
(MIM#160900) ¢ AJl tumom HacnemoBanus [Harper, 2001]. JIM1 o6ycioBiena
JUHAMUYECKOM MyTallMel B TeHe MHUOTOHMHIPOTEHMHKHHA3bl B BUJIE€ SKCIAHCUH

tpunyKieoTuaHbIX TIoBTOpoB N(CTG)>50 [Davis et al., 1997], ¢ yBenndyeHueM yucia
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KOTOpPBIX B psly TMOKOJEHUN B ceMbe 3a0oJieBaHME Ie0I0THpYeT B Oosiee paHHEM
Bo3pacTe (peHOMEH aHTHIIMIAIIMK ), HHOI'Ia Jaxe ¢ poxkacHus [Lopezde Munain et al.,
1995; Logigian et al., 2004].

JAM2, wnu npokcuManbHas MuoToHHYeckass muonatus (MIM#602668) Obina
HEJJaBHO BBIJEICHAa Kak HoBas ¢opma JIM ¢ MHOMATHYECKUM TMOpPAKCHUEM
npokcuManbHBIX MbII [ Thornton et al., 1994; Ricker et al., 1994; Ricker et al., 1995;
Meola et al., 1996; Udd et al., 1997]. B 1998 r. ycranosinen okyc 3q21 u cycts 3 roga
uaeHtudunrpoBan ren Zinc finger protein 9 (ZNF9), myramum B kKoTOpoM B BHUJE
sxcnancun CCTG-noBTopoB>75 nerepMuHUpyrOT pazsutue JM2 [Ranumet al., 1998;
Liquori et al., 2001]. JIM2 o0br4HO aeOIOTHPYET Ha 4—5-M JCCATHIICTHU KU3HH C
MUAJITHH | TIOSBJICHUS HE3HAYUTEIBHON, HO HEYKJIIOHHO TIPOTPECCUPYIONIEH C1aboCcTh 1
aTpoduili MPEUMYIIECTBEHHO NPOKCHUMAJbHBIX MBI HIKHUX KOHEYHOCTEH.
Junarnoctuka JIM2 3atpyHeHa HOpMaJIbHOW MPOIOIKUTEIBHOCTHIO )KU3HU TTAIUEHTOB,
OTHOCUTEIBHOM «MSTKOCTBHIO» CUMIITOMOB M HECHEUU(PUUHOCTHIO KaloO Ha OOJM B
MBIIIIIIAX, a TaKke OTCyTcTBUEM B 50% ciiydasix eHOMEHa MHUOTOHUM B KIMHUYECKOMN
kapruae [Udd, Krahe, 2012]. Tomeko mpu uDMI, wyame Bcero mpu YCIOBUH
HACTOPOKEHHOCTH  CHEIUAINCTa W  HANpPaBICHHOM TIOHUCKE, PETHCTPUPYIOTCS
MHUOTOHHUYECKHE Pa3psbl, TTO3BOJISIONINE MPEIIOIOKUTh HACIEICTBEHHYIO TTATOJIOTHIO
[Pynenckas, ITomskos, 2012; Udd et al., 2010; Papadimas et al., 2015]. BeisiBisiemocTh
JAM?2 wHeykioHHO pacTteT, Tak B PuunsHauu, [epmanuu u Yexum exerojHas
BhIsBIIsIeMOCTh JIM2 npubimxkaercs k JIM1 [Udd et al, 2010; Udd, Krahe, 2012].

B Poccuu IHK ananu3, HanpasieHHbIN Ha BbisiBieHue JIM2, nposogsar ¢ 2008 r.,
U 3a CeMb JIeT T'€HOTHUIUpPOBaHO Bcero 26 cimydaeB JIM2 [[ameesa u nap., 2015].
HebGompmioe 4ucimo  BEepUPUIIMPOBAHHBIX  CIy4aeB HE  OTpakaeT pPealbHYIO
pacnpoctpaneHHocTh [IM2 B Poccuu. OueBumHO, 4TO MPU HHPOPMUPOBAHHOCTH Bpayeit
quCIIo cirydaeB [[M2 m0pKHO HEYKIIOHHO PacTH, YTO OBLIO TIPOJEMOHCTPUPOBAHO Y3KUM
KPYrOM 3alHTEPECOBAHHBIX CHEIMAIUCTOB, KOTOpble TOiNbkO 3a 2016 r. Ha
MOJMKIMHUYECKOM mpueme BbisiBUIM 11 ciyuwaeB M2, noarBepxkaeHHbie JIHK-

uccnenoBanuem [Hukutun C.C., KypoatoB C.A., He OIyOJIMKOBaHHBIE TaHHBIE].
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O6ocobneno or HIAM u JAM crour camas penkas dopma HMC - cunapom
[Bapua-/Txamnens (CLLJ). Ceronnst B auTeparype onrcaHo HeMHOruM Oodbiie 100
cirygaeB [Schwartz, Jampel, 1962; Dai et al., 2015]. ITpuuuna passutus CHIM - B
MyTanusx reHa nepaukana (HSPG2, nokyc 1p35-p36.1) ¢ AP Tumom HaciaeaoBaHUs.
3aboneBanue JEOIOTUPYET C POXKACHUS B BHJAC BBIPAKEHHBIX MPOSBICHUN
HEHPOMHOTOHUHU C JIBIXaTeIbHBIMU HAPYIICHUSIMH W aHOMAJUSMU Pa3BUTHS CKeEJeTa
(xonapoaucruiazusi). MHUOTOHMYECKHE pa3psAllbl M TATOJIOTMYecKass BO30YJIUMOCTh
MBIIIEYHBIX BOJIOKOH HCUY€3aeT TOCJe BBEICHHUS Kypape, MO3TOMY CUYHUTAETCA, UTO
MPOSIBJIICHHS] MUIOTOHUH HEJIb3s1 pACCMAaTPUBATh KaK MEPBUYHO-MBIIICUHOE HAPYIIICHHE, a
cocrosiHue B pamkax HeripomuoTonuu [Nicole et al., 2003; Kimura, 2013].

[Taromexammzm HJIM wm [IM nepBUYHO WIH ONOCPENOBAHO IIPUBOAUT K
HapyIICHUIO PabOThl HOHHBIX KaHAJIOB B MeMOpane muodubpust [Barchi, 2001; Dupre
et al., 2009]. ITpu H/IM niepBruHO mTOpa’kar0TCsl TeHBI HOHHBIX KAaHAJIOB XJIOPA M HATPUS
B Muopubpuwiax, npu M K MOpakeHHIO XJIOPHOTo KaHaia MUOGUOPHUILIT MPUBOIUT
Hapymenue craiicuara PHK rema CLCN1 B pesyibrare skcnancuu N(CCTG) wim
(CTG) norTopos B npuunHHbIX Terax JIM [Mankodi et al., 2002; Lueck et al., 2007].

Y4uuThiBas COBpEMEHHBIE JIaHHBIE MOJIEKYISIPHOW TeHETHKH TPEJIOKeHa HOBas
KJIacCU(pUKAIMs MHOTOHHMM, KOTOpas OTIMYaeTcs OT BCEX JPYIMX OTCYTCTBUEM
knHrYeckor netanmusamuu [Kurihara, 2005]. B ocHOBY kiaccuuKanuy TMOJI0KEHBI
OCHOBHBIE MaTO(U3UOIOTUYECKHE MEXaHU3MbI coCcTossHUM (Taba. 3). HecMmoTps Ha ToO,
YTO KJIaccu(ukaiys He Halula IMHUPOKOTO PAaCIpOCTPAHEHUsS, HENb3S HE OTMETUTH €€
MPUBJIEKATEILHOCTh U MPOCTOTY MCIIOJIB30BAHUS MPHU MOCTAHOBKE 3a/1a4é BBISBIICHUS

Kay3aTUBHBIX reHOB Ipu AuarHoctuke HMC B exxeJHEBHOM MPaKTHKE.

Tabnmuma 3. Knaccudukamus MUOTOHUN, OCHOBaHHAS Ha MAaTO(OU3UOIOTHUECKIX

MexaHu3Max ux passurus (mo Kurihara et al., 2005).

Cl kaHanonatMm Cl kaHanonaTMm Na kaHasnonatum

Atpodun mbiwy, (—) | Atpoduu mbiw, (+) Atpodumn mbiwy, (—)

1. BonezHb TomceHa | 1. AncTpoduyeckan 1. MapammnoTOHMA

2. bonesHb bekkepa | MuMoTOHUMA 2 TUNA 2. 3nuzogMyeckas aguHamusa

2. Quctpoduueckan 3. MuoToHMA ¢ BoIHOOBpasHbIM
MWOTOHMA 1 Tuna Te4yeHUem
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[Tocnenusas noneiTka kiaccuduimporar HMC Takke ocHOBaHA Ha paHee CIEaHHOM
pasaeieHuu MUOTOHMH Ha HeaucTpoduueckue u gucrpoduyeckue dhopmsl (puc. 1). [Ipu
9TOM, HEIUCTPOPUYECKHE MHUOTOHHHM  PAaCCMATPUBAIOTCS YK€ C  Yy4ETOM
MAaTOT€HETUYECKUX MEXAHU3MOB, a4 WMMEHHO B 3aBUCHMOCTH OT OOHapy>KUBaeMbIX
MyTaIiil B TeHaX XJIOPHOTO W HATPUEBOTO KAHAJIOB.

Kakoit Obl kimaccudukanueidr ™Mbl CETOMHS HE TIOJb30BAIMCh, OCHOBHBIM
MPENSATCTBUEM B IPEANOYTEHUHN OJJHOM KiIacCU(PUKALUU APYTOd MO-TIPEKHEMY SIBIISIETCS

BBIp@XEHHOE (PEHOTUITUYECKOE MEPEKPHITUE MPEICTABICHHBIX HO30JIOTHUYECKUX (Popm

MHOTOHHU.
HacnencrBeHHbIe MIOTOHIYECKIE CHHIPOMBI
Hemuctpodirieckne MHEOTOHIH JucTpodieckne MHOTOHIH
1
| | | |
Kazanonarii ¢ MyTaIisMIL KaHanomariil ¢ MyTaIiIsIMi JM1 M2
TeHa XJIOPHOTO KaHana TeHa HATPHEBOTO KaHAaTa
| |
a. BpOKIeHHAS MHOTOHHA BpokneHHas MapaMHOTOHHAS
Tomcena [
[ Harpuii-3apucHMble MHOTOHHH:
0. BposkaeHHas MHOTOHHSA - MHOTOHHS BONHOOOpa3HAd
bexxkepa - MHOTOHMSI IEpMaHeHTHAS
- MHOTOHMUS AHaKapO-3aBHCHMAas
I
[ umepkanmmeMuge ckuit epUOIIYe CKUI
Hapamd ¢ MHOTOHHEIH

Pucynok 1. Kmaccudpukanuss HMC (amantuposana Trip, 2010)

Ceronnst Hu oiHa coBpeMeHHas kiaccudukanusas HMC He MOXET OTBETUTh Ha BCE
BOIMPOCHI U TTocTosiHHO nepecmarpuBaetcs [Kurihara, 2005; Heatwole, Moxleylll, 2007;
Trip et al., 2009; Platt, Griggs, 2009; Hahnet al., 2016]. ITo-npexHeMy ecTh MeCTO
aIbTEpPHATUBHBIM TUIIOTE3aM, TaK KaK HE BCE MEXaHU3MBI MTOJIHOTO IIUKJIa BO30YIUMOCTH
MBIILIEYHOH MeMOpaHbl M3BECTHbI M, 0Oojee TOro, HEIOCTATOYHO H3YUYECHBI
KOMIIEHCATOPHBIE MEXaHU3MBbI AKTa COKPALIEHHs MBIILIEYHOTO BOJIOKHA, PETYJINPYEMbIE
NPOJIYyKTaMU JIpYyrux reHoB. Hampumep, npyrue KaHajibl /WM MOHHBIE HACOCHI TaKXKe

MOT'YT Y4aCTBOBATL B PCryJIsIIUN MBIILICYHOMN B036YI[I/IMOCTI/I, YTO OOBSICHSIET OTCYTCTBHUC
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MyTaldid B U3BECTHBIX T'€HAX Y HEKOTOPHIX OOJBHBIX Mpu Hammuyuu MuoTonuu [Udd et
al., 2006; Fontaine et al., 2010; Karpati et al., 2010]. Bce sTto mpeamnojiaraer, 4ro
ONMHMCAaHNE TETEPOTCHHOCTH MHOTOHUN OTHIOIb HE OKOHYATEIHHO, a BapuaOeIbHOCTH
dbeHOTHUIIOB OyACeT OOBSCHEHA IO MEpPE IPOJODKCHHS MOJEKYISIPHO-TEHETHICCKUX

UCCIIEeI0OBAHNH.

1.2. Knuaun4yeckasi xapakrepucTuka ocHoBHbIX ¢popm HMC
Cpennss cymmapnas yactora HMC 18,5:100 000; mpuuem, ocHoBHO# Tpy3 HMC
(> 90%) mpuxoautcsa Ha [IM1 u BM [Marxkanos, 1988; Sun et al., 2001; Harper, 2008;
Trip et al., 2008]. Hamee OymyT paccMOTpeHBI OCHOBHBIC KIWHWYECKHEe W DOMI
nposiBienuss yacteix HMC u BO3MOXXHOCTH HMX JU(PepeHInaTIbHON TUATHOCTUKH B

CBCTC COBPCMCHHLIX JTaHHBIX.

1.2.1. BpoxxaeHHasi MUOTOHMS
B 1876 rony narckuii HeBposor [)x. ToMceH BOepBbie Onucal MUOTOHUIO ¢ AJ]
cerperamueit 3aboneBanus (MIM#160800) nHa coocTBeHHOM TIprMepe u Oosee yem 30
OOJIbHBIX B CEMHU TOKOJICHUsiX cBoer cembu (puc. 2) [Thomsen, 1876]. . Tomcen
OTMETWJI BBIPQKECHHYIO BapuaOelbHOCTh CHMIITOMOB, €/1Ba 3aMETHYI0O MHOTOHHIO Y
CBOE MaTepu W cTapiiero Opata, W, TSDKEIbIe CUMITOMBI 3a00J€BaHUS Y CECTPhI U

mutafiero opara [Colding-Jorgensen, 2005].

o P\
L “IO* 5éﬁ/>fﬁﬁé '55
o o daddido ﬁﬁé “IOE_: $ﬁ* Iy

Pucynox 2. PomocnoBnas JIx. Tomcena ([x.Tomcen o0o3Ha4eH YEpHOW CTPEIKOM;
3aKpalieHHble PUTYphI - OOJIbHBIE MHOTOHUEH, KBaJpaT — MY>KUMHA, KPYT - KEHIINHA)
(*amanTupoBaHo u3 KHUTH «Mpblleunsle 3a0oneBanus», ['aycmanoBa-Ilerpycesuu U.,

1971, cp.-146)
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Cnycts 100 ner II. bekkep mokazan cymectBoBanue AP dhopmbl MuoTtoHUU
(MIM#255700), mpu KOTOpoW oOTMedan Oojiee MO3JHUN JCOIOT, YMEPEHHYIO HIIN
BBIPOKECHHYI0O MHOTOHHUIO C TPAH3UTOPHON CIa00CThIO, a y 1/3 OONBHBIX MOCTOSTHHYIO
c11a00CTh, TUMOTPODUIO PETIIICYHI ¢ MUOTEHHBIMHU U3MeHeHusAsMH Ha DMI" u 6uorncun
[Becker, 1977]. Bekkep oneHwI HOBYHO (GOpMYy MHOTOHHH, KaK IMPOMEKYTOUYHBIN
BapuaHT, MeEXay omnucaHHoi Tomcenom (merkoit ¢opmer) wu  IllreitHepTom
(muctpoduyeckoit popmel) muoTonuu [Becker, 1977].

C. bpailiT B OMCKE ATHOJIOTMM MHOTOHWHM HA SKCIICPUMEHTAIBHBIX JKHBOTHBIX,
BIIEPBbIE YCTAHOBWJI HapylIeHHWE pabOThl HOHHBIX KaHAJIOB XJIOpa B OIbITaX Ha
opaXCHHBIX MUOTOHHEH Ko3ax [Bryant, 1969; Bryant, Morales-Aguilera]. B nauane 90-
X TOJIOB, MOCIIE KapTUpoBaHus reHa xsopHoro kanana Mermi (CLCN1) Ha 7 xpoMocome
(;mokyc 7035), ycranoBieHo, uro mytanuu reHa CLCN1 spisttorest mpuunnoit BMT u
BMB [Koch et al., 1992].

Ananmu3 rena CLCN1 BwisiBIsieT pa3Hble MyTaluu (MHUCCEHC-3aMEHbI, HOHCEHC-
MyTalu, JeJIeuu, UHCEpUUU U Jp.), KoTopble y OonbHbix BMT mpencraBieHsl B
reTepo3UroTHOM coctosinuu (A /] Tun HacnenoBanus), a y 0osibHbIx ¢ BMbB — B komnayH g
reTEePO3UrOTHOM HMJIH B TOMO3MroTHOM (AP Tum nacnenosanus) [Mmmapuonikun, 2004;
Portaro et al., 2015]. MurepecHo, uyro mocie npumenenus JHK-muarHocTuku mjs
MOATBEPKIEHUS MUOTOHUH, BO MHOTUX citydasx npu ¢penorune BMT u BMb naxoaunu
mytaru B rene SCN4A [Lehmann-Horn et al., 1995; Ricker et al., 1994, Heine et al.,
1993], uTo erie pa3 CBUACTENBCTBYET O YaCTOM MEPEKPhITUU GeHoTurnoB HJIM.

benox CLC-1 rinaBubIi TpaHCMEMOpaHHbBIN OEJIOK U3 CEMENCTBA XJIOPHBIX KaHAJIOB
IKCIIPECCUPYETCS MPAKTUUECKU MCKIIIOUUTETFHO B CKEJIETHOW MYCKYJIaType YesiOBeKa
[Steinmeyer et al., 1991; Imbrici et al., 2015]. IIpoBoAMMOCTs, MOHOB XJIOpa uepe3
MeMOpaHy MBIIIEYHOrO BOJIOKHAa obOecreunBaeT 10 85% moTeHnuana mokos [Bryant,
Morales-Aguilera, 1971; Colding-Jorgensen, 2005]. B HopmMe mocie aemnoysspu3aiiun
MOCTCUHANTHYECKON MeMOpaHbl B MHUO(PUOPUIIIC BKIIOYAETCS TOK OTPHUIATEIHHBIX
MOHOB XJIOpa B KIETKY, KOTOPBI OOECIEUMBAET PEMOJSPHU3AMI0 MeMOpaHbl |

BO3MOKHOCTh TOJTHOIICHHBIX TIOBTOPHBIX COKpalieHuid Mbiiel [Burge, Hanna; 2012].
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Mytanuu B rene CLCN1 npuBOasT K CHI)KEHHIO TOKAa MOHOB XJIOpa U HEJOCTATOUYHOM
penoisipyu3ai MEMOpPaHbI, YTO MHUIMUPYET CaMOMOIEPKUBAIOLIUECS MMOTEHIIUAbI
NEHCTBUSA, BRI3BIBAS JUIUTEIbHOE (MHOTOHHYECKOE) coKpalnenre Meimisl [Jurkat-Rott et
al., 1999; Burge, Hanna, 2012]. Jlns pa3BuUTHS MHOTOHHH HEOOXOAMMO CHHIKCHHE
XJIOPHOM MPOBOAMMOCTH KJIETKU Oosiee ueM Ha 60%, M03TOMY reTepO3UroTHBIE HOCUTEIN
npu BMb acumnromusie [Chen et al., 1997; Colding-Jorgensen, 2005; Brown, Jimenez-
Mallebera; 2009]. Cremnenb CHIKEHHUS XJIOPHOW HMPOBOJAMMOCTH KIETKH OIPEACIsACT
TSOKECTh KIMHUYECKUX CHUMITOMOB MHOTOHHMH, CcHWxkeHne Ha 80% wu Ooiee
aCCOILIMHUPYETCS C TsHKeIou hopmoid, cHuxkeHre Ha 60% MOXKET ObITh MPUUUHOM CpeHEH
WM JieTkoi opmbl BpoxkaeHHoH muotoruu [Colding-Jorgensen, 2005; Sun et al., 2011;
Burge, Hanna; 2012].

3aboeBaHue peaKo NeOI0TUPYET C POXKIICHHUS, KOT/1a MaTEPH 3aMeUaloT y peOeHKa
3aIEpKKY TNEPBBIX COCATENBHBIX IBW)XKEHUM MpU B3ATHUM Tpyau [3uHuUeHKo, 1960;
Ceccarelli et al., 1992]. B GonblirHCTBE cliydacB 3a00JieBaHIE HAUMHACTCS TTOCTEIICHHO,
Ha TIEpBOM JeKajJie >KU3HU C HapylieHus mnoxoaku. [Ipu mombITke HIATH OOJBHBIC
UCIIBITHIBAIOT 3aTPYAHEHUE CHENaTh TEPBBIA IIar, YTO SBISCTCS SPKUM CHMITTOMOM
MUOTOHHUH [3uHUEHKO H Ap., 1979; llInatigep u ap., 2005]. Yacto marueHTsl HE CYMTAIOT
3aJIeP KKy MBIIIIEYHOTO COKPAIIEHUS KaK YTO-TO HEOOBIYHOE W O0pallaroT BHUMaHUE Ha
MHUOTOHMYECKHE CIa3Mbl JIMIIhL TPH OCBOCHUM KaKOW-TMOO TpOoQecCuu Wi UM
YKa3bIBAIOT Ha OTKJIIOHEHUS OT HOPMBI ITPH MTPOX0XKICHUHU BOCHHOW KOMUCCHH Ha BTOPOIA-
TpeTbeid Aekaae xu3nu [[luakinep u np., 2005; denotos u mp., 2012]. ITo mocnegaum
JMTEPATyPHBIM JaHHBIM HE HAXOJAT TOCTOBEPHBIX OTIMYHMIA HU 1O BO3pacTy Hayana (6—
12 1et), HU 10 KIIMHUYECKUM TposiBiicHusM U Teuennio BMT u BMB [Fialho et al., 2007;
Matthews et al., 2010; Trivedi et al., 2013].

Panee cuurtanoch, uto BMb nmMeer Gonee Tspkenbie mposBienust uem npu BMT u
B 1/3 cityyaeB nMpoTeKaroT ¢ BhIpaXXeHHbIM qucTtpoduyeckuM denotunom [Becker, 1977;
Colding-Jorgensen, 2005], ogunako, Ha CETOAHSIIHUN ICHL, B 0030pax C OOJBIIMMHU

BeiOOopkamMu JIHK moarBepskaeHHBIX mammeHToB ¢ BMbB onmmcanbl aumbs eTUMHUYHBIC
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ciydan ¢ guctpodudeckum denoturnom [Nagamitsu et al., 2000; Fialho et al., 2007;
Dupré et al., 2009; Trip et al., 2009].

[Ipu ocmotpe G6ompHBIXx ¢ BMT u BMbB Opocaercst B ria3a Xopomio WM Jaxe
Ype3MEpPHO pa3BUTasi CKeJEeTHas MYCKyJaTypa, UTO CO3JaeT  BIIeYaTICHHUE
po(heCCHOHAILHOTO CIOPTCMEHA-TsDKenoaTiera [3unuenko u ap., 1979; llnaiinep u
ap., 2005]. T'mmeptpodusi CKENETHBIX MBI CBs3aHa ¢ TpoduueckuM 3ddexTom
MBIIIEYHOH aKTUBHOCTH (MHOTOHMs) Ha MbIIeuHyl0 TKaHb [Fontaine, 2013].
['uneptpodus npu BMT u BMbB no pasueim aBTopam coctasisier 38-78% u 55-100%
coorBercTBeHHO [Fialho et al., 2007; Dupré et al., 2009; Trivedi et al., 2013], uTo Moxet
MIOCTaBUTh IO/l COMHEHHE OBITYIOIlEE MHEHUE O MPeo0JIaaHuu TUnepTpoduu Mpu
perieccuBHBIX Qopmax. Takue pacxokIeHHUS B OMYOJMKOBAHHBIX JAHHBIX CBS3AaHBI C
OTCYTCTBUEM KOJIMYECTBEHHBIX METOJOB HU3MEPEHUs U CyIry0o CyObEKTHBHBIM
XapaKTepoM OIICHKH TUTMEPTPOPHil, HA KOTOPYIO MOXKET BIHMATh HaIU4Ue y OOJBHBIX
HOJIKOXHO KHPOBOM KJIETYATKHU U PENIbe(HOCTh MBIIIIEYHOU TKAHU.

OOMaHuUBBIM BUJ aTiieTa W IBETYLIETO 3/J0pPOBOTO YEJIOBEKA YacTO SBISIETCS
OPUYUHOM TOTO, YTO JKajgo0bl OOJBHOTO BOCHPUHUMAIOTCS OKPYKAIOIIUMHU C
HEJI0BEPUEM M HPOHHMEW. ABTOPHI OTMEYAIOT, YTO >Kajl00bl MAallMEHTOB C MHOTOHUEH
CTEPECOTHITHBI M BECbMa XapaKTepHBI 11151 3a00eBanus [3un4yeHko u ap., 1979; lunaiinep
u jp., 2005]. OxHako B BUAY PEIKOCTH OOJIC3HW W OTCYTCTBHS HACTOPOKEHHOCTH Y
Bpadeil, jkamoObl KaKyTCS HACTOJBKO HEOOBIYHBIMHM, YTO OOJBHBIX IMOJ03PEBAIOT B
CUMYJISILMKA M B Hactosimiee Bpems [l'aycmanoBa-Ilerpycesnu, 1971; IInainep u ap.,
2005; denoror u np., 2012]. BoabHbIe MHOTIA IPU3BIBAIOTCS HA BOCHHYIO CIyXO0y, a
OTCYTCTBHME IOHUMaHUs OKPY’KaIOIIMX U YCTAHOBJICHHOTO IMAarHo3a, MPUBOASAT K O0S3HU
HOBBIX HMPOHMYECKUX 3aMEYaHUN U COKPBITHIO CBOUX CHMIITOMOB OT OKPYKaIOIIUX
[Bunyenko u map., 1979; Hlnaiigep u ap., 2005]. Tak, ocHOBHas MPUYMHA OMHCAHUS
muotoHun [[xymmycom TomceHOM, ObUT OTKa3 MPUHATHS CUMIITOMOB MHOTOHUH 3a
HacTosIee 3a00JI€eBaHNE U MPU3bIB K HECEHNUIO BOMHCKOM CITYObI €ro OOJBbHOTO ChIHA

[l"aycmanoBa-IletpyceBuy, 1971].
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MuoToHuUS B psijie CIy4aeB HACTOJILKO BBIPAXEHA, YTO MPUBOAUT K OOJIE3HEHHBIM
cra3mMam MBIIIIT (YaIie MBIIII TOJICHEeH ), TPAaH3UTOPHOM HITH TIOCTOSIHHOM ci1aboctu [['exT
u Wneuna, 1982; Colding-Jorgensen, 2005; Trivedi et al., 2013]. «Tpan3utopHas»
ci1abocTh OecrmokouT 00JbHBIX OoJbIne ueM muoToHus [Riidel et al.; 1988; Deymeer et
al.; 1998]. ITpu nepBoii mpobe mocie OTAbIXa CHiia y OOJIBHBIX B MPEIenax HOPMaIbHBIX
3HAYeHUH, HO OBICTPO HAYMHAET CHMXKATHCS U BOCCTAHABJIMBACTCS TMOCIE MOBTOPHBIX
(bOopcUpPOBaHHBIX MBIIICYHBIX COKpAILICHUN, BCIEJACTBUE (DEeHOMEHa «BpabaThIBaAHU
[Riidel et al.; 1988; Walsh et al., 2007; Trivedi et al., 2008; Wang et al., 2008c].
TpanzutopHas ciabocTs mopaxaet okosio 70% O6onbHbIX pu BMB 1 peako BctpevaeTcs
npu BMT [Riidel et al.; 1988; Deymeer et al.; 1998; Colding-Jorgensen, 2005; Fialho et
al., 2007]. IlposiBieHHE TPaH3UTOPHON CIA0OCTH KOPPEIUPYET C BBIPAKECHHOCTHIO
MUOTOHMH: TIPU TSKEJBIX MPOSIBJICHUSX MUOTOHHMU BBISBISIETCS O0jiee BBIPAKEHHAS U
NIPOJIOJDKUTEBHAS TT0 BpEMEHH TpaH3uTopHas ciaboctk [Streib et al., 1982; Deymeer et
al.; 1998]. IlpeamonoxkeHue, UYTO  TPAH3UTOPHAsS  cAa0OCTh  SIBISACTCS
muddepentmpyronmm npusHakoM Mexay BMT u BMB [Aminoff et al., 1977] ne
BBIJICPKaJIo UCIIbITaHus BpeMeHeM [Trip et al., 2009; Trivedi et al., 2013].

Teuenne BMT u BMb xapakrepusyercss HapaCTaHUEM TSKECTH CHUMIITOMOB B
nepBbIe TOJBI, Jajiee mocyie GOpMHUPOBAHUS OCHOBHBIX KIMHUYECKUX MPU3HAKOB, KaK
npaBuwio cradwibHOe. B 0Ooisiee crapiieM BO3pacTe YMEHBUIAETCS BBIPAKEHHOCTh
MUOTOHHMH, TOCIHEAHUN (EHOMEH CBS3BIBAIOT C (DU3UOJIOTHUECKOW WHBOJIIOIUEH
CKEJICTHOH MYCKYJIaTyphl U CHHUKCHHEM JIBUTaTEIbHONW aKTHMBHOCTH [3MHYEHKO W Jp.,
1979; Hlnaiinep u ap., 2005; Becker, 1977; Colding-Jorgensen, 2005]. Heooxomumo
OTMETUTh, YTO HA BBIPAKEHHOCTh MHOTOHMYECKHX SIBJICHUW OKAa3bIBAIOT BIIMUSHUE
BHEIIHUE (AKTOPHI: OXJXKJACHUE, HCIYT, TCUXO0IMOIMOHAIBHOE HaIpsIKEHUE,
HACBIINCHHAS KaJIMEM €/1a — YCWJIMBAIOT MUOTOHUIO; TETIO, HEOOJIBIITNE JTO3bI aJTKOT OIS
— cmsryaioT Muotonuio [["aycmanosa-Ilerpycesuu, 1971; 3unuenko u ap., 1979; Fialho
et al., 2007; Matthews et al., 2010; Trivedi et al., 2013].

Knunnueckas kaptuna npu BMT u BMb Brilrouaet 0qHOTUITHBIE CUMIITOMBI U B

OOJBIINHCTBE ClIydyacB OI'paHHYHBACTCsA MHUOTOHMEH. OI.[GHI/ITB BBIPA’KCHHOCTDH
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MHOTOHUH HENPOCTO, TaK KAaK B 3aBUCUMOCTH OT BHEIIHUX YCIOBUI BpEMs OT BPEMEHU
mensiercs uaTeHcuBHOCTH [Colding-Jorgensen, 2005; Trip, 2010]. bekkep B cBo¢ BpeMms
MPEMIOKHIIT MOIYKOJINYECTBEHHYIO OLIEHKY MHOTOHUHM, OCHOBAHHYIO Ha OLIYLIEHUSAX U
aHaMHe3€ NalUeHTa. TshKenoe MposBIEHUE Irpaayupyercss (+++) U Xapakrepusyercs
BBIPDOKEHHBIMUA OTPAaHUYECHUSIMU B TOBCEAHEBHOM JBUIaTEIbHON NEATEIBbHOCTH, MPHU
TOM MHOTOHHUS Cpa3y 3aMETHa OKPYKAIOIIUM U HE MOXET OBITh CKpBITa OOJBHBIM.
Jlerkoe mnposiBnenue (+) orpaHMYMBAcT OOJILHOTO B TIOBCEIHEBHOH JBUTATEIHHOM
JEATEIbHOCTH JIMIIb HE3HAYWTEIbHO, €CIU BOOOIIE OTrpaHWYMBAET, U MUOTOHHUS HE
OPUHOCUT KaKOro-TuO0 cTpajaHus. MHOTOHMSI TOJIBKO B OAHOM o0OJacTu Tesa
(HarmpuMep, HOT WJTU PYK, WJIH JIUIA), TAKKE KIACCUPHUIIMPYIOTCS Kak jerkas (+) [Becker,
1977]. HecMoTpsi Ha OYEBHUJIHBIC HEIOCTATKH TAKOTO CYOBEKTHBHOTO HW3MEPCHUS,
NOJYKOJIMYECTBEHHAs: OLIEHKA BBIJEp)Kaja HCHBITAHUE BPEMEHEM U IPEBOCXOJIUT
KIIMHUYECKYI0, MEXaHMYeCKyl0 U OMI' OmleHKy Hu3-3a HU3KOM BOCIPOU3BOJIWMOCTH
nocienaux [Birnberger et al., 1975; Durelli et al., 1983; Colding-Jorgensen, 2005].
Cy1iecTByIOT NprUOOpPHI ISl KOJTMUYECTBEHHOW OIIEHKM aKTUBHOW MHUOTOHUHU B MBIIIIAX
KHCTH, OJTHAKO CII0)KHOCTb X MCIOJIb30BAHMS, HEOOXOIUMOCTh COOIIOACHUSI MHOKECTBA
YCIIOBUH JIJ1s1 BBIITOJIHEHUS TIPOOBI HE TTO3BOJIMIIN BHEAPUTH MOCIEIHNUE B TOBCETHEBHYIO

npakTUKy Bpada (puc. 3) [Statland et al., 2012].
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Pucynox 3. IIpuGop /uist KOMMYECTBEHHOMN OIIEHKH MUOTOHUU B KUCTSIX.
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MuUOTOHUSA  SIBASETCS MATOJOTHYECKHMM  COCTOSTHUEM  CKEJIETHBIX  MBIIIIII,
BBEIPKAIOIIMMCS B HEBO3MOXHOCTH HEMEJICHHOTO PacCiabIeHUs MBIl MOCTE €€
aKTUBHOTO HWJIM MEXaHWYECKOTO0 COKpAIICHHUS C COIMYTCTBYIOIIUMU XapaKTEPHBIMU
alekTpudeckumu spieHnssmMu [Matthews et al., 2010; Trivedi et al., 2013]. MuoToHut0
pa3eIIAIoT Ha aKTUBHYIO, MEXaHUYECKYIO U IeKTpudecKyro [[laycmanoBa-IlerpyceBuy,
1971; Colding-Jorgensen, 2005; Kimura, 2013].

AKTHBHAsT MHOTOHUS BBISBIISIETCSI Y OOJIBHBIX TIOCIIC MPOU3BOJIBHBIX JIBIKCHHM,
IPUYEM, YeM TsDKellee CTETIeHb MUOTOHHUH, TEM MEHbIIIE TPEOYeTCs CHIIa JIJisl POSIBIICHUS
¢€. AKTHBHAS MHOTOHHS SIBIISICTCS OCHOBHOM Kal000M OONBHBIX, HaIle BCEro &
OMMHCHIBAIOT KaK «CIa3M», «CKOBAaHHOCTBY, «3aJCPKKW», 3aTPYAHSIONINE TIIePBHIC
JBWKCHUS, JUIMTEIBHOCTh KOTOPBIX MPOIOPIMOHATbHA HHTEHCUBHOCTH MBIIIICYHOM
Harpy3ku. [IoBTOpHBIE COKpAIIEHUS TPUBOIAT K UCYE3HOBEHHUIO MUOTOHHH, TIO KOTOPHIM
MO>KHO OLIEHMBAaTh MHTEHCUBHOCTh MATOJIOTUYECKOTO Mpoliecca. B cpeaHeM cuMITOMBbI
MHOTOHMHU Hcue3atoT Ha 7-10 crepeoTunHoe cokpamienue [["aycmanoBa-IleTpyceBuy,
1971; Colding-Jorgensen, 2005; Matthews et al., 2010].

MexaHnueckass WM MEePKYTOpHAs MHOTOHUS — 3TO PEakIUs Ha MEXaHMYCCKUU
yIap MBIIIIEI B BHJIE MPOJICHHOTO COKPAIEHUS MBIIIIHI C 00pa30BaHUEM «SIMKHY WU
«BaJIMKa». MexaHndeckass MHUOTOHHMS YacTO BCTPEYACTCS B  MBINMIIAX  S3BIKa,
pasrudaTeisxX MajableB PYK U MBIIIIE TPOTUBOIMOCTABISIONICH OOJBIION Masiell KUCTH,
nocturast mopoit 30 cex. BbIpak€HHOCTh U JIOKaIU3alysl MEXaHUYECKOM MUOTOHHUU HE
BCEI/la paBHO3HAYHA W COBIAAcT ¢ akTHBHOW muoToHueH [[maiigep u ap., 2005;
I"aycmanoBa-Iletpycesuu, 1971; Colding-Jorgensen, 2005; Trip, 2010].

DnekTprudecKkas MHOTOHHS XapaKTePU3YETCs IMaTOJIOTHYECKON BO30YIUMOCTHIO
MeMOpaH MBIIMICYHBIX BOJIOKOH, KOTOPYIO TMO3BOJIAET peructpupoBath nOMI' B BHIE
xapaktepHbix MP [Kimura, 2013].

Onwucannbiii Tomcenom (1876) deHomen «BpabaThiBaHusm» (“‘Warm-up”) mo cux
nop siBisIeTcss HeoObsicHMOM ocobennocteio BMT u BMB [Colding-Jorgensen, 2005].

deHoMeH «BpabaThIBAHUS 17R10 «Pa3MUHKW» XapaKTepU3yeTcs
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MCYE3HOBEHHEM/YMEHbIIIEHUEM aAKTUBHOU MUOTOHHUH nocilie HECKOJIBKUX
(bopcUpOBaHHBIX OJHOTUITHBIX COKpAIIEHU MbIII. TOMCEH OINUCHIBAaT HECKOIBKUX
MOPaKEHHBIX YJICHOB CBOEH CEMbH, KOTOPHIM (DEHOMEH «BpaOaThIBAHUS) ITO3BOJISII
3apabaThiBaTh Ha KU3HB paboTas akpoOaramu B 1upke. CHUMITOM «BpaOaThIBAHUS
HEMPOAOJKUTEIbHBIA U MPUONU3UTEIIBHO Yepe3 5 MUH. MOCJIE OTIbIXa MHUOTOHUS
BO3Bpaimiaercs co Bcedd momHoTOoM [Thomsen, 1876; Colding-Jorgensen, 2005].
CuuraBmmumes crnenubuuabiM it BMT u BMB, mnociae Bosmoxnoctn JIHK
TECTUPOBAHUS, CHUMIITOM «BpaOaThIBAHUS» IOTEPSUT CBOIO YHHKAIBHOCTh B CBS3U
BBISIBJICHUS €ro y 00bHBIX ¢ MyTainusamu B reHe SCN4A u penorunmom BM [Trivedi et
al., 2013].

J1o MOSABJICHUSI TEHETUYECKOTO TECTUPOBAHUSI KAay3aTHUBHBIX I'€HOB JUArHOCTHKA
HMC Obuta ocHoBaHa B Ooiiblliell CTENEHM Ha KIMHUYECKOM Xapaktepuctuke. [Ipu
HAJIMYMA MHUOTOHWH, (EHOMEHAa «BpaOaThIBaHUS» U OTCYTCTBUS PEIICCCUBHOMN
cerperaiu MUOTOHUH 3a00JI€BaHrE pacCMaTPUBAIIM B paMKaXxX MIMPOKO u3BecTHON BMT
[Bunuenko u ap., 1979; Ilnaiigep u ap., 2005; Kacatkuna u ap., 2008; Streib, 1982;
aycmanoBa-IletpyceBnu, 1971]. B oTeuecTBeHHOW nuTEeparype Bce KIMHHYECKUE
anroput™Mbl U AU EepeHIInaTbHO-TUATHOCTUYECKUE KPUTEPUU HEAUCTPOPUUECKUX
muotonu (HJIM) mpoaonxaroT OCHOBBIBATHCS Ha JAHHBIX «IJOT€HOMHOTO TMEpPUOIa,
YTO HE MPHEMJIEMO B COBPEMEHHOM HaydHoM cooOmectBe [IlHaiimep u mp., 2005;
Kacarkuna u ap., 2008; Kacatkuna u ['mneBanosa, 2010].

[TosiBeHNME TEHETUYECKUX METOJOB aHaju3a 3HAYUTENIbHO BUIOU3MEHUJIO
MOXO0/IbI K TMArHOCTHKE HACIEACTBEHHBIX MOHOT€HHBIX 3a00JIEBaHM, B TOM YHCIIC U B
HeBposioruu [MBaHoBa-CmoneHckass ¥ ap., 1998]. Bonbiiyto posib MOJIEKYJISPHO-
IFeHETUYECKUE METOJbl aHalii3a WTPalOT U B TPYNIe HEPBHO-MBIIICYHOW MATOJOTHH
[Mnapuomikun, MBanosa-Cmonenckast, 1998; Illarioshkin et al., 1997]. B 3apyOexHbIx
m3ganussx mnocie nposeaeHus JIHK Obuim  mokazaHel  HECOBMAJECHUS  paHeEe
NPEeUIOKEHHBIX TeHOTHIM-(peHoTunuueckux koppeasiuii HIAM [Barchi, 1998; Jurkat-
Rott et al., 2005; Trip et al., 2007; Trip et al., 2008]. B rpynmne McXK ycraHOBICHO

3Ha4YMTENbHOE Npeolnananre BMbB Hax cunTaBiierics panee camoii yactoit BMT [Trip
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et al., 2008; Lehmann-Horn et al., 2013]. Ha cerogusinuii neHb B Poccuiickoii
HOMYJISIUH MTpenoaraeTcs anatornanoe 10-kparHoe nmpeodnananue BMb [MBaHoBa 1
[Monskos, 2013]. B rpymnme muoronuii ¢ ¢peHorunom BMT u AJ] cerperupoBaHmeM
BISIBIISIIOT 0KOJI0 20% wmyTanmii B reHe SCN4A mociie /IHK tectupoBanus [Trip et al.,
2008; Fontaine, Hanna, 2010; Matthews et al., 2010]. I'enorun-dgeHoTHINIECCKHE
koppemsitut BMT u BMbB He cnocoOctByroT pasrpannueHno McXK B cBs3u ¢
BBIPAKEHHBIMUA TMEPEKPHITUIMUA  (eHOTUNOB. OmnupaThCs TONBKO Ha KIMHUYECKUE
npusHaku npu nuddepenmansaoil nuarnoctuke BMT u BMbB na ceronusmHmii 1eHb
HE IPEJCTaBISIETCd BO3MOXHBIM, TaK KaK B OJHOH CeMbE Y OOJBHBIX C OJUHAKOBBIMU
MyTalUsIMA BBIPAKEHHOCTh CUMIITOMOB BapbUpyeT B IIMPOKHUX IMpenesax MU HET
CTaTUCTHYECKU 3HAYMMBIX KIIMHUYECKUX OTIMUYUi Mexay aByms popmamu BM [Dupré
et al., 2009; Trivedi et al., 2013].

Bepudukanus HO30J0rHMYECKOr0 JHArHo3a TpeOyeTcs C LENIbI0 BO3MOXHOCTH
pa3paboOTKU ¥ IPUMEHEHHUS Ha IPAKTUKE NaTOr€HETUYECKOTO JICUEHUS, YTO HEBO3MOKHO
0e3 ycCTaHOBJIEHUs TeHeTHueckoro nedexra. Ha cerogHsmHuii JeHb HUCXOAS U3
ONPEIECIICHHBIX MYTAI[UM aKTUBHO BEAYTCS KIMHUYECKUE UccnenoBanus B rpymnne HJIM,
IPU HEKOTOPBIX BBISIBIICH MOJOXHUTEIbHBIN TepaneBTudeckuii pedyastar [Cleland et al.,
2008; Conravey et al., 2010; Statland et al., 2012; Hoffman et al., 2012; Imbrici et al.,
2016].

s Bepudukammm HIM HEoO0X0auMO TOJIHOE U IOPOTOCTOSIIEE UCCASIOBAHNE
nByx reHoB CLCN1 u SCN4A, uro TpeGyeTt mepecMoTpa anroputMoB quarnoctuku H/IM
«IOT€HOMHOI'0 MEpuoJia» B BHUAY OOJIBIIOTO MyJia JIOKHBIX MPEANOI0KUTEIbHBIX
nuarno3oB nocie JJHK tunuposanus B rpynne HJM [Barchi, 1998; Jurkat-Rott et al.,
2005; Trip et al., 2008; Matthews et al., 2010]. OcHoBHOI1 3a1a4eli Ha CErOTHAIIHHH JICHb
ctout paspaborka sddexTuBHOrO anroputma auarHoctTuku HJIM nist yMeHbIIeHHs
MaTepHalbHBIX 3aTpaT M OCMBICIEHHOTO BbIOOpa Kay3aTuBHbIX reHoB CLCN1 wim
SCN4A nnsa mposenenus JJHK ananuza. ®opma BMT unu BMb ¢ yuerom oTcyTcTBUs
JIOCTOBEPHBIX KIMHUYECKHUX OTIMYUM HE uMeeT 3HaueHus it mposenenus JIHK

ananusa, noaromy BMT u BMb Bce uaie paccmaTpuBaroT Kak €AUHBbIA (PEHOTHIT B
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pamkax Bpoxnennoit muotonun (BM) unu McXK [Fontaine, Hanna, 2010; Lehmann-
Horn et al., 2013].

Ha ceropnsiminuii genp onucano 6onee 200 pasHbIX MyTaluii, pacrpeaeaeHHbIX
no Bce koaupyromei mocienoBatenbHOCTH TeHa CLCNI1, MHOrme m3 KOTOpBIX HE
cooTBeTCTBYIOT cTporo AJl mimu AP tuny HaciemoBanus [Brugnoni et al., 2013; Portaro
et al., 2015]. He Obuto HaiiieHO YOS TUTETFHBIX KIIMHUKO-TEHETHUECKUX KOPPEISIHIA KaK
C IOMEHAaMU T€Ha, TaK U ONPeICICHHBIMU MyTAI[UsIMH, YTO HE MO3BOJISIET B 3aBUCUMOCTH
OT KJIMHUKO-TIAPAKIIMHUYECKIX 0COOCHHOCTEH ONMTHUMHU3UPOBATh MYTAIIMOHHBIN TTOVCK B
rene CLCN1 [Nam et al., 2013], onHako B cBeTe pa3BUTHS HEHPODU3HOIOTUICCKUX H
TEHETHYECKUX METOJOB MCCJICIOBAaHUS MMOMCK HECOMHEHHO MpOAOKUTCS [MIBaHOBa M
[Tomsixos, 2013; Streib, 1987; Barchi, 1998; Colding-Jorgensen et al., 2005; Miller et al.,
2008]. BM xapakTepusyeTcsi ajuleJbHONH IFeTEPOreHHOCThIO, a JACICIMH - APYrOoW THII
MyTaIMi HaXxOIAIIUXCS TIIyOOKO B MHTPOHAX WJIM TPOMOTOPHOM PETHOHE, YITYCKAIOTCS
npu cexkBenupoBanun reHa CLCN1 [MBanosa u Ilosmsikos, 2013; Trip et al., 2008].
[ToaTOMY IpH BBISIBIICHUU OJTHOM MyTaIllMH B ciopaJndeckux ciydasx BM Bompoc o Tumne
HACJICMOBaHWSI W KOPPEKTHOM TMPOTHO3E¢ 3a00JEBaHUS B CEMbE YacTO OCTAeTCs
OTKpBITBIM. B Takux ciydasx mnpuberator k OMI', paznuyHble METOIUKUA KOTOPOM
MOKa3bIBAIOT XapakTepHyto OMI" kaptuny nima BM ¢ A/l u AP tunom HacienoBanus,

OJTHAKO YyBCTBHTEIbHOCTh DMI™ TpeOyeT nanbHelero uccienopanus [Fournier et al.,

2006; Fontaine, Hanna, 2010].

1.2.2. Incrpoduyeckasi MuoTonusi 1 Tuna
Huctpoduueckas muotonus 1 Tuna (JAM1) nnum 6onesns ['oppmanna-Pocconmumo-
[reitnepra-barrena-Kypmmanna camas vacras dopma HMC co cpeaneit wactoroi
1:8000 [Harper, 2001; Musova et al., 2009; Hahn et al, 2016]. Oganako
pacipoCTpaHEHHOCTh 3HAUUTETHHO KOJIEOIETCS B 3aBUCUMOCTH OT CTPAHbI U STHUYECKOH
NpUHAIJISKHOCTH, TaK yacToTa 3a0oneBanus B EBpore coctarmser 3-15 [Harper, 2001],
B SImonuu — 5 ma 100 Teic. [http://neuromuscular.wustl.edu/musdist/pe-eom.html#dm1],

a camas Beicokas 1 Ha 550 cBsi3aHHas ¢ 3¢ dexToM ocHoBaTes B peruone Careneiti-CeHt-
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Jlxkon (mpoBunis Ksebex, Kanmama) [Yotova et al., 2005]. Ouenp Hu3Kas
pacnpoctpaneHHocts /IM1 omucana y taiiues [ Theadom et al., 2014], unauiines [Basu
et al., 2001], u ue BosBICHO JIM1 B A3epOaiimkane, B cpeiHEa3naTCKUX MOMYJIISIHIX
[Pynenckas, 1998] u cpenu HerpouoB FOxHoit Adpuku [Goldman et al., 1996].
Hcropwust 3a0607eBaHNs HAUMHACTCS C ONTUCAHUS COUCTAHUS MUOTOHHH C aTpodueit
JKEBATCJIBHBIX MBIIII, CTHOATEIIeH IIIed W MBIIII JUCTATBHBIX oTAesioB pyk [Hoffmann,
1900]. I'omom mo3sxe I'.H. Pocconrmo (1901-1902 r.) He3aBUCHUMO OIMKCAI aHAJIOTHIHOE
3a00JIeBaHUE Y MYKUMHBI 37 JIET, BEIACTUB O0OHAPY>KEHHOE COUYE€TaHUE MPU3HAKOB KaK He
ciydaitHoe, T.e. 0coObiM BapuantoM BMT wu BhoepBbie MpeMIOKII Ha3BaHUE
«arpoduueckass muotoHus» [Poccomumo; 1901-1902]. K 1912 roay I'. reiinept, .
barren, I'. Kypmmanu onrcany cxokue ciiydau U IpeIIoKIIN BEIACIUT (PEHOTHUIT KaK
HOBOEe 3a0o0JieBaHME B paMKaX CaMOCTOSTEIbHOM HO30JIOTMYECKOW  €IMHUIIBI
«MUOTOHHYECKOU AucTpoduu win nuctpoduueckoir Muotonum» [ Steinert, 1909; Batten
and Gibb, 1909; Gurschmann, 1909]. CamMoCTOATEIBHOCTh HaHHOH (POPMBI
JUCKYTHPOBAIach MHOTHE AecaTuieTus [3unuenko u ap., 1979; Maas and Paterson,
1939; Thomasen, 1948;]. Bompoc reHeTHYeCKOH OOIIMHOCTH Pa3pemInics Iocie
KapTUpOBaHus U KioHupoBanus rena BM u JIM [Harley et al., 1992; Koch et al., 1992].
JAM1 oOyciioBieHa TUHAMUYECKOW MyTalueld B T€HEe MUOTOHUHIPOTEMHKHHA3BI
DMPK (nokyc 19q13) B Buae skcnancuu TpuHyKiIeoTHIHBIX ToBTOpoB N(CTG) B 3'-
HeTpaHcaupyemoi oomactu rena [Brook et al., 1992; Buxton et al., 1992; Harley et al.,
1992]. I'en DMPK cocrtout u3 15 3x30H0B, 3anuMaronmx 13 k0 renomuoit JIHK [Shaw
et al., 1993; Fu et al., 1993]. Myrautueiii red DMPK crmocoG¢cTByeT HaKOILUIEHHUIO
W3MEHEHHOTO TPAHCKPUIITA B SAPE KIETKH, OJHUM M3 TIPOSBICHUA KOTOPOTO SIBIISIETCS
B3aMMOJICUCTBHE C  CEMEWCTBOM  MBIIIEYHO-MOAOOHBIX mpoTenHoB (MBNL),
yuyacTByromux B Metadbonm3sme PHK [Mankodi et al., 2003]. Takum 00pa3oM MyTaHTHBI#
oenmok DMPK mpuBoauT k HapymieHuto criaicudra npe-mPHK pasznuuHbIX TeHOB,
pE3yJIbTaTOM YEr0 SBISICTCS TOBPEXKACHUE PA3UYHBIX OEJTKOB W BTOPUYHOMY

MMOPAXCHUIO HMOHHBIX KaHAaJIOB MBIIICYHOMN TKaHH, KaK IIOJIaralOT 3TH MCXaHHN3MbI
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MIPUBOJIAT K MOJTMCUCTEMHOMY TTopaskeHuto mipu JIM1 [Mnnapuomikun u nip., 1995; Davis
etal., 1997; Lin et al., 2006; Turner et al., 2010].

[Toka3ana B3auMoOcCBs3b MexaAy uducioM Konud CTG-NOBTOPOB U TSKECTHIO
dbenorumna JIM1: GonbHBIE ¢ HEOOJIBIIION CTEIIEHBIO AKCIIaHCUH TTOBTOPOB (5099 komwmit)
OOBIYHO SIBIIAFOTCS aCUMITOMHBIMH HOCHUTEIISIMU WM €IWHCTBCHHBIM IPOSBICHUEM
3a00JIeBaHMS Y HUX MOKET ObITh KaTapakTa. Jkcrancus moBTopoB oT 100 1o 1000 konwmit
MPUBOJIUT K PA3BEPHYTOMN KIIMHUYECKON KapTUHE C PA3BUTHEM IOBEHWJIBHBIX U B3POCIIBIX
dbopM U JIMHEIHOU 3aBUCUMOCTBIO BO3pacTta aedrora oT uucia konuil CTG-moBTOpoB
[Harper, 2001; Salehi et al., 2007; Udd, Krahe, 2012; De Antonio et al.; 2016].
Haubonpmas crenens sxcnancuu CTG-noBTopoB 60ee 1000 oTmedeHa npu TKEIOH
BpoxkaeHHOH dopme JIM1 [Udd, Krahe, 2012; Ho et al., 2015; De Antonio et al.; 2016].
Yo6eautenbHoN Koppensiuud cuMntoMoB nipu JIM1 (MuoTOHMH, mape3oB, aTpoduw,
noysvHeponatu U Ap.) U yuciaoMm konuid CTG-mOBTOPOB B 3TUX TIpynmax He
ycranosiieHo [Marchini et al., 2000; Ashizawa and Sarkar, 2011; Morales et al., 2012;
http://neuromuscular.wustl.edu/musdist/pe-eom.html#dm1].

[Mpu IM1 ormeueHn denomen mi3meHeHust komudectBa N(CTG) moBTOpoB mpH
nepesadye MYTaHTHOTO T€Ha, 4Yallle YBEJIWYeHUs (AHTUIUIAIMK) W3 TIOKOJICHHUS B
MOKOJICHHE, YTO MPHUBOJUT K YCUJICHUIO KJIMHUYECKUX MPOSABICHUN U O0Jiee paHHEMY
ne0roTy 3a00JIeBaHUsI B KaXK/IOM MOCIIeayIoleM okojaeHnu [ nnapuonikus u ap., 1995;
Harper et al., 2004; De Antonio et al.; 2016]. HectaOuinpsHOCTH 3apO/IBIIIEBBIX KICTOK
SIBIISICTCS TJIAaBHBIM (PAKTOPOM, JICIKAIIUM B OCHOBE aHTHIMIAIMY [Vmmapuomkus u ap.,
1995; Ashizawa and Sarkar, 2011]. B 6% cayuasx npu nepemade 3a00IeBaHUs OT OTIA
ymenbinaercss N(CTG) (peako naxke A0 HOPMaIbHOTO JMana3oHa), TOrAa Kak
AHTUIUTIAIAS TIPOMCXOIUT B MaTepuHCKOM rameroreHese [Ashizawa et al., 1994].
OruoBckue amtenu 6onee Hectadbuiababie [Martorell et al., 2004; Pratte et al., 2015], xo
netn ¢ BpoxzaeHHoW JIM1 BcTpewaroTcsi MOYTHM HMCKIKOYUTEIBHO IIPU Iepenaye
3a00JIeBaHUS OT MaTEPH, YTO CBUICTEIILCTBYET O MOJ-crieruduaHoit qudpepeHnnpoBke
gyucia N(CTG) B ramerorenese poauteneii [Ashizawa et al., 1994; Mathieu et al., 1999;
Ashizawa et al., 2011].
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Oco6ennocteio JIM1 siBisieTcss HE TOJNBKO MEMOTHYECKasi, HO 1 MUTOTHUYECKAs
HEYCTOMYHMBOCTh, XapakTepusywmasics HapactanuemM N(CTG) B pa3HbIX TKaHAX B
TEUYCHHE BCEH KM3HU, 00YyCIaBIMBas mporpeccupoBanue 3adoneBanus [Ashizawa et al.,
1993; Martorell et al., 2004; Morales et al., 2016]. B 3HaunTe/IbHO# CTENIEHN YBEIHUEHUE
N(CTG) oTMedeHO B CKEJIETHBIX MBIIIIAX 10 CPAaBHCHHIO C JAPYTMMH TKaHAMHU
opranm3ma [Zatz et al., 1995].

JIM1 oTHOCHTCS K TOJTMCUCTEMHBIM 3a00JICBaHUSIM C BEIPKECHHBIM KIMHHYECKUM
noJmMophU3MOM, Ne0I0TOM OT POXKICHHUS OO0 TIyOOKOH CTapoCTH, HEYKJIOHHO
MEJUICHHBIM TPOrpecCUpOBaHUEM M HebOsaronpuatHbiM ucxonoM. Kmuaudecku [IM1
MPOSIBISICTCS. KaK MBIIMICYHBIMU HApYIICHUSMH, TaK W HEMBIIICYHOW ITaTOJIOTHEH
[Mnnapuomkun, MiBanoBa-Cmonenckas, 1998; Mnnapuomkun, 2004; IIHaiinep u ap.,
2005; Harper et al., 2004; Hilbert et al., 2013; De Antonio et al. 2016; Nguyen, Campbell,
2016]. Mplmieunbie HaApYIICHUS BKIIOYAIOT MPOTPECCUPYIONIYIO CIab0CTh U aTpouIo
KpaHUAJIBHON MYCKYJATyphl, MBIIII] IIEH, TACTAIBHBIX MBI KOHEYHOCTEH, a TaKXKe
MUOTOHMYECKHE (PEHOMEHBI C MPeoOialaHueM B MBIIIIAX AUCTAIBHBIX OTACIOB PYK.
BHewmbIeuHple TPOSBICHUS - paHHSAS KaTapakTa, SHIOKPWHHBIC M BETETATHBHBIC
paccTporCcTBa, HAPYIICHUS CEPACYHOTO PUTMA U MPOBOJAUMOCTH, U3MEHEHHUS JIMYHOCTH
B BUJIC allaTHH ¥ OC3bIHUIIMATUBHOCTH, peXe CHHKEeHMs nHTeIiekTa [Harper, 2001; Udd,
Krahe, 2012; De Antonio et al., 2016]. JIM1 B pa3BépHyTO# cTaMK UMEET XapaKTCPHBIH
(heHOTHIT, HO HU3Kas HHPOPMHUPOBAHHOCTH Bpadel o 3a00JIeBaHUH, CHMIITOMBI allaTUH U
OE3bIHUIIMATUBHOCTH y OOJBHBIX YacTO OCTaBIAIOT UX 0€3 BEpHOTO JUarHosa
JUTUTEIIbHOE BPEMSI.

JIM1 mno neGrory nenst Ha BpoxiaeHHyro (BJMI1), roBenunbnyio (FOIAM1),
B3pociyio (kaaccudueckyio) (K/IM1), u mo3auioro (oaurocumnromMuyo) popmy (OJIM1)
[Harper, 2001; Arsenault et al., 2006; De Antonio et al., 2016]. Kpatkoe knmuHnueckoe u
MOJICKYJIIPHO-TEHETUICCKOE OIMMCAHKE MPEACTaBICHO B Ta01.4.

Kaaccuueckasi (B3pociast) popma JIM1 (KJIM1) u Haunbostee gacrtas ¢ 1e0r0TOM
B Bo3pacte 20-40 ner ¢ MHUOTOHWH, AUCTAIBHOW CIIAa0OCTH WM KaTapaKThl, TPEX

ocHoBHBIX pu3HakoB KJIM1 [Harper, 2001; Udd, Krahe, 2012; De Antonio et al., 2016].
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MuoToHus, KaK TPaBUIIO, SBISAETCS MEPBBIM MPHU3HAKOM M HAYMHAETCS O TPETHETO
necsatuinetust  okm3HM  [http://neuromuscular.wustl.edu/musdist/pe-eom.html#dm1].
MuoToHHsI TpeacTaBiI€HAa KIMHUYECKH W peructpupyercsa npu OMI. AxkTuBHas
MHUOTOHHS 00Jiee 3aMeTHA B JUCTAIBLHBIX MBIIIIAX, HO Ha ()OHE HAPACTAHUS MBIIICYHBIX
aTpouii CTAaHOBUTHCS MeHee BhIpakeHHOW [IlHaiimep m np., 2005]. Mexanudeckas
mpeo0sagaeT B MBIIIIAX TEHApa, U B MCHBIIICH CTCTICHU B BUJE «BAJTUKA» WIIN «SIMKH)
CO CKEJICTHBIX MBIIIIII, BRIPAXKCH CUMITTOM «BpabarteiBanus» [Harper, 2001; Udd, Krahe,
2012], gTo B 1eOIOTHOM cTaguu 3a0o0JieBaHus KpaiiHe 3aTpyaHseT nuddepeHmaibHyo

auarHoctuky ¢ BM [3unuenko u ap., 1979; Hlunaiiaep u ap., 2005].

Tabmuua 4. Knmuaunko-renerndeckue xapakrepuctuku JIM1 (amantupoano De Antonio

et al., 2016; http://neuromuscular.wustl.edu/musdist/pe-eom.html#dm1)

OnvHa, OebioT, (neT) ®opma AM1 KNnMHUYeCKne CUMNTOMBI
n(CTG)
50-100 20-70 Mo3gHAnA KaTapakra, MMHMMAa/IbHblE MblLLEYHBIE CUMA

(onurocMmnTomHasn)  [NTOMBI B MPEKJIOHHOM BO3pacTe.
Mporpeccupylollas  MbllleyHas cnabocTb
aTpoduA AUCTanbHBIX MbIWL M crubaTteneid

wew, MWOTOHMA, KaTapakTa, nTo3
HapYLWEHUA CepAeqHOro pUTMa, HapyLleHUs
MULLEBaPEHNA, MHCY/IMHHE3ABMCUMbIA
InnabeT, runepcomHmns, paHHee obnbiceHne
IMYXXUMH, aTPOOUA rOHAA, PEAKO MHTENNEK
Tya/bHble HapyLIEeHWA.
YMCTBEeHHas OTCTaNoCTh, CUHAPOM
inedbmuMTa BHUMaHMA C TMNEePaKTMBHOCTLIO
200-1000 1-10 lOBEHMNLHaS NpuUcoeaMHeHne MWOTOHMM Ha Bonee
MO34HUX CPOKax C BbICTPLIM
NMPOrpeccMpoBaHMeEm MbILIEYHOW "
BHEMBbILLEYHOI MaTONOrMK - XapaKTepHo AN
B3pOCNO GOpMBbI.

Hapylwexne AbIXaHKA, TMMNOTOHWA

1000-4000 | BHyTpHyTpo6HO BpoaeHHasn TPYAHOCTM KOPMIEHWA, 3aAEPXKKa PazBUTUA
YMCTBEHHAA OTCTaNOCTb.

KnaccuuecKkaa (B3pocnan)
100-1000 20-40

Mpiieunas cinabocTh U aTpodusi MPUCOSIUHSIOTCA IO MEPE MPOTPECCUPOBAHUS
3a00€BaHusl U PAa3BUBAIOTCS B AUCTAIbHBIX MBIIIIAX PYK U HOT, JUIEBBIX MBIIIIAX,
MPUCOEANHSIETCA NTO3, aTpo(usl KeBaTeNIbHBIX MBIIII U crudateneit meu. Benenctaue
atpouu JUIEBON MYCKyJaTypbl, MTO3a, JHUIO OOJBHBIX KAXKETCA BBITIHYTHIM,

CTaHOBHUTCS HEBBIPA3UTEIBHBIM U MAaCKOOOpa3HbIM [3uHUeHKO | ap., 1979; Harper et al.,
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2004]. IlosiBnsercst ¢naboCTh MBIIII-pa3rudaTesiell roJIeHH, BO3HHMKACT CTEIIMa)KHas
noxojka. Takue 001pHBIE YACTO JUIUTENbHO HabmonatoTes ¢ quarao3om Llapko-Mapu-
Tyra (HaciaeICTBEHHOW MOTOPHO-CEHCOPHOW Hekpomatuei) [3uH4ueHko u np., 1979].
CnabocTh CKEJNETHBIX MBIIII] MPOTPECCUPYET U B KOHEYHOM HUTOTE pPa3BUBACTCS
IpIXaTeabHasl HEAOCTATOYHOCTh, AM3ApPTpUs U Aucdarus, 4To SBISICTCS OCHOBHOM
MPUYMHON TSDKEJI0W MHBAMIA3AIMN M CMEPTH Ha MMO3IHUX CTAAMIX Pa3BUTHS O0JIC3HU
[Mathieu et al., 1999].

Karapakrta B BuJe 3aIHETO CyOKarncCyasipHOIO MOMYTHEHHS XPYCTaduKa BBICOKO
cnenupuyna g KJMI1 [Garrott et al., 2004]. IToka3ano, uro m0 1% Bcex ciydaeB
KaTapakKThl B MOIMYJISIIUU MOTYT 3aHuMath OosibHbIe ¢ JIM1 [Cobo et al., 1996]. Onnako
TOYHBIM TUI TOMYTHEHHUSI YacTO HE OINPEIETAeTCS J0 XUPYPTrUUECKOTO JICYEHUS,
MO3TOMY ITIOMYTHEHHE XpyCTalIrKa B Bo3pacte A0 50 JeT JOJKHO HaCTOPOKUTh Bpada O
Bo3MOkHOCTH y OosbHOTO JIM1 [Day et al., 2003; Arsenault et al., 2006]. Peako mipu
JIM1 BcTpeuaeTcsi peTUHONATHSA, JUCTPODUS CETUATKU U JPYTrHe MOPAKEHUsI OPraHOB
3penus [Harper, 2001; Ashizawa et al., 2011].

Cpenn BHewmbllieuHbIX HapymeHund npu K/IM1 wame Bcero ortmewarorcs
WU3MEHEHHS CO CTOPOHBI CEep/IIla; HAPYIICHUsI TPOBOJIMMOCTH U TaxuapuTMus [ opbKoBa,
1992; Tynuk, 2000; Harper et al., 2004; Choudhary et al., 2016; Bassez et al., 2004,
Chebel et al., 2005; Dello Russo et al.; 2006]. Panee B ananu3se netaiabHocTH 3a 10 et
HaOmoneHns 60apHbIX ¢ KJIM1 moka3aHo, 4To CpeTHHI BO3pacT CMEPTH COCTaBUI 53
roga, npuyeM B 30% caydasx cMepb HacTynajga H3-3a CEpACYHO-COCYIAUCTBIX
ocyokHeHn. HapylieHusi cepAaeyHor IesTEIbHOCTH BKJIKOYAIW BHE3AIHYI0 CMEPTh,
NPEANONIOKUTEBHO  W3-3a  3JIOKQUECTBEHHOW  apUTMHM,  JIEBOXKEIIYJOUYKOBOM
TUCYHKIMH, UIIEMHYECKOM cepaeuHoi 0ose3nu, Jeroudon amoonuu [Mathieu et al.,
1999]. HapymieHuss mpoBOAMMOCTH cepana (yAJMHEHHE WHTepBaaoB PR w/mim
untepBaia QRS, Onokagsl BTOpOW/TpeThel CTENEHU, HECHMHYCOBBIM PHUTM) WIH
npejcepaHas TaXHapUTMUsS CYUTATUCH MPEAUKTOpaMu BHe3amHou cMmeptu [Groh et al.,
2008]. HeobOxomumo otmeTuth, uTo cepaedynbic u DKI' Hapymenus npu M1 B

OOJIBIIIMHCTBE CITy4aeB HOCAT CyOKimHnYeckoe Tedenue [Tynuk, 2000; Vinereanu et al.,
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2004]. 'V 18% OOdBbHBIX TMpU XOJTEPOBCKOM MOHUTOPUPOBAHUU  BBISBISIOT
KEITYJOUYKOBYIO TaxXHApUTMHUIO TP OTCYTCTBUM TOCJIEIHEH HA PYyTHHHOM
aJIeKTpoKapauorpaduaeckoM uccienopannu [Lazarus et al., 1999]. Bce sTo Tpebyer
y4dactus B Benenuu narueHTon ¢ KJIM1 kapauosnora, ¢ mon0opoM KOPpEKTHOTO JICUSHUS
U CBOECBPEMEHHOW TOCTAHOBKH KapIUOCTUMYJIATOPA ISl MPO(PMIAKTUKHA JIETATBHBIX
HapymeHui putMa cepana [Wahbi et al., 2012].

JlHeBHasE COHJIMBOCTh HEM3MEHHO TMPUCYTCTBYET B pa3BEpHYTOM CTaIuu
3a0oneBanus. Tak jke XapakTEpHBI JbIXaTeIbHBIC HAPYIICHHS B paMKaxX CHHIpPOMA
obctpyktuBHoro amuod [Van der Werf et al., 2003; Winblad et al., 2005]. dueBuas
COHJIMBOCTH W JBIXaTEIbHBIC HAPYIICHUS, KaK TPABUIIO, MPOUCXOASIT HE3aBUCUMO JIPYT
OT JIpyra ¥ 3HaUMTEIbHO CHUXKAIOT KauecTBo xu3Hu [Hanostia et al., 1981; Harper, 2001,
Laberge et al.,, 2004; Laberge et al.,, 2013]. Hapyuienue npixaHus, B KOHTEKCTE
acIMpalOHHOM ITHEBMOHMH, BBI3bIBAET M0 MeHblIerd Mepe 40% Bcex cilydaeB paHHEU
cmeptHocTH ipu JIM1 [Mathieu et al., 1999]. ITo mepe nporpeccupoBanus 3a001eBaHMsI
MOXKET Ppa3BUBAThCS C€IA00CTh AuaparMbl W JBIXaTEIbHBIX MBI, MPOSIBISISACH
CHIDKCHHEM »KM3HEHHOM eMKkocTh jerkux [Bogaard et al., 1992; Poussel et al., 2015].
Hapymenus nprxanusi TpeOyrOT MpaBWIIBHOW OIEHKH TPH TUIAHUPOBAHUU OTEpaluil ¢
oO1el anecte3neit (0COOEHHO XONELMCTIKTOMHUH ), TaK Kak B 10% citydasix pa3BUBaIOTCS
MOCJICONEPAIIMIOHHBIE  OCIIOKHEHHUSI IIOCJIE MAacOYHOTO HapKo3a M JITUTEIbHOU
JIBIXaTeJILHOM JIETIPECCUU, TMPUBOJIS K JIEKOMIICHCAIINH JIBIXaHHs, KOTOPOE paHee ObLIo
kInHu4Yecku crabuiabaeiM [Mathieu et al., 1997; Veyckemans and Scholtes; 2013].

[Ipu KJIM1 BcTpewaroTcs pa3iauuHble (PYHKIMOHAIBHBIE M CTPYKTYpPHBIE
MOPaKEHUS LEHTPAIbHOW HEPBHOM CUCTEMBI. XapaKTEPHOU OCOOCHHOCTBHIO SIBISIETCS
WU3MCHEHHE JIMIHOCTH, COCTOSIIEH U3 N30eTaHus WU CHUKEHUS BOCTIPUSATHS CHMIITOMOB
0o0JIe3HH, YMEPEHHBIX KOTHUTHUBHBIX HapylleHWH, a 3aTtem amaTtus [Turnpenny et al.,
1994; Gaul et al., 2006; Angeard et al., 2007; Modoni et al., 2008]. B xomOuHanuu ¢
JTHEBHOW COHJIMBOCTBIO, OTH M3MEHEHUSI MOTYT MPUBECTU K HAPYIIICHUIO KOTHUTHUBHBIX
byHKIMIA U, caMOe BaXKHOE, 00y4aeMOCTH, CHIDKCHHIO MPOGECCHOHATBHBIX HABBIKOB U

YXYALICHUIO COLMAIbLHO-IKOHOMHUYECKOTO0 mojioxeHus [Van Engelen et al., 2005].
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[Ipuy MPT romoBHOro mosra y mnamueHToB ¢ JIM1 BwisiBistoTcs nuddysHbie
U3MEHEHHUs1 0eJoro BemIecTBa, B OOJBINCH CTEEHW YeM aTpodusi U MOTEpsl CEporo
BelecTBa B KOHKPETHBIX oOnacTsax [Weber et al., 2010; Romeo et al., 2010; Minnerop et
al.,, 2011]. [JlanHble H3MEHCHHS YACTO PACIEHHUBAIOTCI KaK NPUOOPETEHHOE WU
HACJIEJICTBEHHOE JAeMUETUHU3UpYolue 3aboneBanne. HeBepHbIil Tuarno3 mpuBOIHUT K
JUTUTEILHOMY O€3yCHEIIHOMY U, caMO€ TJaBHOE, HEOOOCHOBAHHOMY HCIOJIb30BaHHUIO
(dhapMaKoJIOTHIECKUX MIPerapaToB, 001a1al0NIUX TOOOYHBIMU JTCHCTBUSMHU.

CHMITOMBI CO CTOPOHBI JKEITyJOYHO-KUIIIEYHOTO TpPAaKTa SIBISIIOTCS YacThIMU
)amobamu y 6opHBIX ¢ KJIM1. Xapaktepubl 60y B s)xuBoTe (55%), nucdarus (45%),
pBoTa (35%), XxpoHuueckasi uim snuzoaudeckas nuapes (33%), kamenb Bo BpeMs €1bl
(33%), 94T0 accoMUpyeTCs ¢ CHHAPOMOM pasipakeHHoro kumevynuka [Ronnblom et al.,
2002]. OTmeuaroT yacThie 3a00JI€BaHMS JKEITUHOTO MTy3BIPS, IS KOTOPBIX OTICpaTHBHOE
JICUEHUE HE CTOMT paccMaTpuBaTh Ha nepBoit muauu [Ashizawa et al., 2011].

OHJIOKpUHHBIE HAPYIICHUS] BKIIOYAIOT HapylieHHe (QYHKIUU IIUTOBUIHOMN
YKeJe3bl, OKETYIOYHOMN JKeJie3bl, TUIIOTAIaMyCa, MOJOBBIX U MapaIIUTOBUHBIX JKeJle3
[@rngreen et al., 2012]. I'unoronaau3m ¢ atpodueli CeMEHHBIX KaHAIBIICB MPUBOIAMT K
Oecrutoauto y myxuun [Peric et al., 2013]. V skeHIMH 4acTO BCTPEUAIOTCS TPHUBBIUHBIC
BBIKMJBIIIM W HapylIeHWe  MEHCTpyaapHoro  nukima  [Harper,  2001].
WNucynuHHe3aBUCUMBINA caxapHblil nuaber npu [IM1 BcTpewaercss daiie 4yem cpeau
HacesneHusd B uenoM. Hapymenue crimaricuara MPHK penenTopa nHcynvHa npuBOIUT K
THIIEPUHCYJIMHEMHH, U BTOPUYHON PE3UCTEHTHOCTH K MHCYynuHY [Savkur et al., 2001].
YacTeiii 7m0OHBIH TUN OOJBICEHHE Yy MYXYUH, NTO3, TUMNOTPO(US JHIEBBIX U
YKEBATEILHBIX MBIIII] MO JYCPKUBACT XapaKTEPHbI MUOTIATHUECKU BHEIITHUN BU/T JIUIIA
npu KJIM1 [Finsterer and Fellinger; 2001].

Bpo:xknennas popma (BJIM1) otnmuaercs ot KJIM1 u Ha ee 10110 NpUXOAUTCS
10-15%  Bcex  caywaeB  JIMI [http://neuromuscular.wustl.edu/musdist/pe-
eom.html#severe]. BJIM1 otHocutcs k HanboJee Tskenon GopMme, ¢ BHYTPHYTPOOHBIM
NeOI0TOM CO CHUIKEHUEM JBUTATEIbHOW aKTHBHOCTH IUIO/IA, MHOTOBOJMEM, a TaKKe

OOHapy>KUBAaEMbIMH aHOMAJIUSIMHU Pa3BUTUS U YPOJACTBAMHU TMpPHU YIBTPA3BYKOBOM
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uccienopanuu [Harper et al., 2004; Ashizawa et al., 2011; De Antonio et al., 2016]. etu
POXKIAIOTCS C TSOKEIIOM TEeHEepalM30BaHHOW MBIIICYHON TUIIOTOHUEH, CIIab0CThIO
JUICBBIX B OYJIbOAPHBIX MBIIII, YTO MPUBOJHUT K JBIXaTCIHHOW HEIOCTATOYHOCTH U
3aTpyqHEHUSM TIpd KopmieHuH. Jletm wuMeroT KpaHHOodanuaabHble aHOMAJIHH:
KOHUYECKHM IMOAOOPOJIOK, TOTUYECKOE HEOO, MPUOTKPBITHIA POT C BEpPXHEW I'y0oil B
BHJIC IIATPa U BBICTYMHAIONTUH 7100, a TAKKE KOCOIAMOCTh, T Py3HBINA apTPOTPUTIO3 UITH
apyrue opromeanuyeckue Hapyirenus [http://neuromuscular.wustl.edu/musdist/pe-
eom.html#severe; Cerghet et al., 2008]. HoBoposkieHHBIE YacTO HAXOAATCS JTUTEIHLHO
Ha MCKYCCTBEHHOH BEHTHWIIAILIMH, B TIOCIEAYIONIEM 3HAYUTEIHLHO OTCTAIOT B Pa3BUTHH, a
B 15-25% cnydasix ymuparoT Ha mepBoM rojy >kusHu [Harper et al., 2004; Van Den
Hende et al., 2015; Campbell et al., 2004]. B nanpHelimemM y BBDKUBIIHX OOJBHBIX C
B/IM1 nBurarensHble pyHKInU yiydiaroTcs [Aring et al., 2012].

JIto0onBITHO HAOJIOEHHE O TOM, YTO XapakTepHble KIMHHYeckue u OMI
HPOSIBJIICHUS] MUOTOHHUHU OTCYTCTBYIOT 10 5 stet [Kimura, 2013]. YMcTBEeHHAs OTCTANIOCTh
xapaktepHa ansi BMJI1, ypoBeHb WHTEIJICKTa Kak mpaBuiio coorBerctByeT 40-80,
OTMEYaeTCs CHHAPOM AcPHUIIMTa BHUMAHUS C THUICPAKTUBHOCTHIO M ayTHUCTHYECKOE
nosencuue [Harper, 2001; Echenne et al., 2008]. BoabmnHCTBO GOMBHBIX B COCTOSTHHN
obcnyxuBath ce0s. Matepu y 60sbHBIX ¢ BJIM1 umeroT B 25% ciyyasx CUMIITOMBI
KJIACCHYECKOU (bopMbI JIM1 [http://neuromuscular.wustl.edu/musdist/pe-
eom.html#severe; Joseph et al., 1997; Ho et al., 2015].

IOBennabHas popma (FO/IM1) xapakrepusyercs n1e0r0TOM B Bo3pacte oT 1 roga
no 10 mer. JlumeBbie aHOMAJIUHM OTJIMYAFOTCS MEHBINCH BBIPAKEHHOCTHIO, YeM IIPH
BJIM1. VY nereii c KOJIM1 B neGrote 3a001eBaHus 1 TIPH TIOCIICAYIOIIEM HAOIIOCHNN B
CTaTyce HET THIWYHBIX JUCTAIbHBIX aTPO(Hi, MBIIICYHOW CIa00CTH M MHOTOHHUHU
[Angeard et al., 2011; Udd, Krahe, 2012]. Hapsay ¢ 3THM OCHOBHOW MpoOJIeMOit
SIBJISICTCS. TPYAHOCTH OOYYCHUU B IIIKOJIC, TIOSIBJICHUE MPU3HAKOB CHHIpPOMA Je(hUIINTA
BHUMAaHUS C TUIIEPAKTUBHOCTHIO, UTO 3aCTABIISICT 0OpaIIaThCs K BpauaM H JUTUTSIIEHOMY
MOWCKY MPUYKH YMCTBeHHOM oTcTanmoctu [Harper, 2001; Echenne et al., 2008; Ekstrom

etal., 2009]. Bo MHOTHX ciTydasx MCTHHHAS IPUPOJIa 32a00JIeBaHMSI HE JUATHOCTHPYETCS
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710 TIOSIBJICHUSI KJIACCMYECKUX CUMITOMOB MHUOTOHHMH, aTpo@uil v c1aboCTh MBI Y
0oapHOrO MK BeisiBaeHUs BJIM1 y matepu OonbHOro pedenka [Harper, 2001; Finsterer
and Rudnik-Schoneborn  2015]. [lo wMepe mnporpeccupoBaHus 3a00JCBaHUS
BBIPAKEHHOCTh MBIIIEYHON CHUMITOMATUKK OBICTPO HApacTaeT, 4YTO MPOSBIISIETCS
MOTOPHBIM JI€(PUIIMTOM W WHBAIMAU3ALKUEH OOJIbHBIX. BbIpaKe€HHOCTH MOTOPHOM
Je3aanTaldd COTOCTaBuMa C TsDKENBIMU (hopMamMu Ha TO3AHEH CTaaud pPa3BUTHS
KJM1 [Harper, 2001; Echenne et al., 2008; Angeard et al., 2011; Udd, Krahe, 2012].
Io3ausas (oaurocumnromuasi) popma (I1IM1) ¢ ne6rotrom B Bozpacte 20-70
ner. Yacto B ceMbsix ¢ auarHoctupoBaHHod BJIM1 poaurenu, mnepenasiine
3a00€eBaHus, UMEIOT OYEHb MsTkue cuMmnromel JIM1, Takue, Kak onepupoBaHHAs
KaTapakTa WIH YMEpEHHas MBIIICYHAs AUCTAIbHAS aTpodusi B MPEKIOHHOM BO3pacTe
[Harper, 2001; De Antonio et al.; 2016]. Msrkue CHMIOTOMBI B IPEIBIAYIIHX
MOKOJICHUSIX B COYETAaHUU C TsDKeJIol ¢opMoi 3a0oseBaHus B IMOCIEIYIOLIUX
MOKOJICHUSIX (KaK MpPaBWJIO, pe4Yb MJIET O TPETheM IMOKOJICHHM) CTaJIO OCHOBOM IS
ONMHCaHus aHTUlUNauud U BbiaeneHus [IJIM1 eme 1m0 BO3MOXHOCTH TPOBEICHUS
TCHETUYECKOro TecTupoBanus 3aboseBanus [Harper, 2001]. Binusaume mona mpwu
nepegaye MyTaHTHOro reHa M1 u mposiBlieHHs aHTUUUIIALMU B PANY MOKOJIEHUH
3aBucHT OT yncia konui CTG-noBTOpoB y poautencii [Ashizawa et al., 1994; Harper,
2001; Pratte et al., 2015]. Bonbubie Matepu ¢ N(CTG)>100 oObIYHO mEpemaroT
3a00€BaHUE C HApACTAHMEM YHCJIa TPUHYKICOTHIHBIX TMOBTOPOB M YTSHKEICHHUEM
KJIMHAYECKONW CHMIITOMATHKU B HUCXOIAIUX rmokosieHusx [Harper, 2001; Pratte et al.,
2015]. Bpoxxaenubie hopMbl JIM1 MOYTH HCKIFOYHUTEIBHO MEPEIAIOTCS OT OOJBHBIX
marepeii [Ashizawa et al., 1994; Harper, 2001]. Oxnako rnpu 0o0caeI0BaHUN POAUTENIEH
C MATKUMH TposiBleHUs MU (paHHel Kartapaktoi), umetroumx n(CTG) <100 wu
MepeIarouX ASTSIM pa3BEpPHYThIE KIMHUYECKUE (OPMBI 3a00J€BaHUsI, YCTAHOBIICHO,
41O maHckl rnepenayn JIM1 ot otiia B 1Ba pasa BhIle, YeM OT Matepu [Zeesman et al.,
2002]. IlosTtomy, st  TPOBEACHHS  KOPPEKTHOTO  MEIUKO-TEHETHYECKOTO
KOHCYJIbTHPOBAHUSI B OTSATOIIEHHBIX CEMBSIX, TPH OTCYTCTBUH OUEBHIHBIX KITMHUYECKUX

IpU3HAKOB 3a00€eBaHus y poauTeneit, Heooxoaumo npooauts JJHK-ananu3 B nepByto
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ouepep y oTia npodaunaa [Brunner et al., 1993; Zeesman et al., 2002].

[TocnegHue NOCTUKEHHS B U3YYEHUU MOJIEKYJSIPHBIX MEXAHU3MOB, JIEKAIIUX B
OCHOBE 0OJIE3HU, CIOCOOCTBYIOT pPa3paOOTKE HOBBIX MOJXOJIOB JJIsi BO3MOXKHOTO
cnenuduyHoro u 3pdexTuBHoro Metoja ieueHus M. Pazputue Takux MOJEKYJISIPHBIX
METOJIOB JICUCHMS, KaK Tepamnusi aHTUCMBICIOBBIMU onuronykieotunamu (AOH)
BHYIIAET HAJIEKAY Ha 3aKPEIUICHUE yCIeXa, JOCTUTHYTOIO B JIA0OPATOPHBIX YCIOBUAX U
Ha KMBOTHBIX MOJICNIAX TNpPHU BHEIPCHWU B KIMHMUYECKYIO mpaktuky [Magana and
Cisneros; 2011]. [Ipencrasnens! npuMepsbl ymeHbieHus dkcrancuu N(CTG) B mbimmax
TpaHcreHHbIX Mbimed ¢ JMI1 mnocine nedenuss merogom AOH ¢ coxpaHeHueM
MOJIOKUTENBHOIO 3(¢eKkra B TeueHwe | roma mociae TOro, Kak Tepanus Obuia
npekpamieHa [Wheeler et al., 2012; Nakamori et al., 2013]. Ycnemnsle pe3yabTaThl
nedenuss JIM1 y KMBOTHBIX JAIOT XOPOIIHME MEPCIEKTUBBI Ha Onvkaiiiee Oynmyiiee
[Carrell et al., 2016]. 3naunTenpHBI MPOrpecc AOCTHTHYT U B CHUMIITOMATHYCCKON
tepanuu [IM1. B HepaBHEeM 0030pe MpeACTaBlICH MOJOXKHUTEIbHBIA TepareBTUUECKHIM
abdexT HOBON peadUIUTAMOHHOW METOMUKH (YHKIUOHATHHOM JIIEKTPUYECKON
crumyisiiuu (POC) memmny Hor y manuenToB ¢ JIM1 [Cudia et al., 2016]. V Bcex 20
naureHToB ¢ JIM1 B Bo3pacte 39-67 €T B KOHTPOJIUPYEMOM MUJIOTHOM HUCCIIEIOBAHUUN
OTMEUYEHO YBEJIWYEHUE CHUJIbl U TOBBIIICHUS TOJEPAHTHOCTU K Harpy3kaM MepeaHeit
00ap11e0epIoBOil MbILIIEI Tocie HuKiIa ®IC no cpaBHEHUIO ¢ TPYNIION KOHTPOJISL.

Bce BbII11e n3105%keHHOE TPEOYET OT Bpaya 3HAHUM MEPEeUHs HO30JI0TUYECKUX (Popm
U anroput™MoB quddepentmanbaoi quarnoctuk HMC. YuuTeiBasi, 4To OCHOBHOM Ipy3
HMC cocrasasier JIM1 u BM (6ombme 90%) [Trip et al., 2008; Harper, 2009]
HeoOxoaMMa onTUMHU3alus Beioopa noareepsxkaatomei JJHK nuarnoctikn uMEeHHO 3THX
dbopm. Huarnoctuka JIM1 mpocTa B pa3BepHYTOM cTaauu 3a00JjeBaHUS, HO JaXe Yy
OTIBITHOTO CIIEIIMAIUCTA BBI3BIBACT CYIIECTBEHHBIE TPYIHOCTH B JIe0r0Te 00JI€3HN U3-3a
KJIIMHUYECKOT'O ¥ T€HETUYECKOTo MoIMMop(u3Ma, HIMPOKOTO CIEKTPAa BHEMBIIIICYHOU U
MBIIIIEYHON CUMIITOMATHUKU MPHU pa3HbIX (GopMax OO0JIE3HW W Ha Pa3HBIX CTAIUIX €€
passutus [Udd, Krahe, 2012]. [us cBOeBpeMEHHOW AHATHOCTHUKH, HPO(MUIAKTHKU

JIETATBHBIX OCJIO)KHEHHH, CEMEMHOr0 KOHCYJIbTUPOBAHMS, KOPPEKTHOrO IMoadopa
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cUMIITOMaTHYeCcKor Tepanuu u reHoreparnuu [Harper, 2009; Wheeler et al., 2012; Udd,
Krahe, 2012; Nakamori et al., 2013; Cudia et al., 2016; De Antonio et al.; 2016]
HEOOXOIUMO PACIINPEHHUE MEX TUCIUILTHHAPHBIX UCCIICIOBAHMI BO BCEX HAIIPABICHHSIX

ML YTOUHCHUS MCXAHHU3MOB PA3BUTHA 3a00JICBaHMS.

1.3. CoBpemenHblIe MOAX0bI Helipodusuoaornyeckoii nuarnocrukun HMC

OCHOBHBIM METOJIOM, TTO3BOJISIOIIUM BBISIBUTH AJIEKTPUUECKYIO0 HECTAOMIBHOCTD
MBIIIIEYHBIX BOJIOKOH, JaX€ MPH OTCYTCTBUM SIBHBIX KIMHUYECKUX MPOSBICHUN
muotonuu, sisgercss uOMIT u ¢OMI™ [Kimura, 2013]. BrnepBbie MHOTOHHYECKHUE
(eHOMEHBI, BO3HUKAIOIIUE B OTBET Ha AJIEKTPUUECKYIO CTUMYJISLUIO onrcanbl Oosee 100
aer wasan [Erb, 1886]. B 1913 r. mpoBeneHo mnepBoe mOMI wmccienoBanue Npu
muotonun [Gregor, Schilder, 1913], a B mocieayomieM B NpakTUKy BHeapena ndOMI
KOHIICHTpruYecKuMu 3JtekTponamu [Lindsley, Curnen; 1936]. Pa3putre mMeToaumuecKkux
BO3MOXKHOCTEH  MO3BOJIMJIO  BBIIBUTH ~ HOBbIE  (JEHOMEHBI,  IO3BOJISIOLINE
muddepeHupoBaTh pasHbie (OPMBI MHOTOHUHM, YTO CYHIECTBEHHO PACIIUPHUIO
ucnoas3oBanue OMI' B kauecTBe nuarnoctuueckoro nacrpymenra npu HMC.

Ceroguss OMI' mo-npexxHeMy HWrpaeT NEPBOCTEIEHHYIO pOJb HE TOJBKO B
IuarHocTuke, auddepenimanbHoil auarHoctuke muotoHuit [Streib, 1987; Colding-
Jorgensen et al., 2003; Fournier et al., 2004; Fournier et al., 2006; Miller, 2008; Kimura,
2013], a Tarxxe B M3y4CHUH MEXaHU3MOB JICKTPHUCCKUX CBOHCTB MEMOPAHbI MBIIIICYHBIX
BOJIOKOH TIpM Pa3HbIX MaTOJOTMYECKUX cocTtosHusAx. g nuddepeHunanbHon
nuardocTuku HMC BaXHBIM SBJISIETCS] aHATU3 JUIUTEIILHOCTH, aMILTUTY bl ¥ TTOJTH(a3un
[MAE npu uDMI, mmurensHOCTH U (OPMBI, a TakKe YACTOTHBIX XapaKTEPUCTUK
KOMIIOHEHTOB, cocTaBiisitomiux MP. ¢cOMI' ¢ ucnonb3oBanuem PC (BbICOKOYaCTOTHOM
PC, KTH, IITH) BbIsIBsI€T pa3HbI€ TUIIbI pearipOBAHUS MBIIIILIBI B BUAE JEKPEMEHTA WIIH
MHKpeMeHTa M-BOJIHBI B 3aBUCUMOCTH OT UCITOJIb30BAHHOTO METOJ1a CTUMYJISLINH.

MP oTHOCHUTCS K OCHOBHOMY HEUPO(MU3HOIOTUUECKOMY IaTOJIOTHYECKOMY
dbeHomMeHy OMODPICKTPUUECKOM AaKTUBHOCTH, OOHApPYKMBAEMOW TMpPU MHOTOHUH U

BO3HHUKACT, KaK ITPAaBUJIO, ITOCJIC COKpAIICHUA NJIN MEXAHUYCCKOI'O pasapaKCHMA MbIIIILbI
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(TOKOTaYMBaHKUs 110 MBIIIIE WM CMEIIeHHs urojibyaroro snekrpoaa) [Kimura, 2013].
MP CcOCTOMT W3 CIOHTAHHBIX IOBTOPSIOIIMUXCS TOTEHIMAJIOB M XapaKTepU3yeTcs
najarolIeld aMIDIMTYJI0W B Tporiecce peructpanuu, ¢ dacroroun 20-80 I'm [AAEM
Nomenclature Committee, 2001]. OrtnenbHble cocraBisione MP sjieMeHTHI He
otiauyatores ot [1OB w/wmm I1® (puc. 4) [Kimura, 2013].
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Pucynoxk 4. [Tpumepsr MP B m.Tibialis anterior y HauHeHTé ¢ reHoTUNIMpOoBaHHON BMB.

Brinenennsie komnoHeHTsl MP He oTiinuarotes: (a) - ot [1d u (0) - ot I1IOB.
>kBCG MMPUMCEPHBI aJAIITUPOBAHBI U3 JIMYHOI'O apXKrBa.

Hapsny ¢ xmaccumueckumu, omucanbl MP ¢ Huskod wactortoir (1-2 I'm),
perucTpaiusi KOTOPbIX TpeOyeT HACTOPOKEHHOCTH CIICIMAIMCTa M BEPHOUM OICHKU
cnontanHoi aktuBHOcTH [Barkhaus, Nandedkar, 2006]. B stom ciyuae o0si3aTelIbHBIM
SBJIICTCS] aHAIM3 HAOJIOMAAEMBIX Pa3psfoB NPU PETUCTPAIMM C Pa3BEPTKOM IKpaHa
oombmie 100 mc.

[Ipu Hanmuuuu B KIMHUYECKOW MHUOTOHUU MP sBisieTcss BBICOKO cHelMpUIHBIM
dbenomenom pu HMC. Jlonroe BpeMs perucTpaius pa3psioB CYUTANACH TOCTATOUYHBIM
JUTS. TIOJITBEPIKJICHUS JUarHo3a HacieactBeHHod muotonuu [Lindsley, Curnen, 1936],
HECMOTpSI Ha TO, YTO HAOIOJAINCH CIy4Yau MATOJIOTHYECKUX COCTOSIHHM, KOTOPhIE HE
OTHOCWJIMCh K KAaTerOpUM «MHOTOHMYECKMX paccTporctB». C passutuem JHK
JIUATHOCTUKHU CTAJIO ACHO, YTO MP HeHCTBUTENBHO HE SIBIAIOTCS NMAaTOTHOMOHWUYHBIM
npuszHakom muoTonuu (Tab. 5) [Nakano et al., 1996; Jaaskelainen et al., 2002; Munteanu
et al., 2005; Kimura, 2013]. MP moryt peructpupoBathcs y Hocutener HMC mpu
OTCYTCTBHH B KIIMHUYECKO# KapTuHbl MuOTOHUH [Streib, 1987; Kimura, 2013], Tak u npu

3a00JIeBaHUAX, HE CBSA3aHHBIX ¢ MUOTOHHMEH: riamkoreHose |l Tuma (Gone3ns Ilomme)
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(puc. 5a), muonatuu Jromena (puc. 50), NEHTPOHYKJIEAPHBIX MHUOMNATUIX (pUC. OB),
runoTupeose (puc. oSr), neHeppanusax (puc. 5u) u ap. Umenno ¢akt peructpanuu MP

MOKCT IMPUBCCTH K BBI60py JIOJKHOTO IUArHOCTUYICCKOI'O ITyTH B OTHX ClIydasdX.
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alis antericr, Peroneus, L4 15 s1

PHCyHOK 5. MP u crpannble pa3psanbl BbICOKOM 4YacToTel nmpu He HMC, cunui
MPSIMOYTOJILHUK 0TOOpaxkaeT yacTh MP npu pa3zseptke 10-20 mc.

a) MP ¢ napaBetpaOpanbHbIX MbItI Th4 y 6ombsHoi T., 35 neT ¢ myraruei ¢.[-32-
13T>G]+[307T>G] B rene GAA (muaruno3: bonesns [Tomrre)

6) MP c narepanbHOI MBITIIIIBI Oeipa ¥ 00JIbIIE0EPIIOBOM MBIIIIIBI Y O0JIEHOTO .,
7 ner ¢ mymukanuei 42-43 sk30Ha B TeHE AUCTPOPHH (IUarHo3: Mporpeccupyromiast
MbltIedHas auctpodus JrorieHa)

B) MP c OonbmebepuoBoit Mmbimiel y OonbHOro b., 15 ner ¢ myranuei
C.[63+2T>C] B remmsurotrHoM coctosuud B reie MTM1 (muarnos: X-cuerieHHas
IICHTPOHYKJICApPHAST MUOTIATHSI)

r) MP c o6Gmiero pasrubarens kucta y OosibHoro bp. 27 mer ¢ aumarHo3om:
I'unotupeos. (I'opmonst kposu: TTI'-23 MME/na (0,4-4), T4cs-4,3 ur/mi (5,5-11))

n) MP c¢ OGonbmiebepiioBoii MbImiibl y OogbHOTO Y., 72 5eT ¢ JAMArHO30M:
[TocTrnoMMOMUETUTUYECKUI CUHIPOM. (C MOPAXKEHHON MBIIIIIHI 3aPETUCTPUPOBAHO CP.

ammmutyaa [TJE 5730 mxB, makcumanbenas 16932 mxB npu nnurensnoctu 24,3 Mc)
*Bce OpUMEPHI aJAlITUPOBAHLL U3 JINYHOI'O apXHBa.
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DTO Jenaer akTyalbHbIM TNpoOJIeMy CBOEBpeMEHHOW auddepeHimanbHon
muarHoctukn  HMC ¢ cocTosiHMSIMU, 3JEKTPOPU3UOIOTHYECKH HMUTHPYIOIIHUX
UCTUHHBIE MHUOTOHUYECKHE HAPYIICHUS. Oco0EHHO Ba)XXHO BO3JIEPKATHCS OT
OJIHO3HAYHBIX CYXKICHHM, KOTJa KIIMHAYECKUE NMPU3HAKA MUOTOHUHM OTCYTCTBYIOT WJIU
He C(HOPMHUPOBAIUCH, YTO OCOOCHHO 4YacTo HaOmomaercs y paereid (tabm. 5)
[Morgenlander, Sanders 1994; Hehir, Logigian, 2013].

VY GoibHBIX ¢ MUOTOHHEH Beera BoIABIA0TCS MP ipu u”DMI', ”HTEHCUBHOCTD U
BBEIPOKEHHOCTh KOTOPBIX OOBIYHO KOPPEIUPYET C KIWHUYCCKUMH IPOSBICHUSIMU
muotonnn [Kimura, 2013]. MP paspsael npu pasubeix popmax HMC wumeror
KaUueCTBCHHBIC W  KOJWYCCTBEHHBIC  OTIWYMS, aHAIW3  KOTOPBIX  TIOMOTAaeT
ontummsupoBarth aguarHoctuky HMC [Drost et al., 2015].

MP npu BM npesncraBieHbl B OCHOBHOM KOPOTKUMH (<1 ceK) pa3psiiaMu BHICOKOM
YaCTOTHI, YaCTO XapaKTepu3ylImuecss B Hadaie (a3oii BO3pacTaHUS aMIUIUTYIbI U
MOCJICYIONIUM €€ CHI)KCHHEM JI0 TOJIHOTO HCYe3HOBeHUs. MP umeror Ooiblnyro
IPOIOJDKUTEIBHOCTH (>1 CeK) M MEHBINYO YacToTy pa3psaos npu JIM1 (puc. 6) [Ricker,
Meinck, 1972, Barkhaus, NandedkKar, 2006;

http://neuromuscular.wustl.edu/mother/activity.html#mc].

d 200 mc 250 mkB

WRMRAARI T T

np., Tibialis anterior, Peroneus, L4 L5 s1

250 mc 250 mkB
6 —‘

np., Tibialis anterior, Peroneus, L4 L5 s1

Pucynok 6. MP npencrasiiensl ¢ (a3oii Bo3pacTaHusi aMILIUTYAbl KOMIOHEHTOB MP u
MOCJICIYIOIIUM €€ CHUYKEHUEM JI0 TTOJTHOTO0 UCYE3HOBEHMUSL.

a) y ©OompHoro A., 44 ner ¢ guarHozoM BMb @ wu  wmyrtanuei
[c.1437_1450del14]+[Arg894Stop] B rene CLCN1

0) y 6onpHOTO M., 29 et ¢ nuarHo3om JIM1 u myrtammeit n(CTG)>50 B rene DMPK

*Bce OpUMEPLI AJAIITUPOBAHLL U3 JINYHOI'O apXHrBa.
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B otnuuum ot M1, npu JIM?2 peructpauus MP npencraBisier onpeaeacHHbIE
CJIOHOCTH, TaK KakK JaHHBIN ¢eHOMeH ynaercs ooHapyxuTh B 50% (a uHOTIA U TOTO
pexe) UCCIEAOBAaHHBIX MBIIIL. Pa3psi He UMeeT BO3pacTaHUsl aMILUIUTY/bl B HaJajie, a

npcacCTaBJICT coOoi IMOCJICAOBATCIIBHOCTh UMITYJILCOB JIMHEWHO I'IaI[aIOHleﬁ AMININTY IbI

(puc. 7) [Logigian et al., 2007].

0,5c¢ 2p0 mkB

np., Deltoideus, Axillaris, C5C6

Pucynok 7. MP mnpenctaBieHbl MOCIENOBATEIBHBIM CHH)KEHUEM  aMILIUTYIbI
KOMMOHEHTOB MP 110 mosmHOTO ncue3HoBeHUs, 0e3 pa3bl epBOHAYATIBLHOTO BO3pACTaHUs
aMIUTUTYIbI KoMIIoHeHTOB MP y GonbHOrOo @., 29 ner ¢ auarnozom JIM2 u myTtaruei

n(CCTG) >75 B rene ZNF9. *npumep anantuposad U3 IMYHOTO apXHBa.

Ananu3 MP nokazain, 4To paznuyus ux 31eKTpohU3N0IOTHYECKUX 0COOEHHOCTEN
npu natojoruu MbimiedHbix McHK u McXK nmo3BossieT pa3rpaHuuuBaTh 00CYK/1aeMbIe

THUIIBI IATOJIOTMH M 00Jiee TOYHO cTaBuTh 3amady nepen JJHK-uccnenosanuem [Drost et

al., 2015].
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Tabnuua 5. OcHOBHBIE HO30JI0THYECKHE (POPMBI, TPU KOTOPHIX BBIsABIsI0TCS MP npu

nOMI" uccienosaHuu

l. HMC l. Adpyrue HepBHO-MbllLeYHble
3abonesaHuAa
1. [ducTtpoduryeckme MMOTOHUMU 1. bonesHb [Nomne
a) AM1 2.  Mwuosutol
6) AM?2 3. Mwonatuu:
1. Heauctpodumyeckme MMOTOHUM - UeHTpoHyKNeapHble mrMonaTum
a) XNopHble MUOTOHUM MU BPOXKAEHHbIE - AnctpodunHonatum
MMOTOHWUM (MMOTOHNM 00YCNOBNEHHbIE - Apyrne mmonaTtuu
myTaumamm B reHe CLCN1) 1. [lpwu peHepBaumnax
1. MnoTtoHua TomceHa (AyToCOMHO- 2.  3N10Ka4yecTBEeHHaA rmnepTepmuma
OOMWHAHTHBIV TUN Hac 1ea0BaHKA) 3. wnoTtupeos
2. MunoToHuA bekKkepa (AyTOCOMHO- 4. [wvnepTtupeos
peL.eccUBHbIMA TUM Hacnea0BaHMA) I MNoboyHoe peicTBME npenapaTtos,
6) HaTpneBble MMOTOHUU (MMOTOHNM BbI3bIBAOLLMX K/IMHUYECKYIO
06ycN0B/IEHHbIE MYTALMAMM B FreHe MUOTOHMIO n/unm MP
SCN4A) 1. Knodpunbpart (Atpomuna-C)
1. Kanui 3aBMCUMbIE MUOTOHUM 2. [ponpaHonon
- GNIOKTYUPYIOLLAA MUOTOHMUA 3.  QeHotepon
- NepMaHeHTHaa MMOTOHUA 4.  TepbytanuH
- AMaKkapb-3aBMCUMMaA MMOTOHMA) 5. KoaxuuuH
2. MNapamuroToHnA dneHbypra 6. MeHnumnnnamumH
3. lMnepkanuemuyeckui nepmogmueckun | 7. UnknocnopuH
napanuy (tMmmnoToHusa) 8.  WHrubutop NMI-KoA-peaykTassbl
1. CuuHgpom Weapua-Odxamnena (cTaTUHBI)

Onucansl narorHomMmoHn4Hble n3MeHenus npu [IM u CIL. [Tpu IIM oxnaxaeHue
MbIII 10 28 °C mpuUBOIUT K MOSIBICHUIO (GUOPUIUISAIIMMA, a JajdbHEWIlee OXJIaxICHUe
OPUBOAUT K HMCYE3HOBEHHIO MP U pa3BUTHIO OHORJIEKTPUYECKOTO MOJYAHUS TPHU
temneparype <20 °C, 4To cuuTaeTCsi BECKUM apryMEeHTOM B oJb3y Haymgvst [IM [Haass
et al., 1981; http://neuromuscular.wustl.edu/mother/activity.html#pc]. Tlpu pasubIx
tunax CIHIJ] BesBasiorcss omHotunHele u3Mmenenns [Kimura, 2013] B Bume
HENPEPBIBHBIX pa3psaoB no tuny MP naparomed WM yCTOWYMBOW aMILUTMTYIBI,
cocrossmux u3 IIJIE Beicokoi wYacTtoThl. OTCYTCTBHE MOCIE BBEACHHUS Kypape
0o0CyXIaeMbIX pa3psaoB, JOKA3bIBACT HX pa3iMyus B MEXaHM3MaX TeHepaluu
MOCIEIHUX, YTO TMO3BOJAET pAacCUCHUBATh WX KaK  HEUPOMHUOTOHUYECKHUE

[http://neuromuscular.wustl.edu/mother/activity.html#sj].
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IIpu BAMI1 u IOJIMI1 (y aun gmo 5-10 mer) OTCYTCTBYIOT XapaKTepHBIC
kiuHuyeckue W OMIT mposiBneHuss MUOTOHMM W MHUOAUCTPOPHUU, UYTO CHUXKAET
uHpopmatuBHOCTh UOMI mipu mono3pennu Ha JIM1 y manueHToB 1aHHOM BO3pacTHOM
IPYIIIIbI [O’Brien and Harper, 1984; Kimura, 2013;
http://neuromuscular.wustl.edu/musdist/pe-eom.html#dmonset].

[TJE, peructpupyemsbie npu uOMI’, nuMeloT 0COOEHHOCTH TIpHU Pa3HBIX (Hopmax
HMC. 310 He06X0AMMO YUUTHIBATH MPU MPOBEAECHUHU TUDPepeHIIMaTIbHON TUarHOCTUKU
KaK y aereil, Tak u 'y B3pocisix. [Ipu JIM1 napametps! ITJIE Ha pa3Hoi cTaguu pa3BUTHS
00JIE3HU MOTYT 3HAYUTEIHLHO BapbUPOBAThH (OT HOPMAIBHBIX MAPAMETPOB JJIUTEILHOCTH
U aMIUTMTY/IbI, 10 MOSBJICHUS TUIUYHOTO MEPBUYHO-MbIIIeUHOro narrepHa). [To mepe
MPOTPECCUPOBAHUA  MMATOJIOTUYECKOTO TMpOLECCa MNPU3HAKKM TOPAXKEHHUS  MBIIIIT
craHoBsATCs Oojiee BeipakeHHbIME [McComas et al., 1978; Kimura, 2013]. YV 001bHBIX ¢
JAMI1 npu HalM4Mu JUCTAIBHOTO Mape3a B MOPaKECHHBIX MBIIIIAX BCETJA BBISBISIETCA
MUOTEHHBIA TaTTEpH (HU3Kas aMIUIUTYAQ, YKOPOUYEHHUE IIUTEIBHOCTU U Moiudazus
ITJIE) [Szmidt-Salkowska et al., 2014]. Tlpu BM dopmanbHO cpeaHss ATUTSIbHOCTb
[I/IE MOeT HaxOIUTHCS B MpEEIax HOPMbI, HO aHAJIN3 TUCTOIPAMMBI PaCIpPEACICHUS
MOTEHIMAJIOB MO JJIUTEIHHOCTA MOKA3bIBAET CIIBUT TMCTOTPAMMBI BJIEBO (C HATMYUEM
«spimanarommx I[TE» [Bischoff et al. 1994], uro He mo3BoNsSIET paccMaTPHUBATH
MOJTYYEHHBIE TAHHBIE KaK OJJHO3HAYHO «HOpMaJIbHBIEY. [ [py Hanmuum napesa onvcaHHbIe
U3MEHEHUS 3aTPYAHSIOT NpoBeAeHue quddepeHnnansuoi quarnoctuku Mexay M1 u
BM [Preston and Shapiro, 2013].

[TapameTpsl I[TIE npu nopaxenun McHK u CII ] nmeroT HopMalibHbIE 3HAYEHUS
[Spaans et al., 1990; Preston and Shapiro, 2013;
http://neuromuscular.wustl.edu/mother/activity.html#mf]. Onnako mpu BIT B mMomeHT
npucTyna cimaboctd WM oxJaxnaeHnu Meimmbl <20 °C peructpupyeTcs
ounonnekTpuueckoe Mmosuanue [Haass et al.,, 1981; Preston and Shapiro, 2013;
http://neuromuscular.wustl.edu/mother/activity.html#pc], uto Tpebyer KOHTpOJS

TeMriiepaTypsl npu nposeaeann cOMI y 60apHBIX [IM.
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cOMI' nepudepuueckux HepBoB PC pa3HOM YaCTOTHl MCHOJIB3YEeTCS IS
BBISIBJICHUST OCOOCHHOCTEH NMHAMHYECKUX M3MEHEHUU napameTpoB M-ponHbl. Kpome
crannaptaoit PC mmpoxo ucnons3yroTes Tak Ha3siBaeMblii KTH u ero mogudukanus ¢
oxJIaxkaeHueM, a taxxxe I1TH.

XOTs mpu MUOTOHUHM HET HApYUICHUH HEPBHO-MBIIICYHOM mepenadd, MpoObl
put™Muueckoit ctumyssiua ipu HMC mMpoko UCHONB3YIOTCA € 1LENbIO BBISBICHUS
XapaKTePHBIX U3MECHCHHI NP PA3JIMUIHBIX HO3oJoruueckux popmax HMC [Fournier et
al., 2004; Fournier et al., 2006; Colding-Jorgensen et al., 2003]. Pesymbrater PC
BOCIIPOU3BOJAMMBI IIPU MMOBTOPHBIX UCCIEAOBAHUSX U ABJISIIOTCS HEOTHEMIIEMON YaCThIO
anroputMoB auddepennmanpaoi quarnoctukn HMC [Streib, 1987; Colding-Jorgensen
et al., 2003; Fournier et al., 2004; Fournier et al., 2006].

PC pexomeHayeTcsi poBOIUTH ¢ peructpaie M-omusl ¢ m.abductor digiti
minimi B oTBeT Ha aktuBanuio n.ulnaris gacroroit 5—60 I'm [Brown, 1974]. B nopme
aMIIuTyaa M-BOJIHBI B OTBET Ha CEPUI0 DIIEKTPUUYECKUX CTUMYJIOB MOXET MEHSTHCS B
npezaenax ot +30% mo -25% [Ky3un, ['ext, 1996]. [Ipu HMC BbIsiBisieTcst IeKpeMeHT M-
BonmHbel [Lambert et al., 1952]. Onnako, HaJM4KME/OTCYTCTBHE IEKPEMEHTA IIPH
ucnons3oBanun PC pa3HOW YacTOThl MNPHUBEIO K HEOJAHO3HAYHBIM BBIBOJAM IpHU
uccienoBannu muotonuu [Burke et al., 1974]. B Poccuu nmepBoe onucaHue 1eKpeMeHTa
Py MUOTOHUAX NpuHaIIekuT B.M. JlykesHoBy u H.A. Mibunoit B 1966 1., KOTOpBIE
NPE/IOKUIIA UCTIONIb30BaTh n3MeHeHus mpu PC B quarnoctuke BM [Wnbuna, JIykbsHOB
1966; Jlykpsanos, 2013], 4uTo 10 mociaeaHero BpEMEHH He OIICHEHO 10 JIOCTOUHCTBY.

JlekpemMeHT M-BOJIHBI TIpU YBEJIMYEHUU YAaCTOThl U NPOJIOJLKUTENbHOCTH PC
3HAUMTEIHLHO HApacTaeT W BBIABISETCS y Oosbinero koiguwdectBa OonbHBIX ¢ HMC. V
HEKOTOPBIX OOJIbHBIX JCKPEMEHT PErUCTPUPYETCS TOJIBKO MpHU CTUMYISiuu >25 I
[Aminoff et al., 1977; Streib, 1987]. B Poccun mst BeisiBnenus: aekpementa npu HMC
mupoko wucnoibdyercss tect PC ¢ teranmzamuenn (200 ctumynos, 50 I'm), dyto
OmpenesaeTcss TeM, YTO JaHHbIE NapaMeTpbl «3allUTh» B MporpammHoe OMI
obecricueHue r000H CTPAHBI-POU3BOAMTENS. B ACHCTBUTEIBHOCTH ATOT IPOTOKOJI

MIPUMEHSUICS €lIe NMpU MEpPBBIX marax ucnoias3oBanuss OMI' B Coserckonr Poccuun n
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MO3BOJISIET CTA0MIIBLHO MOJIy4aTh BOCIIPOU3BOAMMbBIEC H3MEHEHUSI TapaMeTpoB M-BOJIHBI Y
0onpHBIX ¢ BM [Mnbuna, JIykbsaaos, 1966; JIykesaos, 2013].

Bricokouactotnas PC (PC) B otBer Ha 200 ctumynoB, 50 I'm y OonbHBIX ¢
noBpexaeHueM McHK wmpimn m CHIJL He mpoBoawnack. B otBer ma PC 10 I'n
neKkpeMeHTa M-BoJiHbI He BbIABIEHO Y 00JbHBIX ¢ K3M u ¢ maronorueit McHK mbi, a
npu [IM nekpement M-Bomubl coctaBist MmeHee 60% [Deymeer et al., 1998]. [pu
OXJIXKJICHUH JCKPEMCHT BBISABISETCS y Ooblero yucia 6oibpHbIX ¢ [IM [Dupré et al.,
2009]. OHako HEOTHO3HAYHBIC PE3YJILTAThl B MAJIOYMCIEHHBIX TPYIIAX C TOPAKECHHEM
McHK wpiming tpeOyeT nanpheiero uccienoanus PC.

Kak yxe roBopusiocs Ballie JekpeMeHT M-BosHbl y 0onbHBIX ¢ HMC He cBsizaH ¢
HapylIeHUEM HEPBHO-MBIIICYHON Tiepefadyr, a oTpa)kaeT HapyluieHue (QyHKIUu
MYTaHTHOTO MOHHOrO KaHama [Streib, 1987; Preston, Shapiro, 2013]. IToka3ano, 4ro
JEKPEMEHT M-BOJIHBI MOKET OBITh IIEHHBIM B MyTalrimoHHoM mnorcke ipu BM [Colding-
Jorgensen et al., 2003].

KTH npemioxen s BBISIBICHUS TPaH3UTOPHOM ciaboctu y O6onbHbix ¢ HMC
[Streib, 1987]. B npo6e ¢ KTH ycranaBnuBanu xapakTepHbIe BAPHAHTHI TPAH3UTOPHOTO
CHWXEeHUS aMIuuTy 1 M-Bonubl ipu BM u JIM1, a ucnonb3oBanue crieniMaibHbIX MPoo
¢ oxynaxaeHuem Mbimn 10 20°C nmo3omwiu npuMeHsats KTH s nuarHocTuku u
pasrpanndenus aApyrux dopm HMC [Fournier et al., 2004; Fournier et al., 2006]. KTH
XOpOIIIO MEPEHOCHUTCS OOJBHBIMU M aKTHUBHO HMCHOJB3yeTcs st nud@epeHinnanbHon
nuarnoctukn HMC 3a pyoexxom HaunHast ¢ 1982 rona [Streib et al., 1982; Fournier et al.,
2004; Fournier et al., 2006; Michel et al., 2007; Dupré¢ et al., 2009; Matthews et al., 2010
Trivedi et al., 2013].

C nosinenuem noarsepxaarouieid JJHK nuarnoctuku y 51 reHOTHIUPOBAHHOTO
nanuenTa ¢ pasasiMu Tunamu HMC nposenenne KTH u I[ITH no3Bonuiio BeLAEIUTH 5
narrepHoB DOMI" m3meHenuit, 3 U3 KoTOpbIX XapaktepHsl mius HJAM [Fournier et al.,
2004]. B mocnenyromem npu nposeacann KTH ¢ oxmaxkaeHueM MBI TTO3BOJMIIO

ontumu3upoBath auardoctuky BIT, BMT u BMBb [Fournier et al., 2006].
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ITarrepn Il tuma xapakrepern miss BM u JIM1, vo nns BMb cneuunduyno
BBIPAKEHHOE MMAJICHUE C TMOCIEAYIOIUM BOCCTAHOBICHUEM aAMIUIMTY.IbI M-BOJHBI BO
BCEX CEPUSAX CTUMYJIOB, a sl BMT — n3MeHeHuss aMIIuTyabl TOJIBKO B MIEPBOM CEPUH
CTUMYJIOB, Kak u 1ipu JIM1. Ilpu oxnaxaenun pyku natteps npu BMb He mensercs, a
npu BMT wusmensiercs ananorndno ¢ BMDb, 4TO mo3BOJISIET pa3rpaHUYdThH 3TH
3abosreBanus [Fournier et al., 2006].

KTH u KTH c xonomoBoi mpoOoii moKkas3aiaud HEOJHO3HAYHBIE PE3YIbTaThl MPH
naroiorud McHK wmbIi ¢ BeIsIBJI€HUEM ATTEPHOB BCEX TPEX TUMOB, HO NMaTTepH | Tuma
C TaJeHUEM aMIUIUTYAbl M-BOJHBI B KaXJOW TMOCHEAYIOIIeH cepur Bcerga ObLT
XapakTepeH i ciyvaeB ¢ marosorued McHK Merreunsix Bostokon [Fournier et al.,
2006; Dupré et al., 2009]. Ilpu BII BoccranoBimenue amiumtyabl mocie KTH He
NPOMCXOTUT B TEUCHHMHU yaca, uro oriamuaeT BII ot mpyrux muoronmii [Streib, 1987;
Fournier et al., 2006].

KTH xoporio nepeHocUTCsI OOJBHBIMUA M YaCTO UCIOJIb3YETCS ISl TUArHOCTUKU
HMC [Matthews et al., 2010]. Hu3kas 4yBCTBUTEIILHOCTD U BBISBICHUE OOJIBIIIOTO YHCITA
ciydaeB ¢ HopMasibHbIM naTTepHoM |l Thna y renorunupoBannbix 60onbHbIXx ¢ HMC o
HAIlIUM JaHHBIM COBIAJACT C pe3y/IbTaTaMu, NPeJACTaBICHHbBIME B uTepaType [Michel
et al.,, 2007; Dupré et al.,, 2009; Trivedi et al., 2013], uro TpeOyeT manbHEHIINX
uccienoanuii u yrounenusa mectra KTH B quddepenumansroit nuarnoctruke HMC.

IITH npennoxen g nuarHoctuku 11 m cocTOUT M3 conmocTaBiaeHUs UCXOTHOM
aMIUIUTYIbl M-BOJIHBI C U3MEHEHUEM €€ aMIUIMTYyAbl B cepuru B oTBeT Ha PC uepes
KOKIY0 MUHYTY B T€YEHHUU MEPBBIX 5 MUHYT; MOCJE YEro MPOBOAUTCS MPOU3BOJIBHOE
MaKCHMaJIbHOE H30TOHHUYECKOE coKpareHre Mbi M. Adductor digiti minimi B reucHuu
S MUH ¢ KOPOTKMMH NEPUOAAMHU OTHbIXa 1Mo 3-4 cek uepes kaxasie 15-20 cek, u nanee B
OTBET Ha CEPHUIO CTUMYJIOB Yepe3 Kaxapie 1-2 muH B mocieayroiiue 40-45 mun [McManis
et al., 1986; Preston and Shapiro, 2013]. B pe3ynbrare ncnonb3oBanus [1TII BeiaeneHs
narrepusl 1V u V tunos [Fournier et al., 2004]. ITpu nposeaenuun [ITH He BbIsBICHO
CYIIIECTBEHHBIX M3MeHeHuH y 6osbHbIX ¢ HIIM u JIM1, kpome BII. ITpu BII oOHapyxeno

PE3KOC  CHHUIKCHHUEC  aMININTYIbI M-BOJIHBI HCTIOCPCACTBCHHO  IIOCJIE  IICPBOTO
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M30TOHUYECKOTO COKPAILEHHS C IMOCHEAYIOUIMM HE3HAYUTEIbHBIM BOCCTAHOBJIEHHUEM
amruaty bl [Fournier et al., 2004; Preston and Shapiro, 2013].

[ITH ycnenHo ucnonp3yeTcsl B AMArHOCTUKE runepkanuemudeckoi Gopmsr I1I1,
B 83% ciyyaeB BBIABISECTCS YBEJIWYCHHE AaMIUIMTYIbl M-BOJHBI cpa3y IIOCHE
M30TOHUYECKOTO COKpPAIIEHUS C NOCHEAYIOIIMM IPOrPECCUPYIONIUM IaJECHUEM
ammnTy el Ha 40% Ha 20-40 munyte (narrepH |V tuna), a npu runokagIueMUYecKon
dopme IIII B 84% cnydyaeB - marrepH V TUma, MPU KOTOPOM OTMEYAeTCs
nporpeccupyioiiee MaJeHUe AaMIUIMTyabl 0e3 ee TepBOHAYAIbHOTO TOBBIIICHUS
[Fournier et al., 2004; http://neuromuscular.wustl.edu/mother/activity.html#hrpp].

Hemnorouncnennocts uccnenoBanui PC, onuceiBaemsie B ureparype npu BM,
JIM u npyrux popmax HMC yacTo UMEIOT HEOAHOPOIHBIN U 3a4aCTYIO IPOTUBOPEUNBBIN
XapakTep, BO3MOXKHAs NPUYMHA B PaA3HOPOAHOCTM M MAJIOYUCIEHHOM COCTaBe
UCCIICIOBAaHHBIX Tpynn mnarueHToB [Minbnaa u JlykesHoB, 1966; Jlykesnos, 2013;
Aminoff et al., 1977; Rossi et al.; 1984; Streib, 1987; Deymeer et al., 1998; Colding-
Jorgensen et al., 2003; Dupré¢ et al., 2009]. Kpurtepuu nuddepeHinanbHOl MarHOCTHKH
HMC saBastorcss He pemieHHoM mnpobieMod W TpeOyroT JanbHEHIIero aHaivsa
kiuHn4eckux 1 OMI mpu3HaKoB y O0JBHBIX C BEPUPHUIIMPOBAHHBIMU HO30JI0TMUECKUMU
dbopmamu HMC g1 BbIpaOOTKM ONTUMAIBHOTO KIMHUKO-OMI™ anroputma njis

ontuMmu3almu Hanpasienus Ha JJHK tunuposanue.
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I'JIABA 2. MATEPHUAJIBI, METOAOJIOI'YSA U METObI UCCJIIEJOBAHUSA

[lepBonayanbHO B paboTy ObuH BKJIIOUYEHHI 213 maruenToB ¢ quaranozom HMC B

Bo3pacte oT 1 10 80 net. 3 213 y 134 nposeaena JIHK-auarnoctuka, B pe3ysibTaTe 4ero

y 123 (91,8%) nanreHTOB 0OHAPYKEHBI TATOTEHHBIC MyTaIHH, OTBEYAIOIIHE 32 Pa3BUTHE

HMC (ta6u. 6). U3 134 60oapubIX B 11 ciayyasx (8,2%) He BBISIBJICHO MyTallMil B TeHaX

CLCN1, SCN4A, DMPK u ZNF9, 910 MOXET CBHIETEILCTBOBATH B MOJIB3Y €IIIe OOJBITICH

rereporenHocT HMC. CriekTp BBISIBICHHBIX T€HOTHIIOB MTPEICTaBJICH B Ta0I. 6.

Taomuma 6. 'eHorunel 60spHBEIX ¢ HMC

IMaum Myrtaumu  Ho3zon I'enoTun
€HThI, / IreHbl, orust
") (n/n) I'en CLCN1
HIM
8 21 BMB  [Arg894Stop]+[Arg894Stop]
6 2/1 BMB  [c.1437_1450del14]+[Arg894Stop]
2 21 BMB  [Ala493Glu]+[Ala493Glu]
3 21 BMB  [Tyr686Stop]+[Arg894Stop]
2 21 BMB  [c.1437_1450del14]+[Ala493Glu]
2 11 BMT  [Arg894Stop]+[-]
2 11 BMT  [Met646Val]+[-]
1 21 BMB  [Ala493Glu]+[Tyr686Stop]
1 21 BMbB  [Arg626Stop]+[Met646Val]
1 21 BMbB  [c.1437_1450del14]+[Thr550Met]
1 21 BMB  [c.302-1G>A]+[Arg421Cys]
1 21 BMB  [Gly190Ser]+[Arg894Stop]
1 21 BMB  [Gly190Ser]+[c.2555 2558delCCTT]
1 21 BMB  [Gly233Ser]+[Arg894Stop]
1 21 BMB  [Gly190Ser]+[Gly411Cys]
1 21 BMB  [Gly411Cys]+[Arg894Stop]
1 21 BMB  [Ivs1+3A>T]+[Arg894Stop]
1 21 BMB  [Ivs1+3A>T]+[Ivs1+3A>T]
1 21 BMB  [lvs13+1]+[Arg894Stop]
1 21 BMB  [Phel67Leu]+[GIn879Stop]
1 21 BMB  [Phe413Cys]+[Arg894Stop]
1 21 BMB  [Pro342Ser]+[Pro342Ser]
1 21 BMB  [Thr268Met]+[-]

I'en SCN4A

[+
[+
[+
[+
[+
[+
[+
[+
[+
[+
[+
[+
1+
[+
[+
1+
1+
1+
1+
1+
1+
[+
[+

ITanueHTsl,
BKJIIOYEHHBIE
B aHaau3, (N)

+ ()
;
;
+ ()
:
;
+ ()
;

+ + + + + + A+ + o+ +
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Ilpoooncenue mabauywl 6

1 21 BMB  [Thr268Met]+[Thr268Met] [-1+[-] +
1 31 BMB  [Thr550Met]+[Arg626Stop+Pro813Thr]  [-]+[-] +
1 11 BMT  [c.1437_1450del14]+[-] [-1+[-] +
1 11 BMT  [Arg300GIn]+[-] [-1+[] +
1 11 BMT  [c.2662_2675del14]+[-] [-1+[] +
1 2/2 BIIT [Arg894Stop]+[-] [Val781llle]+[-] -
1 2/2 BII [c.1437_1450del14]+[-] [Gly69Arg]+[-] +
3 11 K3M  [-]+]-] [Gly1306Ala] -
1 11 K3M  [-]+][-] [Leo668Pro] -
52  Bcezo H/IM +(42 60mbHOIT)
Muonjerun
4 11 I1IT - [Thr704Met]+[-] -
1 11 11 - [Arg669His]+[-] -
1 11 T1I1 - [Leu673Val]+[-] -
6 Bcezo Muonnezuii -
JAM1
54 Bcezo JIM1 I'eu DMPK (CTG)n>50 +(36 60BpHOI)
JAM2
11 Bcezo /IM2 I'ern ZNF9 (CCTG)n>75 -
123  Bcezo

[locne  mpoBemenust  0OCIE€IOBaHUS MO  NPEIJIOKEHHOMY  KIIMHHUKO-
JTUArHOCTUYECKOMY anropuTMmy (puc. 8) ¢ coOmoaeHneM BCeX YCIOBUN BKIIIOUCHUS B
UCCJIeI0BaHKE OBLIIO 3a4UCIICHO 78 TEHOTUIMMPOBAHHBIX MAIMEHTOB C YaCThIMU (popmMamMu
HMC: 6 (7,6%) ¢ BMT, 36 (46,2%) ¢ BMb u 36 (46,2%) ¢ JIM1, KoTOpbIM OBLIO
MPOBEICHO TIOJHOE KOMIUIEKCHOe KIMHUKO-OMI' uccnenoBanue. IlpencraBienHas
BBIOOPKA B 1I€JIOM OTpaXkajia BCE CBOMCTBA Ir€HEpaIbHOM COBOKYMHOCTU 00bHBIX ¢ BM
u JIM1 (Tabmn. 7).

Bce mamumentsl Haxomwimch mnoa HabmogeHueM B AY3 BO «BopoHexckuii
Oo6nactaoit Kmmanveckuit KoncynbpratuBHO-/marnoctuueckuii Llentp» (AY3 BO
«BOKK/I») B nmepuoxa ¢ 2004-2012 rr., 2014-2016 rr. u OOO «IIpakTuueckas
Hespomnorus» (r. Mocksa) B nepuoa 2014-2016 rr.

B nporiecce ycTaHOBIEHUS TMarH03a BCE MAIIMEHTH OCMATPUBAIUCH U MPOXOIUIIN
Helpodusnonoruyeckoe obcinenoBanne Ha 0Oaze AY3 BO «BOKKAL», OOO
«Inarnoctuka mitocy» (r. Boponex) u OOO «IIpaktuueckas HeBponorus» (r. Mocksa).

MouiekynsipHO-TEHETUYECKOE HCClieJoBaHUE mpoBeaeHo B jabopatopun JIHK-
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nuarnoctukn GI'BHY Menuko-renernueckoro Hayunoro 1entpa (PI'bHY MI'HI, r.
Mockga).

B nocnenyrorem Bce mareHTsl ¢ BRIOpaHHBIMU U TEHOTUITUPOBAHHBIMH (hOpMaMHU
HMC ocmarpuBaiich M HPOXOAMIM OOCIEIOBAHUE HE PEXE OJIHOIO pa3a B TOja C
dbukcarmeit xaao0, yToyHEHHWEeM OOIIEero aHamMHe3a W TeHEATIOTMYeCKOro aHaMHe3a

00JIe3HH, C OLICHKOM JUHAMHUKHA HEBPOJIOIMYECKUX cUMOTOMOB U OMI" nmokaszarenei.

2.1. CTpyKTypa u OpraHu3anus KJIMHUKO-3JIeKTPOMUOrpaduiecKoro

o0caenoBanus nauneHToB ¢ BM, /IM1 u 310pOBBIX HCNIBITYEMBbIX

Ju3zaiin  ucciaegoBanusi. KOMIUIEKCHOE  KIMHUKO-HEHPOPHU3UOIOTHUECKOE
oOcnenoBanue nanueHToB ¢ BM u JIM1 npoBoauiocs TONbKO MaueHTaM, y KOTOPbIX

JMarHo3 ObLT moaATBepskAcH pesyibratamu JJHK-anamu3a (puc. 8).

[An3anH nccnepgosaHms

213 nauueHTa c HMC ob6cnenoBaHHbIX KAMHUKO-IMT
meToaom B Bo3pacTte 1-80 net

134 nposegeH AHK aHanu3
R 58 HAM 65 4M
CLCN1, DMPK,-
SCN4A 1 ZNF9 C myTaumamu B reHe
SCN4A CLCN1

DMPK ZNF9

v 6 lNapoKcuamanbHoM muonaernu v

v’ 4 Kanuii 3aBUCMMbIX MUOTOHMIA v 3983'\',[1'6 v 54 4M1 v 114AM1
v 2 MNapamuoToHMi

36 rpynna KoHTponA 78 nauueHTOoB B BOo3pacTte 10-74 net

B Bo3pacTte 10-65 nert 6cBMT 36 cBMEBE 36 cAM1

KomnnekcHoe KnnHuKko-OIMI nccnepgosaHue (2004-2016 rr.)

KNAMHUKO-reHeanoruyeckuii aHanus
-AHanu3 podocsnosHol
-Hesposniozu4eckuli cmamyc
Helipodusuonoruyeckoe obcnepgosarHue
-Uzonbyamas IMI (aHanus MAE u cnoHmaxHol akmusHocmu)
-CmumynayuorHas M (aHanu3s CPB, M-sosnHei u [14-Hepea)
-Pummuveckas cmumynsyus pasHeimu yacmomamu (10 [y, 30 [y, 50 [4; kopomkuli mecma ¢ Hazpy3Kol)

Pa3paboTka KAnHMKo-OIMI anroputma

Pucynox 8. /Iuzaiin viccreioBaHms AlMEHTOB, C YCTAHOBJIEHHbIMU reHoTriaMu BM u /IM1.
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Kpurepun Briawudennsi: 6osbHbie 10-80 sieT ¢ KIMHUYECKUMH MPOSBICHUSIMU
MHUOTOHUU C ycTaHOBJIEHHbIMU reHoturniamu BMT, BMb u JIM1 u namueHts 6e3

MBIIICYHBIX HAPYIICHUH C yCTaHOBJIEHHBIMU reHoTunamu JIM1 (Tabm. 7).

Tabmuma 7. XapakTepUCTUKU BKIIOYCHHBIX B HCCICAOBAHHWE TMAIMEHTOB II0
HO30JIOTHYECKUM (popMam, MOy, BO3PACTy MOCIETHETO OCMOTPa U IITUTEIbHOCTH

MHOTOHHH IIOCJIC ,I[€6IOTa.

®dopma BpoXaeHHan Avctpoduueckan Mpynna
MMUOTOHMUA MMUOTOHMUA 1-ro TMNA KOHTpoOANA
Tun TomceHa | bekkepa |BpoxdeH | OseHunb | Bapocnaa | [o30HAA -
-HaA -HaA
MNon, (n) M(5); (1) | M(28); HK(8) M(1) M(5); HK(4) | M(11); K(9) | M(2); X(4) | M(19); K(17)
Bospacrt
0CcMOTpa, 29,7+10,3 | 31,7#12,6 24 31,6+12,3 | 42,5t9,6 | 56,0+13,8 | 38,7+18,9
Mzim (ner)
AnutenbHoctb
MUOTOHMM, 11,7+¢8,1 | 13,3#11,1 24 14,7+10,4 | 11,046,7 4+1,4* -
Mzim (ner)
Bcezo, (n) 6 36 1 9 20 6 36

*4 narenTa 0e3 KIMHUYECKUX MPU3HAKOB MUOTOHUHN

Kpurepuu uckirovenus:
1. BosnbHbIE ¢ HAIMYMEM MUOTOHUU, HO HE UMEIOIIME MATOT€HHBIX MyTalluid B
reHax, OTBETCTBEHHBIX 3a pa3BUTHE paccMmarpuBaembix hopm BM u [IM1;
2. OrTka3 manueHTa oOT UCCIICIOBaHUS;
3. beccumniromabsie  manueHtel, 'y koropeix JIHK-uccnepoBanue He
MOATBEPINIIO Hamn4Ke renetnyeckoro aedekra B rerax CLCN1 u DMPK.
I'pynna konTpossi: 36 310poBBIX J100poBosbLIEB B Bo3pacte 10-65 7er,
COMOCTAaBUMBIX IO BO3pAcTy W Mody ¢ Tpynmnoil Beibopku BM u JIM1 (tabn. 7).
OTcyTCTBHE HEPBHO-MBIIIEYHOM MATOJIOTUU Y BCEX UCITBITYEMbIX HUCKIIOYEHO Ha JTare
oTOopa B HCCJIEIOBAaHUE NPU HEBPOJOTUYECKOM OCMOTpPE M HEHpOo(dU3HOIOrHUYeCKOM
oOcnenoBannu. Bcem 36 mpoBenena ctumymsiuonHas OMIT ¢ uccnenoBanuem 4
MOTOPHBIX U ceHCOpHBbIX HepBOB, PC pasubiMu yactotamu (10 I'u, 30 I'u, 50 I'm) u KTH
(tabum. 14, 22). 21 u3 36 n06poBoJbIly npoBeacHa UOMI™ ¢ BbIIBICHHEM HOPMAIbHOTO

OMI narrepHa 6€3 NaToJ0rHYeCKON CIIOHTAHHOM aKTUBHOCTH B 0OJIBIIIEOEPIIOBOIM MBIIIIIIE.
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MeToabl McCJIe0BAHUA:

1. Knunuxo-eeneanocuueckuil auaiu3: 3amoJIHEHUE CIICIIMAIBHO Pa3pab0OTaHHON KapThl
dbenotuna (mpunoxkenue Nel), Bxirouaromel obmme cBeaeHus o mamueHte (OUO,
BO3pacT), Bpemsi Ne0roTa O0JIe3HU, JaHHBIX OOIIEro HEBPOJOTMYECKOrO0 OCMOTpa U
MBIIIIEYHOTO CTaTyCa, ONHWCAHUE BHEMBIIICUHBIX MPOSBICHUM; PE3yJIbTAaTOB aHaIN3a
OKT', OMI" u KT/MPT wmbimii, a Takke TaHHBIX CTAHJAPTHBIX OMOXHUMHYECKUX METOIO0B
MCCIICOBAHUSI; OMMCAHUE BBIABICHHBIX OTKJIOHEHHH MHpPH OCMOTPE BpadyaMH JAPYTHX
crenuaibHOCTe! (Kapauosiora, 0hTaabMoIIora).

Jist onieHku TpaH3uTOpHOU ciiadbocTu no mkaine MRC onieHnBanach cuiia nepBoro
U BTOPOTO MaKCHUMaJbHOIO H30TOHMYECKOIO COKpallleHus kuctu. Ilanenuwe cuiibl
BTOPOTO COKpalieHust Ha 1 6a1 paciieHuBajnach Kak HAJIMUYKUE TPAH3UTOPHOU CJ1a0OCTH.
['eHeanornyeckue KapThl CEMEN COCTABISUINCH HA OCHOBAHUH CBEICHUH, MOJIYYEHHBIX OT
MalKueHTa v ero OKamx poICTBEHHUKOB. MeUIIMHCKUE CBEJICHUS] TIOTTOJIHSTUCH 110
MPE/ICTABIICHHBIM 3aIMCsIM B KapTax amMOyIaTOpHOTO HAOJIIOICHMS, BBIMTMCKAM U3 paHee
MIPOBEICHHBIX CTAIIMOHAPHBIX 00CIEAOBAHUIM.

2. Memoovl  Helipogu3zuoiOcUUECKO2O — UCCAe008aHUS:  HEUPOPU3HOIOTHUECKOE
TECTUpPOBaHUE BKIOYANO KoMmiuiekcHoe OMIT oOcnenoBanue mnepudeprudecKoro
HEWPOMOTOPHOIO amnmnapara ¢ UCMOJIb30BaHUEM CTAHIAPTHBIX METOIUK:

a) Heonvuamas IOMI' Bximoudana OMI' HUronbyaTbIMM KOHLIEHTPUYECKUMH
ANEKTPOAAMHU TIEPEeIHEH OO0NBIICOSPIIOBOM MBIIIIBI € PETUCTPALIMEH CIIOHTAaHHOM
AKTUBHOCTU MBIIIEYHBIX BOJIOKOH W mapamerpoB IIJIE mo craHmapTHOM MeTOIMKe
[Huxkutun, 2015; Kimura, 2013]. OmneHka CIOHTAaHHOM aKTHMBHOCTH 3aKiiodaiach B
BeIOOpe 3 MP u pacuere ux cpemneit mmutenbHoctu. MP peructpupoBanucek, Kak
MpPaBWJIO, TIOCJAE COKpAIICHUS WM  MEXaHWYECKOTO  Pa3JIpaK€HUSI  MBIIIIBI
(MTOKOJIAYMBAHUS 0 MBIIIIIE WM CMEIICHHS HIoJIbYaToro 3JeKTpozia). B anamms
BKItouanu MP, cocTosiiue M3 CIOHTAHHBIX TOBTOPSIOMIUXCS TOTEHIMAIOB (HE
ormnuuMbiX 0T TIOB w/mmu I1®) ¢ yacrotoir 20-150 I'm u xapakTepusyrolrecs
BO3pacTaHMEM W/WIM MaJcHHEeM aMIUTUTYAbl B Imporecce peructpanun [AAEM

Nomenclature Committee, 2001]. ITpu Bu3yanbHOM ocMoTpe ¢ pa3BepTkoii 100-200 Mc B
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aHanu3 BKIoYanu 3 moObix MP, uckmiouas paspsiaibl ¢ KpallHUMH 3HA4€HHUSIMU
JUIMTENIbHOCTU. [Ipy BBIpa)KEHHOM CIIOHTAHHOM aKTUBHOCTHU M HajoxeHuu MP npyr Ha
Jpyra, yBEIMYUBAIHA Pa3BepTKy 3KpaHa muorpada mo 20 Mc, 9TO MO3BOJISAIO BBICINUTH
HaKJIaablBarolecss Opyr Ha napyra MP, ompenensiTe MIHTENBHOCTh KaXAOro H
HCKJIIOYaTh OIMOOYHBIE U3MEpEHUs JTUTUTETBHOCTH MOCJIEI0BATEIBHO
HakaapBatonuxcs MP (puc. 15 u 17).

OMI -narTepH OUEHUBAJICS MO PE3yJbTaTaM ONPEACIICHHUS CPEAHEN aMILUIUTYIbI U
aurenbHocTy  [IJIE, TonMy4YeHHBIX INpU MCIIOIB30BAHUM BCTPOEHHOM IPOTPAMMBI
MultiMUP-ananu3a mOTEHUIMAIOB JIBUTATEIbHBIX CIWHUI[ C PYYHOH KOPPEKIUCH.
[lepBUYHO-MBIIIIEYHBIN YPOBEHD MOPAXKEHUSI KOHCTATUPOBAJICS MPU CHIXKEHUU CPETHEH
mmrtensbHocT [IJIE He OGompmie wem 12% oT BO3pacTHOM HOPMBI, TPU YCIOBUHU
uckimroueHus u3 ananusa nojavudasueix [1E [Hukutun, 2015];

6) Cmumynayuonnas IMI ipoBOUIACH IO CTAHIAPTHON METOIUKE B MOJIOKEHUHU
OOJILHOTO CHUJS, PyKa COTHYTa B JIOKTe noj yriaoM 70-120° ¢ onopoii Ha MOAIOKOTHUK,
4yTO 00ECMeYnBajIo MOJHOE pacciablieHne TECTUPYEMbBIX MBIIII] KUCTH, SIBIISIONIEECS
00si3aTeNIbHBIM YCIIOBUEM TIpU OOCJICIOBAHUU TAIMEHTOB € MHOTOHHEH. cOMI
BKJIIOYAJa OLIEHKY CTaHJIApPTHBIX MMapaMeTPOB MPOBEACHUS HMITYJIbCAa MO MOTOPHBIM
BOJIOKHAM TMepu(epruuecKux HEPBOB: OMNPENENCHUs] JATEHTHOCTU W aMIUMTYyIbl M-
BOJIHBI, CKOpPOCTH pacnpoctpaHeHuss Bo3Oyxuaenus (CPB) mo aumcrambHOMy W
MPOKCUMAJIbHOMY y4acTKaMm HepBa. OTIAeNbHO OLEHUBANIACH AMIUIMTY/Ia U JJATEHTHOCTh
[1]] 4yBCTBHUTENIBHBIX BOJIOKOH mepudepuyeckoro HepBa u CPB mo ceHcopHbIM
BOJIOKHAM. Y KaXJOro MalMeHTa Ha pyKax HUCCIEN0Bald MOTOPHBIE U CEHCOPHBIE
BOJIOKHA CPEIMHHOTO M JIOKTEBOTO HEPBOB; HA HOrax - MOTOpPHBIE BOJIOKHA
00J1b111€0epIIOBOTO U OOIIIETO MaJIOOEPIIOBOTO HEPBA, & TAK)KE UKPOHOKHOTO HepBa. Jliis
CTUMYJISIIUA MOTOPHBIX BOJIOKOH UCIIOJIb30BAIKMCH CylpaMaKCHUMalbHbIE OJTHOKPATHbBIC
WU PUTMHUYECKHE AJIEKTPUYECKUE CTUMYJIbl JnTeNbHOCThIO 0,2-0,5 Mc [Hukomaes,
2015]. Mns TecTHMpOBaHHS CEHCOPHBIX HEPBOB KCIIOJ30BANACh AaHTHIPOMHBIC
MEKTPUUECKUE UMITYILCHI IIUTENbHOCTHIO 0,1-0,2 MC, ¢ MHANBUAYATBLHBIM OJI00POM

CUJIBI CTUMYJIA, HO HEe HUXke 10-12 MA.
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IIpu camwxenun CPB, ammiutyast M-BonHbl win IIJ[-HepBa OTHOCHUTENBHO
pedepencubix uutepBanoB [Kimura, 2013], mias BbISBICHHS J10KHOMOIOKHTECIBHBIX
pE3yNbTATOB, HE MO3BOJIIOIIMX HWCKIIOYUTh HAJIUYHWE MOJIMHEHpONnaTHh, y BCEX
NAllMEHTOB U 3J0POBBIX HCIBITYEMbIX HCCIEAOBAHHE KOHEYHOCTU MPOBOAWIOCH
MOBTOPHO C KOHTPOJIEM TEMIIEPAaTypbl KOHEYHOCTH TEPMOJATYUKOM, ONIUOHAIBHO
HOJIKIII0OYaeMbIM K 0b0opyaoBanuto «Heitpocod@t».  BblsBieHHBIE OTKIOHEHHS OT
pedepeHCHbIX 3HAYEHUN pPEruCcTpUpOBAIUCH O€3 TIpajallid Ha THUIBl TOpPaXKEHUs
[Kimura, 2013]; Ha pyky B 00JacTd MPOEKIMH HCCICTyeMOTO HEpPBA HAKIIABIBAJICS
TEpPMOJATYMK M OLEHHMBANAch TeMIeparypa Koxu. Ilpm Temmeparype Hmke 30°C
KOHEYHOCTh COTpEBaJlaCh B BAaHHE C NPOTOYHOM TEIJIOM BOJOW [0 JOCTHKECHUSA
nokasatens Temreparypsl gatunka seime 32°C [Drenthenetal, 2008; Kimura, 2013]. B
3aBUCUMOCTH OT PE3yJIbTATOB NMOBTOPHOM cOMI™ nenanoch 3aKiatOYeHUE O HAINYUHU Y
NalMEHTa JOMOIHUTEIbHBIX HEBPUTHUECKUX HAPYILICHUN.

[TosryueHHble pe3ynbTaThl CPAaBHUBAIUCH C JAaHHBIMU OOCIEIOBAaHUS 3/10POBBIX
UCIIBITYEMBIX;

8) memoovi PC IpOBOIVWIIACH TIPY CTHUMYJISAIIMY JIOKTEBOT'O HEPBA C PErHCTpalneit
M-Bosabl ¢ m. Abductor digiti minimi; nucnoap30BaMCh CEPUU UMITYJILCOB 4acTOTOM 10,
30 1 50 I'u, nmuTenbHOCTRIO 4 ¢. B Ka)Xka0M Ccilyyae OLEHUBAJICS NIEKPEMEHT aMILIUTYIbI
M-Bonsbl ipu PC ¢ kaxx10il U3 BBIOpaHHBIX 4acTOT. B COOTBETCTBHM C MPUHSATHIMU
craHaapramMu kKaxznas cepus PC mnpoBoawiace mocie S5 MHH IOJHOIO IOKOS
uccnenoBanHoi Meiel [Michel et al., 2007]; [pu npoBenennu PC Takxke coOI01aUCH
YCIOBHS TIOJJIEPKAHUA TeMmIeparypsl KoHeunoctH He Hike 32°C. JlekpemeHT

aMIUTUTYIbI M-BOJTHBI B cepuu orieHuBascs no popmyne [Hukomnaes, 2015]:

AmniTeysa nociesHeit M—oTBeTa B cepuu

JlexkpemeHT (%) = %100

Avnutyna nepBoit M—oTBeTa B cepuu

2) Oyenxa KTH Ha ocHOBe pa3pabOTAaHHOIO TMPOTOKOJA HA OTKPBITOM
nporpaMMHoM  obecrieuennn  «Helpocodhpt» ¢ BO3MOXKHOCTBIO  OBICTpOM
peaBapuTeNbHOM  OUEHKM  Heillpodusmonornueckux  narrepuoB  (I-III)  mo

obenpusHanHoMy npotokoiy [Fournier et al., 2004; Fournier et al., 2006].
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B xaxnaom cinydae Beiaesuinchk oomenpuasateie OMIT marrepust KTH (I, 1 wm

[11). Bce nmpoOsr PC st ouenku KTH npoBoauiuck npu 0053aTeIbHOM MOJTHOM MTOKOE
MCCIIEyEMOM MBIIIIBI HE MEHBIIE 5 MUHYT.
KTH npeacrasnsier coboii 3 cepu CTUMYJIOB JJOKTEBOTO HEPBA, KAXKIOMY U3 KOTOPBIX
npeamecTsyeT 10-CeKyHAHOE HM30TOHMYECKOE COKpAIICHUE MBIIIIbL, OTBOJALIEH
MU3HUHEL. AMILTUTY 16l M-BOJIH B CEpUSX CPABHUBAIOT C 3aPETrUCTPUPOBAHHON HCXOAHOM
aMIUTUTYJION: TaJieHue/HapacTaHue aMIUTUTYIbl M-BOJIHBI B KaXJ0M MOCIenyIoen
CEpHH XapaKTEPHO JUJIs MarTepHa | Thna, nageHue aMIinTy bl NepBoii M-BOJIHBI B CEpUU
C MOCJEAYIOIIMM BOCCTAHOBJIEHUEM aMIUIUTYyAbl — g narrepHa II tuma. OTcyrcTBue
W3MEHEHN M-BOJHBI B CEPUAX — U1 HOPMAJIBHOIO marrepHa wiM narrepHa Il tuma.
[Fournier et al., 2004; 2006].

OobOopynoBanne ajs1 mnpoBeaenusi IMI' wuccienoBaHusi W NapaMeTpsbl
perucTpamnum: BCe JaHHbIE, IPEJICTABIICHHBIE B pa00Te, MOIYUYEHBI IPU UCIIOJIb30BAHUU
oTteuecTBeHHOTro anekTpoMuorpada "Heitpo-MBII-muxpo" (Bepcus 2005 r., dupma
"Heiipocod1" r. UBaHOBO).

MeToabl MOJIEKYJISIPHO-TEHETHYECKOr0 HuccjenoBanus: ucciuenosanus JIHK
nanueHToB mposeaeHo B jaboparopun  JIHK-mmarnoctukn @OI'BHY  MITHIL
(pyxoBoautenb mpodeccop A.B. IlonsakoB) B COOTBETCTBUU C PEKOMEHIOBAHHBIMU
MPOTOKOJAMHU M MHCTPYKUMSIMHU. AMIUTHpUKaLus Bcex uccnenyemsix ¢pparmentos JJHK
onu1a npoBeaeHa metoaoM [IIP B o6beme peaknmonHoi cmecu 25 Mk, s ananmza
Bcex 9k30HOB reHa CLCNI1, Bkitouasi caiiThl CIUTaiCHHTa, MCTIOIB30BAIH MTPaiMephl U3
NPWICKANUX  WHTPOHHBIX  TOCIIEOBATEIBHOCTEW, BBIOpAaHHBIE HA  OCHOBE
HYKJICOTUJIHBIX TOCJIEI0OBaTeIbHOCTEM aHamu3upyembix ¢parmentoB JIHK u3 6a3br
nanueix GeneBank. Jluzaiin mpaiimepoB mist TP u npo6 ang nurupoBaHust ObLT
BoimosiHeH B Jyaboparopun JIHK-muarnoctuku MI'HI[ PAMH, a cuntes — B 3A0
“EBporen”.

Onpenenenue HYKJICOTUIHOMN MOCJIEI0BATEIbHOCTH dbparmMeHToB
OCYULIECTBJISUIOCH METOJIOM IPSMOI0 aBTOMAaTHYECKOIO CEKBEHUpOBaHUsS 1o CaHrepy

[Sanger F. Et al., 1977], kak ¢ npsiMmoro, Tak U ¢ 0OpaTHOTO MpaiMepoB, Ha TpUOOpe
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ABIPrism 3130 x| (AppliedBiosystems) ¢ wuCHOIb30BaHHEM MPOTOKOJIA (PUPMBI
npousBoauTeN. B kauecTBe MaTpuUIlbl ISl CEKBEHUPOBAHMS UCIIOJIB30BAIM (hparMeHThI
JAHK, nonydennsie nocne nposenenus [ILIP. Ananu3 pe3ynbTaTOB CEKBEHUPOBAHUS
OCYILECTBIISIIICS C OMOIIIBIO porpaMm Chromas U BLAST
(http://www.ncbi.nlm.nih.gov/blast).

[TonyIALMOHHBIE UCCIIEIOBAHUS JISL ONIPENEIICHNS YaCTOT BIIEPBbIE BBISBIECHHBIX
MyTalliid MPOBOAWIM METOJAMH PECTPUKIMOHHOTO AaHajdu3a C UCIOJIb30BaHUEM
pectpuktas pupmel “Fermentas™: Taq I — nms BeisiBnenus myrauuu Arg894Stop u Xap 1
— s uaeHtugukanuu myranuu Ala493Gly mo mportokony mnpousBogutTens. Jis
ONpEENCHHs] TOMYISIUUOHHBIX YacTOT OCTaJbHBIX, PAaHEE HEOMHCAHHBIX MYyTallui,
UCIIOJIB30BAIMCh CHCTEMBI MYJIBTUILIEKCHOIO MPOO-CIEeUU(PUIHOIO JIUTUPOBAHUS
(MLPA).

JIeTeKuioo ajene ¢ yBeIM4YeHHbIM 4yuciaoMm noBTopoB CTG Hekoaupyromeu
obonactu rena DMPK, sBmstomierics npuundoid [IM1, ocyiecTBisiiu B 1abopaTopuu
JHK-guarnoctuku ®I'bHY MI'HII.

B na6opatopun JIHK-mmarnoctuku @OI'BHY MI'HI[ paspabGorana 3-x
IpaiMepHasl CUCTEMAa BBISBJIECHUS OKCHAHCUM, B KOTOPOM OJHMH U3 MpaniMepoB
OTHOBPEMEHHO KOMIUIEMEHTapeH MNoBTOpY M FAM-MeuenHoMmy mnpaiimepy. Takas
cUCTEMA MO3BOJISIET OBICTPO MAECHTU(UUIUPOBATH YBEIIMYEHUE YUCIIA IOBTOPOB METOOM
(parMeHTapHOTO aHaju3a Ha CEKBEHATOpeE.

[IponyKT peakuuu AETEKTUPOBAJICA METOAOM (PparMeHTapHOIO aHajau3a Ha
npubope ABI Prism 3130 (“Applied Biosystems”). (Puc. 9)

Tpexmnparmepnas [P no3BossieT BBISIBUTE HOPMAJIBHOE KOJIMYECTBO MTOBTOPOB,
HKCIAHCHUIO B F€TEPO3ZUTOTHOM M TOMO3UTOTHOM COCTOSIHUM. JaHHBIN MeTon SIBIsIeTCS
KaueCTBEHHbIM. JlJIsI ONpenesieHnsl TOYHOrO 4Kciia MOBTOPOB npuMeHsercs Cay3epH-
osoTTuHT. OJHAKO A1 MOATBEPXKIEHUS JUArHo3a HEOOXOAUMBIM M JOCTaTOYHBIM

ABJIACTCA KAQUYCCTBCHHAA JCTCKIMA OKCITAHCUHU Y OOJILHOTO.
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Pucynox 9. [leTexknmst skciaHcuu MeTo10M TpexmpaitmepHoi [TLP.

O6pazen Ne 1 — HopmanbHoe uncio noTopoB CTG B rene DMPK.

Oo6pasubl Ne 2 u 3 — sxcnancust noBTopoB CTG B rene DMPK.

MeToabl CTATHCTHYECKOr0 aHAJIM3a: PE3YJIbTaThl KIMHUYECKOTO OCMOTpA,
OMI -uccnenoanuii 1 ganHbix JJHK-TunupoBanus BHOCHIMCH B KapTy IAIMEHTA, a
TaK)Ke TOJIBEPrajiiCch CTaTUCTUYECKON 00paboTke B mporpamme Statistic 10 (StatSoft,
CIIA) u BKIIOYAIU: ONUCATEIBHYIO CTAaTUCTUKY HPH HOPMAJIbHOM pACIPEIEICHUU
MPU3HAKA B BUJIE CPEIHETO 3HAYEHUS U CTAHIAPTHOTO OTKJIOHEHUS, IPU HEHOPMAIbHOM
- MeJIMaHbl U 25-75 mpolieHTeNel; HOpMaJIbHOCTH pacnpeeneHus Bbioopku mo [lamupo-
Bunku (W); npu CpaBHEHMM JIByX HE3aBUCHUMBIX BBIOOPOK C€ HOPMaJIbHBIM
pactipeneneHueM kputepuil CTbrOJE€HTa W Il HEHOpPMaibHOro - MaHHY-YUTHHU.
Paznuuus cuyutanuchk JOCTOBEpHBIMU TTpH ypoBHE p<0,05.

UccnenoBanue o100peHO JOKalbHBIM 3THUeckuM komuterom PI'BHY HIH
(mpotokon Ne3-4/16 ot 16.03.16 r.) Bcemu mnamueHtamMu OBUIO IMOIMHCAHO

MH()OPMUPOBAHHOE COTJIACHE.
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I'JIABA 3. IIOJIYYEHHBIE PE3YJIBTATbBI

B peructp ¢ HMC BHeceno 213 mammeHToB U3 BopoHEk)CKOW u OIM3IeKAINIX
obmnacreii (Tadm. 8)%. Ceromus, B COOTBETCTBUM C (PEHOTUIIOM, OOJIBHBIE, IIPOKUBAIOLINE
Ha TeppuTopuu BopoHExkCKol 005acTu, pacnpeieNuiInch CieayrommuMm obpazom: 76
(45,2%) - manmenTs! U3 48 HepoACTBEHHBIX cemeit ¢ JIM1; 6 (3,6%) - u3 3 cemeii ¢ JIM2;
61 (36,3%) - u3 52 cemeii ¢ BM; 7 (4,2%) - u3 4 cemeit ¢ McHK u 18 (10,7%) - u3 10

cemeii ¢ I1I1 cooTBeTcTBeHHO (pHc. 10).

Tab6muma 8. [IpencraBnenHocTh manueaToB ¢ HMC, Haxoasmuxcs Ha ydeTe

Y I'CHCTHUKOB B BOpOHC)KCKOI?I u 6JII/13JIG)KaIHI/IX o0y1acTX.

Pernctp no HMC
O6nactb HaceneHnwue HOM aAm
(MnH.uen)* BM MNapamMmuMoToHuKA, | MapoKcUuamans- aM1 M2
Kanuii- HaA MMONJErns

3aBMCUMBbIE (HaTpuesan)

MWOTOHWMU
BopoHerKckas lfopop -1,03 24 4 11 30 5

O6nactb-1,3 37 3 7 46 1

benropoackas 0,9 5 - 3 2
MocKoBcKas 19,6 2 - - 4 3
Jluneykan 1,6 1 - 1 3 -
Tambosckan 1,3 4 - - 1 -
Bonrorpagckan 3,5 - - - 2 -
Kypckas 1,5 2 - - - -
Bcero - 75 (36,5) 7 (3,5) 20 (10) 89 (44,5) | 11 (5,5)
60nbHbIX (%)

*YHUCIEHHOCTH HACEJICHUS B MPEACTABICHHBIX TeppuTopusix Ha 1 ssuBaps 2016 r. mo
nannabiM ['opoaa-Poccun.pd (http://xn----7sbiew6aadnema7p.xn--plai/)

% B TaGnuy He BHeceHs! 11 manuenTos ¢ kinEndeckumu 1 DM npu3HaKaMu MUOTOHHUH, HO OTCYTCTBHEM MYTAIlHii B TEHAX

CLCNL1, SCN4A, DMPK u ZNF9,
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Pucynoxk 10. Yncno cemeiHBIX 1 HECEMEHHBIX citydaeB pa3Hbix opm HMC,
3aperucTpupoBaHHBIX B BopoHexxckoM pernone. Cunuii ctonber - odiee

YUCJIO MAIlMEHTOB; KPaCHBIN CTOJIOCI] - YUCTIO CEMEHHBIX CIIy4YaeB.

CymMmapuo [IM1 u BM cocrtaBunu B Boponexckoit obmactu 83,2% oT Bcex
oompabeix HMC, nHaxomsammxcs moj HaOMOACHWEM Yy TeHeTukoB (puc. 11), dro
COOTBETCTBYET JaHHBIM 3apyOeKHBIX aBTOpoB [Sun et al, 2001; Harper, 2008; Trip et al,
2008].

Ha MoMmeHT mpoBeneHus NCCae0BaHMS Ha OCHOBAHHUH TPEACTABICHHBIX JTaHHBIX
pacrpoCcTpaHEeHHOCTh OCHOBHBIX paccMmarpuBaeMbix dopm HMC B Boponexckoi

oonactu cocrasiset 2,6 :100 000 gas BM u 3,3 :100 000 qst [IM1.

137; (81%)

6; (4%) -

18; (11%
(11%) 7; (4%)
EBMun /M1 mK3MwuBIT =T = OM2

Pucynoxk 11. [IpeacraBieHHOCTh pa3HbIX HO30JIOTHYECKHUX

dbopm HMC B Boponexkckoit o0nacTu.
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B pesynbTare HacTosIero nccnenoBanus moa Habmoaerue nonaau 202 narueHTa
¢ HMC u3 150 nepoactBeHnHbix cemeit. OCHOBHYIO TPYyHITy 00CIEAOBaHHBIX COCTABUIIU
168 (83,2%) mammenta wu3 BopoHexckoil 007acTH, OCTanbHBIE OOJBHBIC
JMAarHOCTUPOBAHBl aBTOPOM pabOThl W MPOXKHUBAIM B OJU3IEKAIIMX PErHoHax.
Pesynbratel pacnpesnenenusi 0OCICIOBAHHBIX MAMEHTOB MO OOJACTSAM IPOKUBAHUS

IpeCcTaBIIeHbI Ha puc. 12.

B BopoHex<cKkas

168; (83%) m Benropopckas
Mockosckas
2; (1%)
B J/luneukasn
2; (1%)
|
5; (3%) TamboBcKas
5; (3%) Bonrorpaackas

9; (4%) 11;(5%)
m Kypckas

Pucynok 12. Pacnpenenenue naruentoB ¢ HMC no o6mactsam

VY 134 nattmentoB ¢ HMC npoBenena JIHK-nuarnoctuka, B pedynprate 4ero y 123
(91,8%) oOHapy»eHBI MaTOTCHHBIC MyTalllK, OTBeuarone 3a pazsutue HMC. Crektp
BBISIBJICHHBIX TEHOTHITOB MPECTaBJICH B Ta0II. 6.

B Hacrostiee uccneroBaHue BOILUIN 78 TeHOTUITUPOBAHHBIX MAIIMEHTOB C YaCTHIMU
dbopmamu HMC: 6 (7,6%) manuentoB ¢ BMT, 36 (46,2%) ¢ BMbB u 36 (46,2%) ¢ JIM1,
KOTOPbIM OBUIO MPOBEAEHO TOJIHOE KOMIUIEKCHOE KIMHUKO-OMI' wuccrnenoBaHue.
[IpencraBneHHas BHIOOPKA B [IEJIOM OTpakayia BCe CBOMCTBA TeHEpaIbHON COBOKYITHOCTH

naieHToB ¢ BM u JIM1 (ta6u. 6).

3.1. Knimnuyeckas xapakrepuctuka nauueito BM u JIM1 tuna
Bospact ocmotpa mnsa marmentoB ¢ BM u JIM1 coctaBun 31,2+12,2 (BMT

29,7+10,3 u BMbB 31,7+12,6) u 41,5+13,5 neT COOTBETCTBEHHO; COOTHOIICHHE MY>KUHH
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U KeHIMH Obu1o 53 (67,9%) u 25(32,1%). B rpynne BM myxuun Ob10 B 3,7 pasa
oonbiie, yem >xeHuuH - 33 (78,6%) u 9 (21,4%) coorBercTBeHHO; a B rpymmne M1
OTMEYEHO PAaBHOMEPHOE paclpeesieHue MalMeHTOB IO TEeHIEpHOMY Mpu3Haky - 19
(52,8%) u 17 (47,2%) My>K4MH U KEHIINH, COOTBETCTBEHHO. [IpecTaBieHHbIe pa3nnyus
10 FEHJIEPHOMY ITPU3HAKY U BO3PACTY OCMOTpPA ObLIM CTATUCTUYECKU HE 3HAUMMBIMU MPU
COIIOCTABJIEHNUHN KaK BHYTPH I'PYII, TaK U Mexay rpynnamMu BM u JIM1, uyTo no3sonuno
HE YYUTHIBaTh UX B anroputMme nuddepeHnunanbHon nuarnoctuku.B rpynne BM u3 42
OOJBHBIX TONBKO B 12 (28,6%) cimydasdx 3aaepKka AMArHo3a He IpeBblliana 6 JeT oT
Hayayna Oosie3Hu, U3 HUx B 10 ciydasx nuarHo3 BM 3amomo3peH y ManabuMKOB MPH
MPOXOXKJAEHUU TpU3bIBHOW Komuccuu. B ocranbHbix 30 (71,4%) ciydasix auarHos
YCTAHOBJIEH CO 3HAYUTEIBHOM 3a/1epkKoM Ha 18,3+9,7 met, HeCMOTpsE HA MHOTOKPAaTHBIE
oOparienus 601pHBIX K BpadaM. boisiee Toro, 10 My>kuuH ObLITN MPU3HAHBI TOJAHBIMU JJISI
CIIY>KObI B apMUM, TPOE W3 HUX B MOCJIEAYIOIIEM ObuiM KoMHuccoBaHbl o BMT mpu
MPOXOXKIECHUN CTPOEBOM MOATOTOBKH.

B rpynne IM1 u3 36 y 4 (11,1%) nartuenTos (cpennuii Bo3pact 54,3+17,2 net) He
OOHApYXEHO KIMHUYECKUX MPU3HAKOB MHUOTOHHMH, a KajloObl MPU OCMOTpPE ObLIU
OOBIYHBIC i1 3TOM Bo3pacTHOW rpymmbl (Tabm. 9). M3 3Tux 4 mNaiueHToB mpu
oOclieTOBaHUM y JBOUX MY)XYMH W OJHOM KEHIIMHBI B BoO3pacte mocie 57 Jer
oOHapyXeHa KaTapakTa, Y OJHOM EHIIUHbBI B Bo3pacte 29 jeT He ObUI0 00bEKTUBHBIX
MIPU3HAKOB MBIIIIEUYHBIX HAPYIIIEHU, 0JHAaKO Tipu uDMI 3aperucTpupoBaHbl € TMHUYHbBIE
MP (puc. 15), a Takxke oTMEYEeHO OOETHEHHE SMOIMOHAIBLHOrO (OoHA W JHEBHAs
COHJIMBOCTh. BBISSBUTH ATHX MAalMEHTOB MO3BOJMI TaK K€ CKPUHHUHT B OTSTOIICHHBIX
cembsax. B 25 (73,5%) ciydasix 1uarHo3 MOCTaBIICH ¢ 3ajiepxKkoit 1o 15,3+7,3 ner mocne
nepBoro odpareHus OOJbHBIX K BpauaM pa3HbIX CHelUalibHOCTeH. B UTOre CKpUHHUHT
oTsiroleHHbIX ceMer ¢ [IM1 no3Bosun BeisiBUTh 21 (58,3%) HOBBIN ciiyyaii: 4 U3 HUX
MAlUEeHThl, WMEIOIIUE TOJIBKO BHEMBIIICYHYI) CHUMITOMATHUKY W 17 OOJBHBIX C

CUMIITOMaMU MHOTOHHH, HAOJIFOIABIINXCS ¢ Pa3HBIMU Arardo3amu (tadu. 9).
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Tabmuma 9. OcHOBHBIE AUATHO3BI, OITMO0YHO BEICTaBJIsIeMbIe ManueHTam ¢ BM u JIM1

(SGHGHLIM IBCTOM BBIICIJICHBI BCPHBIC TUATHO3BI IIPU HaHpaBJ'IeHI/II/I).

N Moa lledroT Hocaexuuii ocmoTp (J1eT)- Tun Juarnos
(J1eT)-cuMnTOM aKTHBHbIE KAJI00bI HACJIEIOBAHMS] HANPaBJICHUS
I'pynna mauuentos ¢ BM
BMT
1-6 M(5)XK(1) 3-14-ckoBaHHOCTH 17-38-ckoBannocth Mbim — C(6) BMT
MBIIIII] (renepannzoBaHHast)
(rerepanu3oBaHHas)
BMb
1-9 M(8)XK(3) 3-15-ckoBaHHOCTH 12-45-cxoBannocts Mbin,  AJ[(4), AP(1), BMT
MBIIIII (renepanu3oBaHHas), C(4)
(renepanu3oBaHHast), Caa0OCTh B AMCTATBHBIX
c11aboCTh B MBIIIIAX PyK
JMCTaTBHBIX

MBIIIIAX PYK
10- M(8)XK(3) 3-28-ckoBaHHOCTH 17-60-ckoBannocts Mbimr;  AP(8), C(18)  BMT

36 MBI (renepanmzoBaHHast)
(renepamu3oBaHHas)
I'pynna manuenTosn ¢ JIM1
1 M 17-ckoBaHHOCTH 22-CKOBAHHOCTH MbIIIIII AJl BMT
MBI
(renepamuzoBaHHas)
2 M 28-CKOBaHHOCTh 53-cmabocth B quctanbHBIX  AJ] BMT
MBI (>KUCTSX ) MBIIIIAX HOT, CKOBAHHOCTh
MbIII (>KUCTSX )
3 M 34-cKOBAHHOCThH 42-CKOBAHHOCTH MBIIIIIL, Al BMT
MBI ¢71a00CTh B TUCTAJIBbHBIX
(reHepamu3oBaHHAs)  MBIIIIAX HOT
4 M 10-neycBoeHue 19-cK0OBaHHOCTEL MBIIIIII, AJl BMT
IIKOJIbHOM CJIa0OCTh B JUCTANBHBIX
MPOrPaMMBlI, MBIIIIaX HOT
CKOBAaHHOCTD
MBI KUCTEH
5 M 20-cKOBAaHHOCTH 30- cmabocTh B AUCTANBHBIX ~ AJ] BMT
MBI MBIIIITAX PYK U HOT,
CKOBAHHOCTH MbIIIII]
6 M 28-CKOBAaHHOCTH 31-CKOBAaHHOCTE MBIIIIL] C BMT
MBI
(rerepamu3zoBaHHAs)
7 M 18-ckoBaHHOCTH 21-cKOBAHHOCTH MBIIIIIIL, AJl BMT
MBI (>KUCTSX) ¢1a00CTh B IUCTAIBHBIX
MBIIIIAX HOT
8 XK 18-cxkoBaHHOCTH 54-cKk0BaHHOCTH MBIIIIIL, AJl BMT
MBI (>KUCTSIX) €1a00CTh B TUCTAJIbHBIX

MbIIIAax pyK U HOT,
CHHXXCHUC 3PCHUSA
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N Moa leoroT Hocaexuuii ocmoTp (J1eT)- Tun Juarnos
(J1eT)-cuMnTOM aKTHBHbIE KAJI00bI HACJIEIOBAHMS] HaNPaBJICHUS
9 M 30-cmabocTh B 31-cmabocTh B AUCTaIbHBIX  AJl Panukyio-
JTUCTAITLHBIX MBIIIIAX HOT, CKOBAHHOCTh naTust
MBIIIIAX HOT MbIII (>KUACTSX )
10 M 22-cBucanme crombl  31-cmabocTh B AUCTaNbHBIX  AJ] Pamukyno-
crpaBa MBIIIIAX HOT OOJIbIIE naTHs
CIpaBa, CKOBAHHOCTH
MBI (>KUCTSIX)
11 M 28-CKOBaHHOCTh 35-6ecruioaue, cnaboctb B AJl Panukyo-
MBI (>KUCTSIX) JUCTAIbHBIX MBIIIIAX PYK U naTHs
HOT OOJIBIIIE CIIEBA,
CKOBAHHOCTb MBbIIIII]
12 XK 30-crmabocTs B 54-cnabocTh B qucTanbHBIX  AJ] Pamukyio-
JMCTATBHBIX MBIIIIAX PYK U HOT, naTHs
MBIIIIIAX HOT CIIeBa CKOBAaHHOCTh MBI
(>kucTAX)
13 XK 35-00m1 B mpaBoit 48-cnabocTh B fUCTAIBHBIX Al Panukyio-
HOTe, C1a00CTh B MBIIIIAX PYK U HOT, naTHs
JTUCTATLHBIX CKOBAaHHOCTh MBI
MBIIIIAX HOT cripaBa  (>KHCTAX)
14 X 55-60m B mipaBoii 63-60y1 1 c1a0OCTH B C Pamukyo-
HOTe JICTaTbHBIX MBIIIIAX HOT, naTHs
Oosbllie crpasa,
CKOBAHHOCTh MbIm (+/-)
15 XK 20-xpammun 35-CHIKEHUE 3PCHHSI, Al Pannss
UKPOHOXKHBIX CJ1a00CTh B TUCTATIBHBIX Karapakra
MBIIIIAX PYK U HOT,
CKOBAHHOCTb MBbIIIII]
16 X 25-camxkenue 3peanst  48-cmabocTh B AUCTaNbHBIX  AJ] Pannss
MBIIIIAX PYK, CKOBAHHOCTH Karapakra
MbIII (>KUCTSX ), THCBHAS
COHJIMBOCTbH, (COCTOSTHHE
nocie
bakosmyabcupUKaLnnN)
17 XK 18-ckoBaHHOCTH 54- cHIXeHHEe 3peHHs, ALl Pannssa
MBI (>KUCTSIX) CKOBAaHHOCTh MBIIIIIL, Karapakra
c1aboCTh B TUCTAIIBHBIX
MBIIIIAX HOT
18 X 40-cHmxenue 3peHnst  S0-CHMKEHUe 3peHus, ALl Pannssa
CJ1a00CTh B JUCTAIIBHBIX Karapakra
MBIIIIAX PYK, CKOBAHHOCTH
MbIII (>KUCTSX )
19 M 14-ckoBaHHOCTH 34-cnabocTh B AUCTanbHBIX A/l HMCH

MBI (>KUCTSIX)

MBIIIIAX PyK U HOT,
CKOBAaHHOCTb MBIIIII]
(>kuCTSIX)




IIpooonocenue mabauyvr 9

68

N on JedroT MMocaexnnii ocMoTp (J1€T)- Tun JAunarno3
(J1eT)-cHMNTOM AKTHBHBIE JKAJT00BI HACJIE/IOBAHNSI HANIPABJICHHS
20 M 25-CKOBaHHOCThH 34-cimabocTh B AUCTAIBHBIX  AJ] HMCH
MBI (>KUCTSX), MBIIIIAX PYK U HOT,
c11abocTh B CKOBAHHOCTb MBbIIIII]
JIUCTATTbHBIX (>kucTaX)
MBIIIIaX HOT
21 XK 40-cBucanue cTon 54-cnabocth B qUCTanbHBIX A/l HMCH
MBIIIIAX PYK U HOT,
CKOBAaHHOCTH MBbIIIIIL
(>kuCTSIX)
22 XK 36-crmabocTh B 51-cnabocth B qucTanbHbIX A/l HMCH

JHUCTAJIbHBIX
MbIIIIax HOr

MBIIIIAX HOT, CKOBAHHOCTH
MBI (>KUCTSIX),
COHJINBOCTD, CHIDKCHUE
3peHHUsI

26 M 0-HeycBoeHue 20-HecnocoOHOCTH K ALl Omnwro-
LIKOJIBHON o0yuyeHmto, c1abocThb B ¢bpenus
MIPOTPaMMBI JUCTATBHBIX MBIIIIAX PYK U
HOT, CKOBAaHHOCTH MBI
(>kuCTAX), COHIUBOCTD,
CHIDKEHHE 3pEHHS
21 M 10-neycBoeHue 20-HecnocoOHOCTh K ALl Omnwro-
LIKOJIBHON 00yuyeHHo, c1abocTh B bpenus
IPOTrpaMMBI JVCTAIBHBIX MBIIIIAX PYK U
HOT, CKOBAaHHOCTH MBIIIIIL
(>kucTAX)
28 XK 13-runepruapos, 21-n1HeBHAA COHIIMBOCTD, AJl BCJ1
CKOBaHHOCTh CJIa00CTh B TUCTAIHHBIX
MBI KACTEH MBIIIIAX PYK U HOT,
CKOBAHHOCTb MBbIIIII]
29 KX 18-ckoBaHHOCTH 44-T onoBHbIe 6071, Al JIDI12

MBI (>KUCTSIX)

CHIDKEHHUE TIaMsTH, THEBHAS
COHJIMBOCTD, CJ1a00CTh B
JTUCTAIBHBIX MBIIIIAX PYK U
HOT', CKOBAHHOCTH MbILIII
(>kucTsx)
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N Moa leoroT Hocaexuuii ocmoTp (J1eT)- Tun Juarnos
(J1eT)-cuMnTOM aKTHBHbIE KAJI00bI HACJIEIOBAHMS] HaNPaBJICHUS
30 X 35-momaTeIBaHue 58-Ca00CTh MBIIII] IIIEU, AJl Paccesn.
pu Xoab0e CJ1a00CTh B TUCTAIBHBIX CKJIEpO3

MbIHIIaxX HOI', CHU2KECHUEC
naMsaT, CKOBAaHHOCTb

mbim (+/-)
31 M 40-CKOBAHHOCTH 46-cynoporu UKpOHOXKHBIX  AJ] Tpombo-
MBI (>KUCTSX) MBIIIII, CKOBAHHOCTH bnedut

MBI (>KUCTSIX), CI1a00CTh
pH X01b0€ B JICBO HOT'E

32 X 40-601m B 54-cnabocts B quctanbHbix  C ?
HUKPOHOKHBIX MBIIIIAX PyK U HOT,
MBIIIIAX, ¢1a00CTh B CKOBAHHOCTH MbIy (+/-)
JMCTATBHBIX

MbIIIIax HOIr
OT1cyTcTBHE %2100 HA CKOBAHHOCTH Yy nauueHnTon ¢ M1

33 M 63-cHIDKeHUe 3peHust  67-Te ke AJl Bo3spactras
KaTapakTa
34 M 60- cHiKeHue 63-Te xe AJl Bo3spactras
3peHust KaTapakTa
3B XK 29-mer 29-uHer ALl 3mopoBa
36 XK 53-cHIKEHUE 3peHusl  S6-HeT (COCTOsIHUE MOCcIie AJl Pannss
baxosmynbcupuKanun) Karapakra

N3 37 (100%) npobGanmoB ¢ BM Bce mamueHThl ObUIM HampaBJieHbI Ha
KOHCYJIbTAIIMI0 K HEHPOTCHETHKY C MPeaBapUTEIbHBIM auarno3om BMT (tabm. 9), u3
HuX 8 (21,6%) nuMenun «ropu3oHTaIbHBINY, 2 (5,4%) — «BepTUKATLHBIN» THIT MEpEIaYn
oosie3nu u 27 (73,0%) npeacrasiusiiu ciopaandeckue ciaydau. [Tocne nposenenus JTHK
nuarHoctuku y 31 (83,8%) mpobana nepBoHavdanbHbli tuarno3 BMT usmenen na BMb
U OTIpesieNieH KOPPEKTHBIM TeHETHUECKUN PUCK POXKACHUS 00IbHOTO pebeHka menee 3%
(HU3KHI1), 9TO COOTBETCTBYET MOMYJSIIMOHHONW YacTOTE MYyTalldii B TE€TEPO3UTOTHOM
coctosiiuu B rene CLCN1 [MBanoBsa, ITomsikos, 2013]. B nByx (5,4%) eAMHCTBEHHBIX
CEMBSX C «BEPTUKAIBHOW)» Mepeayeii 0071e3HU KaKk MUHUMYM B JBYX MOKOJIEHUSX (pHC.

13), ycranosnen auarno3 BMbB (knunudeckuii cirydait 1).

N3 37 mpobannoB aumarno3 BMT moareepxaen numb B 6 (16,2%) ciydasx,

IMpHUYEM BCC OTHU MAOWCHTDBI — CIMHCTBCHHBIC ITOPA’KCHHBIC B CCMBC.
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Kaunnyeckuii cayuaii 1.

Ilpobano A. pomo 1 u 2. pooocrosnas npedcmasiena
Ha puc. 1(a) (I1:5), 23 nem, Ovi1 Hanpasien HeBPOLO2OM Ois
onpeodenenus 2eHemuyeckozo pucka ¢ ouacnozom BMT u yoice
yemarnoenenHvim cenomunom c.[1437 1450dell4(;)2680C>T]
6 cene CLCNI.

Ilpeovsasnan  ocanodbvl  Ha  HENPOOOIICUMENLHYIO
CKOBAHHOCMb CKEJIeMHbIX MblY NPU NEPeblx OBUNCEHUSX,
YCUunieHue CKOBAHHOCMU HA X0100e, NepUodbl c1abocmu nocie

onumenvHou Gusuueckou Haepysxku.  Ilepsvle npusnaxu

3abone6anus ObLIU OOHAPYICEHbL 8 6 Iem ¢ KPAMKOBPEMEHHOU
CKOBAHHOCMU 8 HO2AX NPU HAYALE OBUICEHU, NPAKMUYECKU 0OHOBPEMEHHO NOSABUTUCH AHANOCUYHbLE
usMeHenus 8 pykax. B nocneodyrowem ckosannocms nopazuia éce cKejlemuule Mbluilybl, KpOMe MblliY
nepeoHeti OPIOWHOL cmeHKU U Kpyeosvix muiuiy 2nas. C 10 1em cocmosinue 6e3 npozpeccuposanusl.
Ha xonode, npu cmpecce, 6vicoxkoli memnepamype mend CKOBAHHOCMb OMAUYANACL OONbULel
8bIPAACEHHOCMBIO U NPOOOIHCUMETLHOCIBIO, NPU HUZKUX 003AX AKO20JI5l — MeHee UHMeHCUBHA. Bo
8peMs MOHOMOHHOU HAZPY3KU U  OXNAHCOeHUs (0COOeHHO npu NIA8aHUU) BO3HUKAIU
HEnpoooadICUmenbHule Nepuoobl CLabocmil.

T'unepmpogpuii u ampogpuii ckenemmuvix mviuy Hem. AKMUBHAS U MEXAHUUECKAS MUOMOHUS
VMEPEHHO BbIPANCEHA 80 8CeX CKeNemHbIX mbluyax. Buipasgcenunvii gpenomen «spabamuvieanus»
(MuomoHuueckuil ¢henHomen 6 KUCMAX NOIHOCMbIO npoxooum nocie 5—6 dopcuposanmvix
COKpaUeHUuti Movluly).

Ilpu uDMI evia6nena 6ypHas cnonmarnas akmugHocms 6 euoe MP manou onumenvHocmu
(<1500 mc). Ipu cOMT svissnen maxkcumanvHolii Oekpemenm M-eonnvt 92,8% na 50 I'y.

Omey npobanoa B. (II:6), 44 nem, nepsviii npusHax 3a001e6aHUs — CKOBAHHOCHb 8
MbIUYAx npu Hadaie O0sudiceHuu — Ovll oOHapydcen 6 7-8 nem. Ilpu npoxosicoeHuu 60eHHOU
KOMUCCUU, HECMOMPSL HA HCAN00bl U HATUYUEe NPUSHAKOS MUOMOHUU, NPUSHAH 200HbIM OJisl CDOYHOU
cayacovl, Ho uepes 6 mec komuccosan ¢ ouacnozom BMT. JKanobwr u nesponocuuweckuii cmamyc
AHANO2UYHBL MAKOBLIM V NPOOAHOA, C HE3HAYUMENbHO MeHee BblPaANCEHbIM nposieneHuem
MUOMOHUU.

Ilpu uDMI svisisnena 6ypuas cnonmanas akmusnocms 6 éude MP manoi onumenvbHocmu
(<1500 wmc). TTpu cOMI evisienen maxcumanvhviti Oekpemenm M-eéonnvt 81,0% na 50 I'y, npu KTH

nammepn |l.
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bonvnoiv A. u B. no xaunmuueckum OAHHbIM U NPOBEOEHHBIM HelupOPUIUOLIOSULeCKUM
mecmanm, exnouas KTH ¢ xon10008601i npo6oti (cm. Hudice), ouacnos medxcoy BMT u BMEB ne ymounen.

Tonvko /[HK-ouacnocmuxa mamepu u omya noCayicuiu OCHOGaHuem Ol HOCMAHOBKU
HO30]102UYeCcK020  OUACHO3A U pacyema KOPPEeKMHO20 2eHemuyecko20 pucka Ojisl 6cex 4leHO8
pooocnosHot. Yemanoenen ouacnoz BMB ¢ aymocomno-peyeccusHvlm munom Hacie0osanus. Jns
demeti npooaroa u uienos pooociosnou I1:3, II:8, I1:10, I1:11 u IlI:6 (cm. puc. la) ecenemuuecxuii
puck nuzkuti (<3 %). I'enomun pooumeneii npobanoa (11:6 u 11:7) nossonun 00vaACHUMb GbICOKUL
(50 %) eenemuueckuti puck 0151 npoOAHOA, CeCMPdbl, BO3ZMONCHBIX CUOCO8 U (BEPIMUKATILHYION

ceepecayuio 3abonesanus om pooumeneli (Ncee000OMUHAHMHBLIL IMUN).

IIporoxoa JHMI -uccienoBanus npodanaa A. (23 ser) u ero orua B. (44 roga) o6o3nauen (a)
U (0) Ha pUCYHKaX HUKe.

uDOMI CnoHTaHHAas AKTUBHOCTD

R IRTT—"

g ! T

CNoHTaHHaA aKTMBHOCTE

Puc. |®eHomeH Mposas- |Kon-so |Cp.anvt
NeHns B3ATbIX |MC
B aHaau

nes., Tibialis anterior

(@) |[MuoToHnueckme pa3psagbl |MHOX. 3 926
(6) |MuoToHMueckme pazpsgbl |MHOX. 3 1869
MNJIE

,ﬂmnrenbﬁc:‘rh-amnnmy,n,a nAE El,ﬂ,rm‘renhﬂncrn-amnnmw,qa nAae

a
@ & o o I
4 [ ] =

= 1000 o = 1000 {I'-'

g @ =+ ° g of

3 3 L“'T ‘
B [ e L o
E: H

100 100

0 5 10 15 20 4] 5 10 15 20
ANUTENBHOCTE, MC ANMTENBHOCTE, MC

[ m Nonndaskbie — Hopma ] [ m Noaugaskeie — Hopma ]

Puc. [MuH. |Makc. |CpeaH. |Hopma [MwuH. |Makc. [CpegH. |Amna. [Moam- |[Cuna  |Kon-
AT, |BAVT., (pAuT.,  |aauT,  |amna, |amna, |amna, |>1 mB, |[da3H., [6annbl |BO

MC MC MC MC MKB MKB MKB % % MAE
nes., Tibialis anterior
(@ 16,8 124 |89 10,3 197 1723  |679 13,3 5,0 5 20

(6) |73 151 |10,7 11,6 294 1461 |773 35,0 0 5 20
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np., Abductor digiti minimi, Ulnaris, C8 T1

LT

50 Ty 200 crmynos

N Yac- |Kon-|Jekpe- |Amna.|Jexp. [Jekp. [Jekp. t, °C |Ctum,, |CTum,,
ce- |10Ta,|BO |[MeHT |b6asbl, [amna, % |amnna., % |naoul., % MA MC
pun |y |cT. mB (1-5) (1-nocn.) |(1-nocn.)

np., Abductor digiti minimi, Ulnaris, C8 T1

Puc. a

5 30 |5 [111] 1129 [+14 +14 31 32,1 |30 0,2
6 50,0 (200 | g 12,7 |+83 92,8 84,7 32,1 (30 0,2
Puc. b

3 30 |5 (1111 1134 [+08 +0,8 13 32,3 (30 0,2
4 10,0 |40 s (127 [+28 32,0 59,6 32,3 (30 0,2
2 30,0 120 | p\oom 133 [+2L7 53,4 29,7 324 |30 0,2
1 50,0 {200 l 14,0 [+9,0 81,0 68,0 32,3 (30 0,2
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KTH u KTH c xoJ1010B0¥#i po0oii y oTiia npodanaa
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np., Flexor pollicis brevis, Ulnaris, c6 ¢7 C8 T-

N |Yac-|Kon-|dekpe-|Amnn.|Jekp. [Jekp. Jekp. t, °C |Ctum.,|CTum,,
ce- |TOTa,|BO |MeHT |6a3bl, |amna., % |amna., % |naow,., % MA MC
pum|ly |cT. MB (1-3) (1-nocn.) |(1-nocn.)

np., Abductor digiti minimi, Ulnaris, C8 T1

1 |10 |1 13,0 0 0 31,4 |30 0,2
2 (01 |6 I 198 +29,2 +32,4 +51,1 31,3 |30 0,2
3 101 |6 [1II]] |44 |06 10 +94 31,2 |30 0,2
4 101 |6 |||||| 16,5 |21,0 23,5 +7,0 31,4 |30 0,2
5 (1,0 |1 16,5 0 0 21,9 |30 0,2
6 101 16 |||l |166 |7.2 13,8 +26  [223[30 |02
7 101 |6 |||||| 16,4 |15,6 13,8 0,1 24,1 130 0,2
8 |01 |6 |||||| 16,6 |17,5 18,3 2,2 25,5 (30 0,2

Pesrome ¢cOMI" u uDMI': ITpu nposenernu cOMI' 1 uOMI' BbIsBIEHBI H3MEHEHUSI, XapaKTEPHbIE
s BM, onnako npumenenrie KTH n KTH ¢ xononoBoii mpo6oii He no3Bonuiau AuddepeHnpoBarhb

Mexny BMT u BMB.
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Pucynok 13. a) cembs Ap. u 0) cembs O¢p. ¢ BMb u mnceBIogOMUHAHTHBIM THIIOM
HacJleI0BaHMsL.

«+» — KIIMHUYECKH OCMOTPEHHBIE M T'€HOTUIIMPOBAHHbIC WIEHBI CEMbU (MYyTallMM B T€HE
CLCN1 BbimeneHbl KpacHBIM IIBETOM); 3aIITPUXOBAHHBIE (UTYpbl — OOJBHBIC WICHBI
POJIOCIIOBHOM; HE3alITPUXOBAHHBIE — 3/10POBbIE WIEHBI POJOCIOBHOM; KBaJpaT C TOUYKON —
KJIIMHUYECKH 370POBbIE HOCUTEINHN; «?» — WIEH POJOCIOBHON ¢ HEYTOUHEHHOMN KIIMHUYECKOU

KapTUHOM; 3a4epKHYTbIe (QUTYPHI — yMEPIIHE YWIEHBI CEMbH.

N3 36 B 4 (11,1%) cnyyasx mauumentsl B rpynne JIM1 He umenu cUMITOMOB H
Kano0 Ha MUOTOHMIO. Tpoe U3 HUX HAOIIOJAIKNCh Y OKYJIMCTa C BO3PACTHOM KaTapaKToOM,
a OJIHa HE CTOosUla Ha ydeTe HM y omHoro cnenuanucta. Bee 27 (75,0%) manueHTOB
crapuie 20 JeT ¢ CHUMOTOMaMHM AUCTAIBHOM CJIAa0OCTH HAOIOAAIMCh MO TOBOIY
paauKyJonaTuu B pazHoM Bo3zpacte. 3 32 y 6 (18,8%) 601pHBIX OCHOBHOM JUArHO3 OBLIT
pagukynonatusa (KIMHUYECKUU ciydaid 2-3), panHss (gopma katapaktsl (10 50 ner)
(KTMHUYECKUW clydail 2) W HACJIEICTBEHHBIE MOTOPHO-CEHCOPHBIC HEWpOmaTHu
(HMCH) 2 tunma mo 4 cayuas (12,5%). HWutepecHo, uro y uerBeptd 8 (25%)
nogo3peBalicsa nuarno3 BMT, B oHOM U3 3TUX cemel, cbiH HaOmonancs ¢ BMT, a mathb

OIIMOOYHO C PACCETHHBIM CKIIEPO3a0M (KIIMHUYECKHH citydaii 4).
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B utore u3 32 6onbHbIX ¢ JIM1, UMEIOMMX CUMIITOMBI MUOTOHUHU, TOJIBKO 3 (9,4%)
yeJioBeKa HaOMIoAaIMCh C BEPHBIM AuartHo3oM, a B 29 (90,6%) ciyyasix BbICTaBJICH
ommOoYHbIH quaro3 (tabdn. 9). CymMmapHO ManmWeHTaM C CUMITOMaMH MUOTOHHH B
rpynie BM u JIMI1 yCTaHOBICHHBII B MEAUIMHCKUX YUPEXKACHUSIX II0 MECTY

KUTEJIbCTBA AUArHO3 HE COBIA/IANl C OKOHYATEIbHBIM JUarHo3oM B 65 (87,8%) ciayuasx.

Kaunnveckuii ciyqaii 2.

Ilpobano J[., 34 nem (pooocnosuas
IV:1) (pomo I u 2) u eco mamo JI., 56 nem
(pooocnosuas I11:2) (homo 2).

IIpo6ano Hanpasiex K
Heupogusuonozy ¢ nodospenuem  Ha
paouxyronamuro 01 OnpeoeieHus YpOoHs U
MUNa NOpaszceHusi nepeod HetpoxXupypeUdecKum
neyenuem epviocu L5-S1 cresa.

Ilpeovsenan scanodvl na crabocmo u

noxyoauue 6 KUCMAX U CMONAX, HApyuieHue
NOXOOKU - CBUCAHUe CMONbl Cclleda npu Xoobvoe,
CKOBAHHOCMb MblUY 6 KUCMAX U NPU HCeBAHUU,
2HYCABbILL 20110C, ONYUjeHUe BEK.

Mo 18 nem 3anumancs cnopmom. B 28 nem
NOsABUNACL CKOBAHHOCMb 6 KUCMAX, clabocmv 6

Kucmsix u cmonax, onyujeHue 6ex u ZHyC(,ZGble 20J10C.

Cnabocms u noxyoanue napacmanu ¢ npeooiadanuem
8 1e801L 20JIeHU U CIONe.

Habnwoancs y
Helipoxupypea, NIAHUPOBANLOCH
onepamugHoe JjieyeHue ouckos L5-
S1, HO u3-3a Ouccoyuayuu memricoy

cumnmomamu - U omcymcmeuimu

usmenenuti Ha MPT (puc. 1)

pexomernoosano IMI -uccredosanue (cm.Hudxce).
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B nesponozcuueckom cmamyce: cnabocmo Kpy208blx Muluiy 21a3 u ceubamenei uieu,
nmo3, ampoghusi 8UCOUHBIX U 2PYOUHO-KTIIOUUUHO-COCYEBUOHBIX MbLULY, BAIbIU OUCTNATIbHBLU
mempanapes ¢ ampoguamu OUCMATbHLIX MbllY, ¢ NpeobradaHuem 6 J1eoll 20JeHU.
Cmennaoicnas noxooka ciesa. Buvipasicennas akmusnas Muomonus 6 OUCMAIbHbIX MbIUYAX
KoHeunocmel. Mexanuueckotl muomonuu Hem. Kapnopaouanvhvie u axunnossi cyx.peguexcol
omcymeyrom. YyscmeumenvHvix HapyueHutl Hem.

Ilpu uOMI’ ewvisaenena Oypnas cnowmanas axmusHocmv 6 6ude MP 6orvwou
onumenvrnocmu (>1500 mc), muocennvii nammepn. [pu cOMI évisisneno cnusicenuss CPB no
J1e60My 60bULEOEPYOBOMY U MATODEPYOBOMY HEP8Y, MAKCUMANbHLIL OeKkpemenm M-8onHbl
58,3% na 50 I'y, npu KTH nopmanvusiti nammepn 111,

Mamo npoéanoa JI. (11:6), 56 nem, axmuguwix sianobd e npedvssisem. C 45 nem
Kamapaxkma, onepuposana 6 53 200a ¢ 08yX cmopoH. B Hesponocuueckom cmamyce:
cnabocms  mvluy ceubamenel  wieu, AKMUBHAS MUOMOHUA 6 MblUYAX dcesameiel,
MEXAHUYECKOU MUOMOHUU Hem.

Ipu uDMI svisenenvt eounuunvie MP 6onvwot onumenvrnocmu (>1500 mc). Ilpu

cOMI uszmenenul He 6b16/1€HO.

Iporokoa DHMI' ucciaenoBanusi npodanna /I. (34 jger) m ero marepmu JI. (56 xer)
o0o3Ha4eHBI (a) 1 (0) Ha pUCYHKAX HHUKE.

uDOMI CnoHTaHHAas AaKTUBHOCTD

0,5¢c 150 mxB

A o e -

np., Tibialis anterior, Peroneus, 14 L5 s1

np., Tibialis anterior, Peroneus, L4 L5 s1

Puc. |®eHomeH Mposs- |Kon-so |Cp.gavt
neHns B3ATbIX |MC
B aHaau

np., Tibialis anterior
(@) |MwuoToHnueckume paspsagbl |MHOX. 3 4636
(6) |[MwuoToHuyeckme pa3psagbl |EanHny. |2 6151
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5
Ann A
hasHble | [ @ NosangasHele — Hopma |
p opma akc. p Mon Kon-
AAAAAAAAAAAA NNT., amna., |amna., , |da3 B6annbl |BO
MC MC C % MAE
np., Tibialis anterior
(a) 4.8 132 |82 11,0 192 2123|742 21,3 26,1 3 23
(6) 6,5 143 1[99 12,3 317 1368 |750 6,3 6,3 5 20

¢OMT (PC)

S T
T 2NNNMWWW»WHWHHW»HW»HW»

”*” MH»M frssosee | R

[Jekpe- Am Jekp. Jekp. yil
TTTTT MEHT 6a3bl, nn., % na.,
r MB (1-5) (1-mocn.) |( )
Abd digiti minimi, Ul 8T1
PPPPP
10 il 6
) !
50, h 15
c.6
10 |
30 C BE
50 — i




78

KTH
B MatrepH I
Smc 10 mB 140
AN
I' '\ D('D-~ 100 .\'\./0—0—0 \\H—c .\'\""/H'
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=
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T
3 S 6ot
a0
4
20 .
np., Flexor pollicis brevis, Ulnaris, ¢6 ¢7 C8 T1 -10 30 70 110 150
E MattepH
5 M 7.5mB 120
1
o\o W oo \_'\Nﬂ \—wﬂ_ﬂ
©
2 I 80
=
o
o
3 ] 60
=
4 40
20
np., Flexor pollicis brevis, Ulnaris, c6 ¢7 C8 T1 -10 30 70 110 150
N [Yac- |[Kon- |dekpe- |Amna. |Lekp. [Jekp. [Jekp. t, °C |Ctum,, |CTum,,
ce- |ToTa, |BO MEHT 6a3bl, |amna, % |amna, %  |(naow,., % MA MC
pumn|ly, CT. MB (1-3) (1-nocn.) |(1-nocn.)
np., Abductor digiti minimi, Ulnaris, C8 T1
Puc. a
1 (10 1 16,6 0 0 33,1 (35 0,2
2 101 6 |||||| 185 |7,7 56 +6,2 334 (35 0,2
01 6 |||||| 199 (95 12,1 +6,7 33,3 (35 0,2
4 |01 6 |||||| 191 58 58 +5,0 33,4 (35 0,2
Puc. 6
1 |10 1 12,6 0 0 32,7 (35 0,2
2 |01 6 ] 1123 +14 +0,9 +2,2 32,9 (35 0,2
3 |01 6 |||||| 14,1 12,1 14,7 11 33,2 (35 0,2
4 |01 6 |||||| 14,5 15,7 16,9 +1,0 33,1 (35 0,2

Pestome ¢cOMI' u uOMI': Ilpu uDMI' y npoOanna BBISBJIEH MHOT€HHBIA MaTTEpH, YTO
MOCTAaBWJIO Ha BTOPOM IUIAH JIUAarHo3 MpU HANpPaBICHUU — MOpPaKEHUE KOPEIIKOB II/Kp
CcerMeHTOB. BrIsiBIIeHa OypHas CHOHTaHHAs! aKTUBHOCTHIO B BUie MP GombIioi qiiuTebHOCTH
(>1500 mc) u nexpement M-Boansl ipu PC 50 menee 60% tunuunsl g IM1. YV marepu,
HECMOTpsi Ha Oosiee TO31HUHN Ae0I0T, MEHBIIMH mepuo] mocie JebroTa 3aboseBaHus,
OTCYTCTBME MHOTOHMH TPU KIMHUYECKOM OCMOTpE BBISBICHBI OJHOTHIIHbIE C MPOOAHIOM

n3meHenus npu DHMI xapakrepnbie nius IM1.




B rpynmne IM1, u3 32 60JbHBIX ¢ KIMHUYECKUMHU U DMI' npru3HakaMu MUOTOHUU
y 29 (90,6%) 6071bHBIX IEPBBIM CUMIITOMOM ObLTa CKOBAHHOCTb B KUCTSIX U TOJIBKO Y 3 —
(9,4%) unTennekTyanbHbIe HapymieHus. [Ipuunna obOpamenus k Bpaay y 29 (90,6%)

ObL1a IMPpUCOCANHUBIIAACA cimabocTe U anO(bI/ISI MBIIIT B AHCTAJIBHBIX OTACTIAX
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KOHEUHOCTeH, y 2 (6,3%) karapakTa u Toyibko 1 (3,1%) MuoToHus B KUCTSX (Tabi. 9).

Bo Bceit BeiOOpke y 71 GompHOTO (95,9%) CKOBAaHHOCTH MBI OBIJIa TIEPBHIM

CHMIITOMOM 3a00JICBaHU.

BrIpa)k€eHHOCTh M pacCIpeleeHue MEXaHWYECKOM M aKTUBHOW MHOTOHHH Ha

MOMEHT ocMOTpa nanueHToB ¢ BM u /IM1 He paBHOMEPHO pacnpeAeiwIiCh B IBYX

rpynnax, 1aHHbIe MpeacTaBieHb! B Tadm. 10,

Tab6nuna 10. Jlokanu3zanus nposiBjeHu MUOTOHUY y nanreHToB ¢ BM u JIM1

Dopmel I'pyvoona BM n=42 I'pynmoa M1 n=36
BMT(6) | BME(36) |BaM1(1) | F0qM1(9) | KAM1 (20) | ITIMI (6)
MuoTonud, n (%)
KpyToBBIX MBIIIII 3 (50.0) 19 (52.8) - - - -
a3
JKeBaTenbHBIX 4 (66.7) 32 (88.9) 1 (100) 8 (88.9) 14 (70,0) 1(16.,7)
MBIIIITAX,
MBI pyx 5(83.3) 36 (100) 1 (100) 9 (100) 20 (100) -
DeHOMEH «BpadaTbIBAHHA», It (%0)
<10 dopcHp. cokp. | 3 (50.0) 16 (44.4) - 1(11.1) 6 (30.0) -
>10 dopeHp. cokp. | 2(33.3) 20 (55.6) 1 (100) 8 (88.9) 12 (65.,0) -
HeT o0IerdeHHs - - - - 2 (10.,0) -
HeT MHOTOHHH B 1(16.7) - - - - 6 (100)
KHCTAX
MuoToHHEYECKHH BATHK/AMKA ¢ 1eJIbTOBHAHOH MBIMILI, Il (%0)
=5 cek 3 (50.0) 26 (72.2) - 2(22.2) 2 (10.0) -
=5 cex 2(33.3) 9 (25.5) - 1(11.1) 1 (5.0) -
He BBIABIEHO 1(16.7) 1(2.8) 1 (100) 6 (66.7) 17 (85.0) 6 (100)
MuoTOHHYeCKHH BAJTHK/AMKA € 1eThIpexr/1aBoi MbIMNbI Heapa, n (%)
=5 cek 1(16.7) 24 (66.7) - 1(11.1) 2 (10.0) -
>5 cek 2(33.3) 10 (27.8) - - - -
He BBIABIEHO 3 (50.0) 2 (5.6) 1 (100) 8 (88.9) 18 (90.0) 6 (100)
MHOTOHHY€CKHA KOMIIOHEHT NPH BbI3bIBAHHH OHIHNHTAILHOI O pedierca, n (%o)
<5 cek 3 (50,0) 31 (86.1) 1 (100) 2(22.2) 11 (55.0) -
=5 cer 1(16.7) 2(5.6) - 6 (66.7) 6 (30.0) -
He BBISIBIEHO 2(33.3) 3(8.3) - 1(11.1) 3 (15,0) 6 (100)
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B rpynme BM cratuctruecku 3HauMMbIX pasiunuuil (p<0,05 Mexay rpymnmnamu)
I[P COIIOCTABJICHUM BCEX KIMHUYECKUX CHUMITOMOB MUOTOHMU Mexay BMT u BMb
BBISIBJICHO He Ob1TO (Tabir. 10). Muotonus BeisiBiieHa y 22 (52,4%) B KpYTOBBIX MBIIIIIIAX
rna3, y 36 (85,7%) B xeBarenbHbIX Mblmmax, y 41 (97,6%) B mbimmax pyk u Obuia
redepanu3oBanHoi y 21 (50,0%) OGonbHOTO. MHTEpECHO, YTO MPAKTHUECKH Y BCEX
(95,5%) OONBHBIX MPU HATUYUH MUOTHHHM B KPYTOBBIX MBIIIIAX IJ1a3 MHOTOHUYECKUE
IPOSBICHUS ObUINM TeHepain30BaHHbIME (Ta0ir. 10).

B rpynne /IM1 BbIsIBIEHBI pa3inyusl B aKTUBHOW MHOTOHUH HE TOJIbKO ¢ BM, HO
u Mexay dhopmamu 00sie3HH BHYTpHU Ipynibl. B oraumune ot BM, y Bcex manueHToB ¢
JIM1 He ObUIO BBISIBAEHO MHUOTOHMHM B KPYTOBBIX MBIIIIAX TJa3. TOJBKO y OJHOTO
o6osbHoro ¢ BJIM1, y 8 (88,9%) c FOAMI1 uy 13 (65,0%) nauuentoB ¢ KJIM1 muotonus
BBISIBJICHA B JK€BATEJILHBIX MBIIIIIIAX U MbIIIIAX pyk. O0Opaiiaer Ha ce0si BHUMaHHE, YTO
MUHHAMAaJIbHAass MUOTOHHSI TOJIBKO B KEBATEIBHBIX MBIIIIIAX BBISBICHA B TPYIIE OOIBHBIX
c IIJIM1 u KOJAIM1 no ogHomy 60s1bHOMY, uTO oTiaudano [IJIM1 or BM u apyrux dopm
JIM1 (xnmunudeckuit cirydait 2). Toapko B MbIIIIax pyk MUOTOHUS BbIsiBlieHa Y 6 (30,0%)
oonbHbIX ¢ KJIM1 (Ta6m. 10).

B rpynne BM ¢eHomen «BpabaThiBaHUS» UMEN OOJBIIYI0 MPOJAOIKUTEIHHOCTD
(>10 dbopcupoBanHbIX cokparieHnii) y 00sbHBIX ¢ BMb 10 cpaBHEHHIO ¢ TAIIHEHTaMH C
BMT, HO naHHO€ pa3nuyue HE JTOCTUTAIO CTATUCTUYECKOM 3HAaUYMMOoCcTH. HecMmoTtps Ha
TO, YTO HaAWOOJbIIAs JJUTEIHHOCTh «BpabaThIBaHUS» O€3 TMOJHOTO OO0JIETYCHUS
MUOTOHUU BbIsIBIIEHA Y 23 (76,7%) OGombubix ¢ JM1 (BAMI, IOAMI1 u KIMI),
JIOCTOBEPHBIX pAa3IMUMiA TPU TOMBITKE KCIOIB30BaTh JaHHBIM TOKa3aTenb s
muddepennupoBku ¢ nanueHTamu ¢ BM Takke He oOHapyxkeHo. Y 60ipHBIX ¢ [1JIM1
MHOTOHHUH B KUCTSX BOOOIIE He ObLIO BhIsBICHO (Tab. 10).

MexaHuveckass MUOTOHHSI B POKCUMAJIBHBIX MBIIIIaX HE BBISABIICHA Y 4 OOJBHBIX
¢ BM — 7,3% caydaes, npu JIMI1 y 87,5%, 4T0 MMeeT CTaTUCTUYECKU 3HAYMMBIC
paznmuuus (p<0,05 mMexay rpymrma).

MUOTOHHYECKHI KOMIIOHEHT C MPEOOIaJaHueM Maloi AIMUTEIBHOCTH (<5 cek)

NP BBI3BIBAHUM OMIMIIUTANBHOTO pediekca BoisiBiaeH y 37 (88,1%) 6onbabix ¢ BM. B
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rpynne /M1 aiutenbHOCTh MHUOTOHMYECKOTO KOMIIOHEHTa MpU OWULUIUTATIBEHOM
pedrnekce HapacTaio nocie 1e0Ta MUIOTOHUH U ObLTO BeipaxkeHHel y FOJIM1 B rpymnmne
JIM1. Ilpu IIIM1 y Bcex orcyrctBOBai 3T0T peromen, npu KIIJI1 y 11 (55,0%) 6b11
masioit jumrenbHocTH (<5 cek), a mpu FOJAMI1 y 6 (66,7%) OOMBHBIX OOJIBIIOW
mumTeapbHoCTRI0 (>5 cek). M3 JIM1 Tombko rpymma 6ombHBIX ¢ FOJIM1 cTatucTrdecku
3HAYMMO OTJIMYAJIOCh OT Tpynibl BM 1Mo MHOTOHUYECKOMY KOMITIOHEHTY IPU BHI3LIBAHUT
oununuranbHoro pediekca (tadma. 11).

PaccmarpuBaembie TPynmbl JOCTOBEPHO Pa3IUYAIUCh MO BO3PACTY IOSBIICHUS
NEePBBIX MPU3HAKOB MUOTOHUH, npu BM - no 16 netr. Tonapko y omHOro GOJIBHOTO C
mytamueit P.Ala493Glu B romo3urotHom coctossanu B reHe CLCN1 ne6roT MuoToHUM
ormedeH B 28 neT. [Ipu JIM1 13 32 y 29 (90,6%) 60JIbHBIX C KIMHUYECKUMHU MPU3HAKAMU
3aboneBanus y 5 (17,2%) nebrot npuiiencs Ha Bo3pacT 10 16 sner. U3 atux 5y 3 (60,0%)
MAIMEHTOB MMENT MeCTO AeO0rT 3a00JIeBaHUSA C HMHTEIUICKTyaJIbHBIX HAPYIICHHWH, a
MUOTOHHMSI TpUcOoeauHsIach yepe3 4-12 mer mocne nebrora. CymMmapHO 3a0o0sieBaHUE
HAYMHAJIOCh ¢ MUOTOHUU 710 16 et y 41 (97,6%) nauuenta ¢ BM u Tonbko y 2 (6,9%)

0ospHBIX ¢ JIMI1.

3.2.Pa3pabdorka n1uddepeHInaTbHO-TUATHOCTHIECKOTO
KJIMHUYECKOT0 MPOTOKOJIa

Jlist ompeneneHus: J0CTaTOYHOro oO0beMa MPU3HAKOB ObUT MPOBENICH aHAIU3 C
npucBoenueM OamioB (-1) - mis cummrtomoB, mnpeobnagarommx npu BM, (0) -
BcTpevaronuxcst B oooux rpymnmax u (1) - npeobnagatontux npu [IM1. Tlpu BriaroueHnun
BCEX CHMIITOMOB MHOTOHHMM, TEHIEPHOMY TNPH3HAKY, THUNEPTPODUU CKEICTHON
MYCKYJIaTypbl, TPAH3UTOPHOUN ci1aboCcTH, (peHOMeHa BpabaThiBaHMs, BO3pacTy AeOroTa
(>16 ne1<) u nossimenus KOK 6amn cocraBui mist nmaruertoB ¢ BM (-9,8)+4,4 u /IM1
(+9,9)+8,6, onnako y 2 (4,8%) naruentoB ¢ BM u 9 (27,3%) naruenTos ¢ JIM 1 3HaueHus
nepeKpeBaMCh. Jlasiee CiydailHBIM XapakTEepoOM TOCIEIOBATEIHHO HCKIIOUYAINCh
CUMIITOMBI M TIPU3HAKU, HE TIOJYUYUBIINE CTATHCTHYCCKH 3HAUYMMBIX PA3THUANA MEXKITY

rpynnamMu BM u JIM1 (taba. 11). OkoHuYaTeabHbIM NPOTOKOJ BKIIOUKI 12 npu3HAKOB
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(tabn. 13), "yacToTa MPEACTaBICHHOCTH KOTOPBHIX MMEJa 3HAUYMMBIC PA3IUYUS MEKITY

rpynmamu (tadi. 11). Kak npumep orienka Bo3pacra jaebrora (puc. 14).

Ta6numa 11. YacToTa npeicTaBIeHHOCTH MPU3HAKOB Y MaIMeHToB B rpymine BM u JIM1.

I'pynna BM JAM1
Tun naciaegosanus, (%)

AYTOCOMHO-IOMHHAHTHBIH 4.8 91,7
AyTocoMHO-perecCIBHEIIT 309 -
Choopaanieckne ciaydan 64,3 8,3

ITon, M/XK 78,6/21,4 52,8/47,2
JledroT MmuoToHHH ¢ < 16 JeT 97,6 5,6

MuoTOHHS AKTHBHAsA H MeXaHHYecKas, (%)

Kpyropeix MbImII ri1a3 52,4 -
JKeBaTenEHEIX MEBIIIIIT 85,7 66,7
Mg pyk 97.6 83.3
DeHOMEH «BpabaTHIBAHILI» 97.6 83,3
Banmuk/simka ¢ 0eapa 85,7 8.3
Banmuk/aMka ¢ 1eJI-TOBHIHOI 95,2 16,7
MuoTtoHH4eCKUiT KOMIIOHEHT TIPH 85,7 72,2

BBI3BIBAHHIT GI«IL[HHHTEU'IB HOTO pedme Kca

Apyrue cumntomsl, (%)

A/runorpodus H c1adocTh MBIIIII | - 83,3

crudaregel meH

A/runoTpodust JHCTAIBHBIX MBI 2.4 75,0
CaadocTh KPYroBBIX MBI IJIa3 2.4 83,3
IIT03 (cHMMeTpHYHBII/aCHMMeTPHIHLII1) - 72,2
INuinomumus - 77,8
I'HycaBsblii rooc - 80,6
Cuaa B kucrax (MRC) <5 6anior 23,8 80,6
Cunma mnporkcnmansHbix Mermy (MRC) <5048 16,7
baxnoB
PeTpakiniia axuImoBEIX 35,7 30,6
BHeMbImeuHas MaTOJIOTHS 11,9 61,1
Karapakra - 41,7
K®K (N<190) 64,5 55,6
ApeduiekcHsl CyXOKWIBHBIX peduiekcos, (%)
BummmransHEIX 4.8 -
KapnopagnansHEIX 4.8 52,8
Konennsix 4.8 41,7

AXUTI0BBIX 2.4 50,0
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Pucynok 14. Jluarpamma paz0poca Bo3pacrta je0roTa 3a0071eBaHMs

C MHOTOHUU B rpynmnax namuesTos ¢ BM u JIM1 (p<0,05).

[Tocne mpumeHeHUs MPOTOKOJA B HAIlleW TPyMIe CyMMAapHBIM Oaiul mpu TakoM
HaOope cocTtaBwiI s narueHtoB ¢ BM (-7,2)£1,4 u ¢ JIM1 (+7,2)£2,6, u y BCEX
narenToB ¢ BM HaOpanHbiii 6amt coctaBui <(-3) , a y naruentoB ¢ JIM1 >(+6), 6e3
MEPEKPBITHS 3HAYCHWN M TICPEXOJHBIX 30H. Bce 3TO MO3BOJIAET PEKOMEHIOBATh
BBIOpAaHHbBIE CUMITTOMBI IpHU NoAo03peHnn Ha BM u JIM1 naxe B gedroTe 00J€3HU U NIPU
OTCYTCTBHUH Pa3BepHYTOH (hopMmbl 3a00eBanus (Tada. 12). Caegyer moadepKHyTh, YTO

HE BBISIBJIEHO pa3yinuuii o HaOpaHHbIM Oamiam Mexxay BMT u BMbB.

Tabnuna 12. Pe3ynpTaTel NpuMeHEHUs KIMHAYECKOTO poTokoia mpu BM u JIM1.

dopma BpoxkpeHHan Aunctpodunueckaa mmotoHma 1 Tuna
MMWOTOHMUA

Tun TomceHa | bekkepa |Bpoxc-Hasa| KOeeH-Has | B3pocnasa | [Mo30HAsA
Mon, (n) M(5); XK(1) | M(28); XK(8) M(1) M(5); XK(4) | M(11); }(9) K(3)
KnuH. (-7,0)£1,3 (-7,3)+1,4 (+5) (+6,8)%1,9 (+7,9)£2,6 | (+2,0)£1,0
npoToKoA,
Mzim (6annbi)
06""“:';:]3""’ (-7,2)+1,4 (+7,2)%2,6

JAwvana3oH

3HaYeHUH, Om (-9) do (-3) Om (+1) do (+11)

(6annbi)
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Jnsa  muddepeHnmanbHO  auarHocTuku cambix  yacteix HMC, cormacHo
NPOBEJICHHOMY aHAIHM3Y COPMHUPOBAH MPOTOKOJ /It ocMoTpa (Tadi. 13):

1) Tun nacnenoanus (A1, AP, CC);

2) Bospact nedroTa ¢ MuoTOHUH (cTapiue/Miaaiie 16 ner);

3) MuoToH#Hs B KPYTrOBBIX MBIIIIAX TJ1a3 (€CTh/HET);

4) MUOTOHUYECKHIA BaJIUK B TPOKCHMAJIBHBIX MBIIIAX (€CTh/HET);

5) CnabocTh KPYTOBBIX MBIIIII] 7133 (€CTH/HET);

6) A/runotpodus u/unu c1aboCTh MBI crudaTesneil men u KUcTen (ecTh/HeT);

7) IITo3 (CMMMETPUYHBII/aCUMMETPUYHBIH) (€CTh/HET);

8) 'unomumust (€CTh/HET);

9) I'nycaBblii roJjioc (€CTh/HET);

10) Apediekcus B 1F000M U3 CEIMEHTOB (€CTh/HET);

11) Buemsblieynas matoJiorus (0ecmioaue, rTunoroHagnu3m, JIOOHOE 00JIBICEHUE Y
MY>KUWH, HAPYIIECHUS CEPICUHOTO PUTMA, SHIOKPUHHBIE HAPYIIIeHUs ) (€CTh/HET);

12) Karapakra (ecTb/HET).

Ta6muma 13. I[IpoTokon mis uccnenoBanuss BM u JIM1.

®eHotn BM MapameTpbl KNIMHUYECKOro ®eHotun M1
NPOTOKOANA
bann; uHTepnpeTtauua bann; uHTepnpeTtayua

-1; CC, AP 1.Tun HachepoBaHUA +1; AAQ

-1; £16 nert 2. AebloTa ¢ MMOTOHUU +1; > 16 ner
-1; pa 3. MMOTOHMA KPYroBbIX MbiLLL, FNa3 +1; Het
-1; pa 4. MUOTOHWYECKUIA BaNUK B NPOKC. MbiLULLAX +1; Her
-1; Hert 5. CnabocTb KpyroebiX MbiLUL, 133 +1; pa
-1; Her 6. lMno-/atpodua u/mnam cnaboctb +1; pa

MbiLL, crbaTenei Wen U KUCTU

-1; Her 7.MT103 +1; pa
-1; HeTt 8. lMnomumusa +1; pa
-1; Het 9. MHycaBblii ronoc +1; pa
-1; HeT 10. Apednekcua B 11060M U3 CErMeHTOB +1; pa
-1; HeT 11. BHembiweyHaa naTtonorua +1; pa
-1; HeT 12. Karapakra +1; pa

-12 Maxcumanvno eozmoxcunlii oann +12
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[TpenytoKeHHBIM MPOTOKOJI ¢ OICHKOW MPU3HAKOB IO THIY Ja/HET UCKIIIOYaeT
BIUSHUAC KBAIM(HUKAIIMN CHCIHAINCTa M CYObEKTUBHOH OIGHKM MHOTOHHMH Ha
pe3ynbTrar. MeTooM MPOCTOro mojcyeTa 0aajaoB BO3MOXKHO JOCTOBEPHO MPOBOIUTH
nuddepennpanbayo guarnoctuky BM u JIM1 pgaxe B jgebrore 3a00j€BaHMS U

ontumusupoBath JJHK-auarnoctuky Ha mo00it craguu 60e3HH.

3.3. Heilipodusuosornyeckue xapakrepuctuku BM u /IM1 tuna

B rpynne renotunupoBanHbix BM u JIM1 Bcem 00nbpHBIM mpoBeneHo cOMI -
UCCJIeIOBaHKE C OlleHKOW MOTOpHOM 1 ceHcopHoit CPB mno 4 nepsam; PC ¢ wactoroit 10
['y mpoBeaena 62 (79,5%), 30 I'u - 61 (78,2%) u 50 I'y - 63 (80,8%) nanmentam; KTH -
57 (73,1%) naunuentam; DOMI' uronpuaTbiM 3aeKTpojgoM - 76 (97,4%) mnanueHTaMm.
PesynpraTel OMI' y GonbHBIX ¢ pasubiMu MyTarusiMu B reHe CLCN1 npencrasiens! B
MIPUIIOKEHUH 1.

[Tpu npoegennu cOMI'y 17 (21,8%) 60IbHBIX BBISIBJIEHA aKCOHAJIbHASI MOHO WJIH
nonuHenponatus, npuyeM y 14 u3 Hux guarsoctuponana /IM1 u y 3 - BM. Crnenyer
OTMETHUTh, YTO YETBEPO marueHToB ¢ JIM1 mo HacTosiiero BpeMeHru HaOJII0IAIUCh MO
MecTy KuTelbeTBa ¢ AuarHozom HMCH 6e3 nuddepennnposku Ha tun (Tads. 10).

Bcem 6onpHbIM ¢ BM npoBeieHo OMI™ UToab4yaThIM 3JIEKTPOJOM C BBISBICHUEM
T'CHEPATM30BAHHBIX, YAaCTO HAKIIAABIBAIONIMXCS IpyT Ha apyra MP (puc. 15).

B rpynme BM CJI-3MP y 6 6onbubix ¢ BMT cocraBuna 847,2+477,3 mc u'y 36
oosnbHBIX BMB - 948,5+438,2 Mc (HEeT cTaTHCTUYECKU 3HAYMMBIX paszinuuunii). Takke He
BbIsIBIICHO JqocToBepHBIX (P<0,05 Mexay rpynmamu) pasnuunii C/-3MP y 6oibHBIX B
rpynme BM c pazabiMu mytanusiMu. CJI-3MP MUHUMAaNIbHOW JUIMTENBHOCTH BBISIBJIEHA Y
onnoro nanuenta ¢ BMb ¢ mytamusamu [Arg894Stop];[Phe413Cys] u 6osbHOr0 BMT €
myTtauuenr [Arg300GIn] — cocraBuB coorBerctBeHHO 400 u 460 wmc. CH-3MP
MaKCUMAJIbHOM JIJTUTEILHOCTH 3aperucTpupoBaHa y OonpHOoro ¢ BMB, umeromero
myTtaru [GIn879Stop]; [Phel67Leu] u 6omsHoro ¢ BMT ¢ myramnueii [Met646Val] —

cocTtaBuB cooTBeTCcTBEHHO 2140 1 1440 mc.
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200 mc 400 mkB
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"“ 10 ™ 1000 iAaaiis o

Pucynok 15. Ilpumep pesynbratroB OMI-uccineqoBaHusi Uroab4aThiM 3JIEKTPOIOM M.
Tibialis anterior mamuwenta P., 17 ner. JIlmarno3 — BMB, romo3urorHass myTaius
p.Arg894Stop B rere CLCN1.

a) OtnenbHO crosimue MP (Nel-3) u HaknaapiBaronmecs apyr Ha apyra MP (Ne4-6).
OueneHa cpeaHss  JJIUTEIBHOCTh  TpeX  oTAenabHO  crtosimux  MP:  C-
3MP=(1+2+3)/3=(647+530+605)/3=594 mc. MP (Ne4-6) coCTOSIT H3 HECKOJIbKHX
HaKJIQJBIBAIOIUXCS IPYyT Ha apyra MP u GepyTcst B aHanu3 npu yCIOBUH YBEITUYCHUS
pa3zBepTku 20-50 Mc ¢ BblJIeTIeHHEM OTJeIbHbIX MP.

0) MP (Ne5), coctosimuii U3 CAeAYIOIIMX IPYT 3a APYyroM HakjaaasiBarommxcs MP.
YBenuuenue pazBepTku 10 20 MC MO3BOJISIET C JOCTATOYHON TOYHOCTHIO OMPENEITUTH
HaYyaJio ¥ KOHEIl KaXJI0ro OTACIbHOr0O MP W3 rpymnmbl HaJ0KUBIIUXCS, JUTHTEIBHOCTh

KOTOPBIX B MPECTaBICHHOM npumepe cocTtaisieT: MP-1 =510 mc, MP-2 = 596 mc.
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B rpynme JIM1 34 (94,4%) nanmentam nposeaera uOMI'. B nByx cinyqasx (5,9%)
y MYXYHHBI 63 JIeT W JKEHIIMHBI 58 JIeT, mpH OTCYTCTBUU MPHU3HAKOB MHOTOHHH,
cimabocTu u arpoduii M, He BeissBIeHO MP. V nByX *)enmuH (5,9%) B Bo3pacte 29 u
63 JeT Mpu OTCYTCTBHHM MBIIICUYHBIX CHMIITOMOB BBISBIICHBI C€IUHUYHBIC CTpaHHBIC

pa3psiIbl BBICOKOM YacTOTHI M pa3psiibl, HartomuHaromwe MP (puc. 16).

0.5c 400 mxB

IR T
| et PRV R ¥ i - :11. ——
'HTW |

np., Tibialis anterior, Peroneus, 14 L5 s1 | 6 ‘

Pucynok 16. Pesymbratel OMI' mcciemnoBanus Urojp4ateiM aiekrpogom M. Tibialis

# il
I 1"'||IT

anterior manuentku [., 29 jeT ¢ OTCYTCTBHEM KIMHUYCCKUX MPU3HAKOB MHOTOHHH.
Huarno3 JIM1 c¢ ysenuuenuem uucia (CTG)n>50 B reme DMPK. BoisBiieHbl: a)

eIMHUYHBIE CTPAHHbBIE PA3PsAbl BHICOKOM 4acTOTHhI; 0) pa3psia, HamomuHatomuii MP.

Knunnueckoe OTCYTCTBHE MHUOTOHHH, HETUIIUYHBIC MPOSIBJIICHUSA
MEKTPO(PU3NOIOTHUECKUX CBOWCTB MBIIICUHBIX BOJOKOH mpu uOMI, obHapyxeHue

pU3HAKOB MoJuHeponatun npu cOMI nmpeacTaBieHsl B KIMHUYECKUX Cydasx 2-4.

N3 34 mammentoB ¢ JIM1 y 32 (94,1%) BeisBnena C/{-3MP 3239,4+1539,4 wmc;
JIOCTOBEPHBIX pa3inuuuid no cpeaneit pmrensHoctn C/I-3MP y naueHToB ¢ pa3HbIMU
dopmamu JIM1 we BbIsBeHo (p<0,05). [lpu uDMI' mammentoB ¢ HO[AMI1, KIIM1 u
I[TJIM1 munumansHas anmurenbHocTh CII-3MP coctaBuiia coorBeTcTBeHHOo 1336, 1297 n
2230 Mc, a MakcuManbHas AIUTEILHOCTL - 6584, 5910 m 6152 MC COOTBETCTBEHHO.

Tunuuneiii npumep MP nipu /IM1 npeacrasnen Ha puc. 17.
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Kannnueckuii cayuaii 3.

bonvnas B., 63 nem. @omo 1 u 2. Kanobdwvl na
npozpeccupyrowyro  c1abocms 8  OUCMAILHLIX
MBIUYAX PYK U HO2, OONIU 8 CNUHE U «NPOCMPENbL) 8
npaeyro  Hoey, OOblWKY NpU  MUHUMATbHOU
@uzuueckoll Hazpys3Ke.

Ilebrom ¢ nmosa 6 46 nem, uepe3 200 NOABUIUCH
bonu 6 cnune ¢ uppaduayueti 8 npasyro Hozy. B 48
nem eviasnena epviyca L4-S1; npu cOMI -
crudcenue M-eonnvt ¢ M. Abductor hallucis cnpasa

0o 2 wmB, crnesa oo 3,4 wmB. Ilposedeno

Helpoxupypauyeckoe JieyeHue ¢ OeKomnpeccuerl
O0ypanbHo20 Mewika U Kopewika L5 cnpasa ¢ nonoscumenvHolm  d¢hgpexmom  (60au
VMEeHbUUNUCH). B 55 1em nosgunacey ciabocms 8 Mbluuyax pyK u Hoe, 00blUKA NPU husuieckol
Haecpyske, kamapakma. 3a nociedyiowue 4 200a ommeuana Hapacmawue ciadocmu mviuy
Hoe. Bonu 6 noscnuye u 6edpax cmanu nocmosiHHble He CEA3AHHbIE C NONONCEHUeM meid,
Komopble ObllU pACYeHeHbl KaK C1e0Cmeue «paoukyionamuuy, mpeoyioujel noemopHoco
HetpoOXUpypeuyuecKo20 eMeuamenbcmea no nogoody peyuousa epvidcu L4-S1.

B cmamyce: cnabocmo kpy2oevix mvludy enaz u ccubamenetl uieu, nmo3s 00 8epxHe20 Kpas
3pauxa, CUMMEmMpPUYHbBIIL BSIbIU NPEUMYUEeCMBEHHO OUCMATbHBII mempanape3 6e3 GUOUMbBLX
ampoguii mviuy. Axkmuenou u mexanudeckou muomonuu nHem. Cyx. pegpnexcwl ¢ pyk u HO2
Hu3kue. Yyecmeumenvuvix HapyweHut nem.

Oxynucm: OU - Henonnas ocnodxcHennas kamapakma. Ilonynmos.

Onookpunonoz: Muozoysnosoii 306. dymupeos. Odxcupenue 1 cm.

Kapouonoe: UBC, CMeHoKapoust HaNpsCceHust DK2. Kapouocknepos
amepocknepomuyeckuti. Ilonnas 6aoxaoa nesoii Hoxcku nyuxa I uca.

OXO-KT': Ilpusnaxku ymepeHHOU Ounamayuu 1egoeo Jicely0ouka 6e3 zunepmpoduu

CMEHOK ec2o.

K®K - 155 E/n (N<180), ['moxo3sa - 5,1 mmonwv/n (3,3-5,5).
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MPT moruy weu u KT mviuiy bedep u conenell. 8viseien
nammepH, xapaxkmepuwiii 011 [IMI1, 6 eude eunompoghuii

(3enenvie  cmpenku) — 2pyOUHO-KIHOUUYHO-COCYCBUOHDIX,

A200UYHBIX,  NPOMENHCYMOYHOU  yacmu  4-x  2nasot,
J1amMepanbHOU UKPOHONCHOU U ampouu (KpacHble CmpeiKi,)
Kamoano8uoHou U MeOUANbHOU UKDOHOICHOU MblUYybl C
08yx cmopon (puc. 1)

Ilpu udMI evissnenvt pedkue MP u cmpanmbvie
Pa3psaobl 8bICOKOU 4aAcmompl, Muo2enHulil nammepH. Ilpu
cOMI svisi6neHo cummempuuHoe CHUdNCeHus: amnaumyo M-
6on u I1/] Hepsa, ¢ 6obuell 8bIPANCEHHOCMbIO 8 HO2AX, NPU

pummudeckou cmumynayuu oekpemenm M-eonnvl (34,7%)

svisignen moavko Ha 50 'y, npu KTH evisisien HopmanvHbll
nammepu Wl (cm. nuoice). Ilocne koncynemayuu Hetipocenemuxa ycmanognen ouaznos M1,
JHHK-uccredosanue svisieuno mymayuro (CTG)N>50 6 cene DMPK.

Omcymemeue KIUHU4ecKux U napakiuHuyeckux OAHHuIX 3a PAOUKYIONAmuio 8 OaHHOM
cyuae no38oaUN0 U3DeHcams UHBATUOUSUPYIOUE20, HEUPOXUPYPSULECKO20 JleYeHUs.
IIporoxoa JHMI ucciaenoBanus npodanaa B. (62 ser).
uIMI’

CnoHTaHHasi aKTUBHOCTD B Buae MP u CTPaHHBIX pa3psaaoB BBICOKOM YacTOThI.

| MP (816 mc)

11

PN I
CTpaHHbIE pa3pAaLbl X i_] l _|
W&WMWWM o privye y 00 Dy et
IR AR |
1

‘Tf]l'|1||

R Y O N A N 1 I
N R B ===
neg., Tibialis anterior, Peroneus, L4 L5 s1
Puc. |®eHomeH Mposas- |Kon-so |Cp.annt

neHna B3ATbIX B [MC
aHaan3

nes.,Tibialisanterior
(a) |MwuoToHnueckme paspsagbl |MHOX. 3 2449
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¥
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[nuTensHoCTs, MC
[ m Noandazreie — Hopma |

Puc.  [MuH. |Makc. |CpegH. [Hopma [MuH. [Makc. |CpeaH. |Amna. |Moan- |Cuna  |Kon-
AAVIT., |pAunT., |AauT.,  |ganT,  |amna,  |amna.,  |amna., [>1 mB, |dasH., |6ansbl |BO

MC MC MC MC MKB MKB MKB % % MAE
np., Tibialisanterior
@ |58 [o6 [78 [127 [184 [1542 [s49 [87 174 3 23
cOMTI (PC)
2c 4wmB

a

-

np., Abductor digiti minimi, Ulnaris, C8 T1

N |Yac- |Kon- |[dekpe- |Amna. |Jexp. [Jekp. [Jekp. Crum,, |Ctum,,
ce- |TOTa,|BO |MeHT |6a3bl, |[amna, % |amna., % |naouw., % [MA MC

pum|ly |cT. MB (1-5) (1-nocn.) |(1-nocn.)

np., Abductor digiti minimi, Ulnaris, C8 T1

Puc. a

1 (10,0 |40 B 641 |25 4.8 31,0 30 0,2
5 300 (120 | () 643 |+62 +9,8 20,5 30 |02
4 |50,0 |200 - 6,88 |14 34,7 394 30 0,2
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KTH
MattepH IlI
B 5mc 5mB 120
IV
R N
6 %— - | o o oo °
g 80
7 8 60
8 % E 40
20 1
np., Abductor digiti minimi, Ulnaris, C8 T1 -10 30 70 110
N Yac- |Kon- |dekpe- |Amnn. |dekp. Jekp. Jekp. Crum,, |Ctum,,
ce- |toTa, |BO MEHT 6a3bl, |amnn, % |amnna., % |[naouw., % |MA MC
pum |ly, CT. MB (1-3) (1-nocn.) |(1-nocn.)
np., Abductor digiti minimi, Ulnaris, C8 T1
Puc. a
5 10 |1 6,39 0 0 30 0,2
6 01 |6 |||||| 6,37 |88 13,0 11,6 30 0,2
7 01 |6 ] 1552 |08 +1,5 +2,2 30 0,2
8 01 |6 (111l 1515 +6,7 +1,6 2,3 30 0,2

Pesrome ¢cOMIT u udDMI'

150 180 cek

: IIpu pyrunnom npoBeneHnu cOMI' y O0JIBHON BBHISBICHHOE

CUMMETPUYHOE CHWXEHUE aMmIuiuTyn M-ossbl U IIJ[ HepBa ¢ pyk M HOT NOCTAaBHJIM IOJ

COMHCHHC ITOPAKCHUA HepI/I(l)epI/I‘{eCKI/IX HCPBOB, 4 YCTaHOBHeHHbIﬁ MHOTCHHBIN IMaTTCPH IIpH

uDOMI' co crnoHTaHHON aKTUBHOCTHIO B BHae MP OGonbmiol mmurensHocTH (>1500 MC) u

nexkpementoM M-BonHbl nipu PC 50 menee 60% mo3Boiwim ycTaHOBUTH nuarHo3 JIM1 ¢

nocnenyromen ontumusanuen [JHK-aquarnoctuku.
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0.5c¢ 250 mkB

it

)|

0,5¢ 150 mkB

np., Tibialis anterior, Peroneus, L4 L5 s1 +

Pucynok 17. Pesyneratet uDMI™ m. Tibialis anterior manuenTa C., 53 ner. Jlnaruos:
KOJAIM1, ¢ mytanueii (CTG)n>50 B rene DMPK.

a) YMEpPCHO BBIPaKCHHAs CIIOHTaHHAs akTUBHOCTH B Bujae MP. CJ[-3MP(Nel-3) =
(1+2+3)/3 = (1813+5876+5696)/3=3895mc.

['pynimy MP (Ne4-5) cocTosumx u3 Heckonbkux MP pexoMeHayeTcst OpaTh B aHAM3
IIPU YCJIOBUM yBeNW4eHUs pa3BepTku 20-50 mMc, Ipu KOTOPOM BO3MOKHO BBIJICIICHHUE
otaenbHbIX MP.

0) mpenctasieH MP (Ned), cocTosimiuii n3 IByX HAIOKUBIIUXCS, T]I€ IPU YBEITUICHUH
pa3BepTkH 10 20 MC onpeAenseTcs Hayaao U KOHEl KaX10ro oTAaenbHoro MP u3 rpymimnsl

HAJIOKUBIIUXCS, NIUTEIBHOCTh KOTOPBIX B MPEJICTABIICHHOM ITpUMepe cocrasisier: MP-

1=1328 mc u MP-2=1704 mc.
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ITIpu cpaBHenun CII-3MP mexnay rpynamu nanueHToB ¢ BM u JIM1 BeIsiBiIeHO
cTaTUCTHYecKu 3HaunMbie pazinuuus (p<0,05). Ananmuz CII-3MP noka3zan, yto uz 42 y 37
(88,1%) 6ompHBIX C BM mmmrensHOCTS Obl1a MeHbIe 1500 Mc, B oTinyne oT O0JIbHBIX ¢
JIM1, y xoTopbIX JuuTenbHOCTh MeHble 1500 Mc BoisiBiieHa ToJbko Y 4 13 32 (12,5%).

B mporpammuoe obecnieuenne «HetipocodT» BCTpOCHBI TapamMeTphl IS OIEHKH
MUOTE€HHOT'O MaTTEpHA, KOTOPOMY COOTBETCTBYET OLICHKA YKOPOYEHUS JITUTEIHLHOCTU
[IJE wmenee 20% OTHOCHUTENIBHO BO3pACTHOM HOPMBbI. MHOTEHHBIA NATTEPH MO
napameTpam porpammsl «HevipocodT» BeLsiBICH y o1HOTO (2,4%) 13 41 6015HOTO ¢ BM
uy 26 (76,5%) u3z 34 ¢ JAMI1. OnHako B CBeT€ COBPEMEHHBIX MPEJICTABICHUN
HEUpO(U3MONIOTUN JAaHHBIA TOAXOJ TOTEPsI CBOIO aKTyaJlbHOCTh. B  Haiem
UCCIICIOBAaHUM B COOTBETCTBHM C COBPEMEHHBIMU TMPEACTABICHUSAMH MHOTECHHBIN
naTTepH BoisiBIICH Y 4 (9,6%) u3 41 6onpHoro ¢ BM 1y 30 (88,2%) u3 34 ¢ JIM1. BM u

JAM1 nmenu 3HaUMMBIE PA3IUYHSA 110 IPU3HAKY MUOTE€HHOTO MTATTEPHA.

Kiaunnuecknii ciayuaii 4.

Ilpobano Hc., 37 nem (cpomo 1 u 2),

pooocnosHas npedcmasnena Ha puc. 1 (111:5).
JKanober Ha ckogaHmOCmMb 6  KUCHAX,
crabocmsv 8 npaeol  cmone, MNOXyoauue
npaegotl 2onenu (cmpenka Ha gomo 2).
Jlebrom 3abonesanus 6 14 nem, co
ckosanHocmu 6 pykax. B 35 nem noseunace
cniabocmov 8 mnpagoul cmone. Habnwoancsa y
Hespono2a No  Mecmy  JCUMenbcmed ¢

OUACHO30M: Muomonus Tomcena,

paouxkynonamusi L5-S1 cnpasa. B meuenue

Puc. 1 08yx Jlem noxyoena npaeas 2ojieHb,

+ & NOABUNIACL — CIMENNAJNCHAS.  NOXOOKA

2z o3 4 s

mo w1 | we s | cnpaea. Muomonus, omcymcmaeue

| ‘ |J_'| |J_'| A) é) é bonel u  Opyeux  KIUHUYECKUX

1 mnz -3 14 ’ s & w7 g [1[3:] 10

NPU3HAKO8 NOpadiceHus: Kopeuikog L5-

B rpynne 310poBbIX UCOIBITYEMBIX TIpoBeAeHa pazHoyacToTHass PC: 10 I'm - y 18
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SI cnpasa nossonrunu Hespono2y nocmasumsv noO B0ONPOC C6:A3b  PAOUKVIONAMUU U
Hegpoo2uyecko2o deguyuma c HanpasieHuem Ha IMI 0ns oyenku ypoeHs nopasicenus.

B kaunuueckoii kapmune: amaemuiueckoeco menocioNHCeHUus, Ommedaemcs UnoOMuMus,
2Hycaguvlll ommeHoK 2onoca. I'unompogus muiuy npeonievuti u npagou 2oienu. Axmuenas
MUOMOHUSL C NPeodIadaHuem 8 OUCMATbHLIX Mbluyax pyK. Mexanuueckot Muomouuu Hem.
Cnabocms 6 kucmsx (46 no MRC) u mulibnoix ceubamensx npasoii cmonwt (3 6anna no MRC).
Cyxoorcunvhsie peghrexcol ¢ buyencos sxcusvle D=S, apegexcus kapnopaouanibhvix, KOIeHHbIX
u axunnogwvix. [loxooka c npasa HanomMuHaem «CIMennaxiCHyro).

Ipu npogedenuu IMI (cm. HudiCe) ULOTLUAMBIM ITIEKMPOOOM 8 NPABOU 601bUEOEPYOBOT
moiuye evissnen muozernviti nammepr u C-3MP 6584 mc, a makoice Oekpemenm M-6oHol
(68,6%) npu PC 50 I'y u nammepn |l npu KTH. Omo nossonuno nocmasums nod comHeHue

ouaenos BMT u na nepeoti aunuu nposecmu JIHK ananusz 6 cene DMPK c¢ gviaenenuem mymayuu

Ha MPT wmviuy bedep u conenelli 6visgleH NaAmMmepH,
xapaxkmepnuiti ona [JMI, ¢ 08yx cmopoun 6 eude eunompoguu
(3enieHble  cmpenKu) A200UYHOU, HNPOMENCYMOYHOU yacmu 4-
2nasou,  OonbUebEPYoBoU,  IAMEPATLHOU  UKPOHONCHOU U
KamoOanio8UuOHOU Mbluly; 6bIAGIEHbL MakKdce ampoguu (Kpachvle
cmpenku) MeOUuanbHOU UKPOHOJCHOU U OUCMATbHOU Yacmu
KamoanosuoHou mviuiysl (puc. 2)

Omcymcmeue  aKCOHANbHO2O0 — NOPAXCEHUs — NPABO20
manobepyosoeo nepsa npu cOMI" (amnaumyoa oucmanvrou M-
BONIHbI C KOpOMK020 pazeubamens npaeou cmonvi — 3 mB),
omcymcmeue MPT- nammepna 6 eude ampoguu mviuy HOeS,

XapaKkmepHoco onst nopasiCeHUsl KOpeutkoes, Cnjiemernusl u Hepeoe,

NO360UNU  paCyeHums ampoguio u c1abocms, KAk 2Man ecmecmeeHHO20 MmedeHus
3a601e6aHusl. PekomMeH008aHO UCKIIOUUMb B03MOACHOCTb HEUPOXUPYPSUHLECKO20 NeYeHUS.
OxonuamenvHulil OuazHo3 npodbanoa no3soaun ouacnocmuposams JIM1 y mamepu B., 58
nem (11:7), u neckonvkux unenos pooocnosnou (1:1, 11:3, 11:5, 11:11) (puc. 2). 3aumpuxosannvie
Queypvl  — npeononoxcumenvio Ooavuvie JMI, «+» KIuHUYeCKU OCMOmMpeHHble U
2EHOMUNUPOBAHHYLE UNeHbl POOOCI08HOU. Mamb b6oavHo2o0 6 meyenue 10 nem cocmosna Ha
yueme y He8poL02a NO MeCHy HCUMeNbCmaa ¢ ouazHo3om « Paccesannulil sHyeanomuenumy.
Iepsuviii npuznax 3a001e6anUsL — HOCOBOU OMMEHOK 2010Cd, CKOBAHHOCHb 8 OUCTNAILHBIX

MbIUYAX PYK U HO2, He0BKOCmb npu xo0bbe — ommemuna 8 45 nem. Ilpu obcredosanuu y
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Hegponoza nocie npogederus MPT 20106H020 Mo032a YCMAHOBNEHO OemueruHusupyoujee
sabonesanue. Hecmomps na ouccoyuayuro MPT u kiunuueckux nposisienutl 601bHas NOAy4ania
bezycnewnoe ieyerue 8blCOKUMU 003aMU KOPMUKOCMePouoos boiee 6 nem.

B xnunuueckou xapmumne crabocmo u eunompogus mviuy ceubamenei weu (3 6ania),

BAIBLU OUCMALHBLI Mempanapes (00 3,5-4 6annos), cyxoxcunbHas cunope@aexcus. Ymepenuas

AKMUBHAA MUOMOHUA C npeo@zadanueM 6 OUCINAJIbHBLX MbliUYax pyx.

MPT 2onosnoco u ueiinoco omoena
CnUuHHO20 Mo32a (puc. 3) — obwupHble oyacu
nosvluierHusi unmerncusHocmu MPT cuenana na
T2-636ewanmbix U300paAdiceHuUsIx om
NepeseHMPUKYIAPHBLIX ~ 30H  NOAYWapuil U

cmeoJia 207106H020 Mo32a.

Ilpu nposedenuu OMI" (cm. Hudce)
U2OLYAMBIM  2NeKMPOOOM 8 Npasou 00abulebepyosol Mbliuye YCMAHOBNeH MUOSEHHbI
nammept, C/[-3MP 4458 mc u cmpanusie pa3psovl 8b1COKOU 4aCMOmMbl, A MaKice 0eKpemeHm
M-goanwt (36,9%) monvko npu PC 50 I'y u nammepn |l npu KTH. Knunuueckue, OMI" u MPT
oanHbvie cmpozo coomeemcemeosanu JIM 1, umo nauiio ceoe noomeeparcoeHue nocie npo8edeHUs:

JHK ananusa c eévisenenuem mymayuu 6 suoe N(CTG)>50 6 cene DMPK.

Mporokon DHMI' ucciaenoBanusi nmpodanga Hc. (37 ser) u ero marepu B. (58 Jer)
0003HaveHbI (2) U (0) HA PUCYHKAX HUIKE.

uIMT IJIE

ﬂ AavrensHocte-amnantyaa MNAE ﬂﬂ,ﬂm&ﬂwonb-amnnuwﬂa NnAE

E e e
£ 1000 h 1000
g L f
1]
E =
= ol
=
4
100 100
0 5 10 15 20 0 5 10 15 20
AnnTensHOCTL, MC AnnTensHOCTE, MC
[ m Nonudazreie — Hopma | [ m Nonugazreie — Hopma |

Puc.  |MuH. |Makc. |CpeaH. |Hopma |[MuH. |Makc. |CpeaH. |Amna. |[Moau- |Cuna  [Kon-
AT, |BAVT., (pAuT.,  |aauT,  |amna, |amna, |amna, |>1 mB, |[da3H., [6annbl |BO

MC MC MC MC MKB MKB MKB % % nAaE
np., Tibialis anterior
(a) 4,5 89 6.4 114 245 1535 |748 25 40,0 20
(6) 54 118 |86 12,3 228 1646  |558 15,0 40,0 4 20

w
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CrnoHTaHHAsi aKTUBHOCTH (MHOKecTBeHHbIe MP, 17151 ABYX 0003HaYeHa NJIMTEIbHOCTD)

0.5¢c 100 mxB
a CNoHTaHHaA akTUBHOCTb
‘ [1 ]
v
P (86/8 McC
np., Tibialis anterior, Pergneus, 14 15 sl
0 500

6

IRk TP

r ]
QR e L
] , MP (7353 mc)
np., Tibialis anterior, Peroneus, 14 L5 sl
Puc. |®eHomeH Mposs- |Kon-so |Cp.gant
neHua B3ATbIX B |MC
aHann3
nes., Tibialis anterior
(@) |[MuoToHnueckme paspsagbl |MHOX. 3 6584
(6) |MuoToHmueckme pazpsgbl |MHOX. 3 4458

¢AMT (PC)

..
g

4
1

np., Abductor digiti minimi, Ulnaris, C8 T1

Iy

HHH‘H‘HW“HHHHHW\HN\HWIHNNMmiihhnnnm|m||||||I|i|n|||»nn»|||nmnmmmumummgc. .

RN

UMD
Sl

np., Abductor digiti minimi, Ulnaris, C8 T1

N  |Yac- |Kon- |Odekpe- |Amna. |[ekp. [Jekp. [Jekp. Crum,, [CTum,,
ce- [TOTa, [BO |[MeHT |6asbl, |amna., % |amna., % [naouw., % |MA MC
pum |y, CT. mB (1-5) (1-nocn)) |(1-nocna.)

np., Abductor digiti minimi, Ulnaris, C8 T1

Puc. a

1 10,0 |40 I 938 |46 23,6 43,0 35 0,2
3 30,0 120 | D [849 |+5.3 33,7 21,2 35 02
4 50,0 |200 L 943 |+89 68,6 571 40 0,2
Puc. 6

1 10,0 |40 Bl 816 |+119 +20,6 21,9 35 02
2 30,0 [120 - 809 |+14,6 +24,9 37,3 35 02
3 50,0 (200 | famm 883 |[+61 36,9 48,5 35 0,2

SO
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MNatTepHl

100 ; /./’/.*. .‘—./.—'/./. Wf.

80

60

M-BonHa, %

np., Abductor digiti minimi, Ulnaris, C8 T1 -10 30 70 110 150 180 cek

NatTepH Il

6- Swc 7.5wB
ka— 100 & —— oo
/\ . oo e oy
2

80 r

60

40
4

20

M-BonHa, %

np., Abductor digiti minimi, Ulnaris, C8 T1 -10 30 70 110 150 180 cek

N Yac- |Kon- |dekpe- |Amnn. |dekp. Jekp. Jekp. Crum,, |Ctum,,

ce- |TOTa, [BO MeHT 6a3bl, |amnn, % |amna, % |naow,., % |MA MC

pum |y CT. mB (1-3) (1-nocn.) |(1-nocn.)

np., Abductor digiti minimi, Ulnaris, C8 T1

Puc. a

1 10 |1 9,41 0 0 40 0,2

2 01 |6 (] 1845 |+11,2 +15,5 +25,5 40 0,2
01 |6 [ 1943 |+21 +10,6 +30,5 40 0,2

4 |01 |6 I 1997  [+15 +6,9 +239 |40 0.2

Puc. 6

1 10 |1 9,29 0 0 35 0,2

2 01 |6 (| | [|| 792 [+24,0 +18,4 +21,8 35 0,2

3 01 |6 I 1935 |25 0,2 +10,4 35 0,2

4 01 |6 [lII1] 897 (34 3,0 +10,9 35 0,2

Pesrome ¢cOMI' u uDMI': Ilpu OMI' uronbyaThiM 3JI€KTPOAOM y MpOoOaHa BbISBIECH
MHUOTEHHBIM MAaTTEPH, YTO CTABUT HA BTOPOW IUIAH JUArHO3 IPH HANPAaBICHUM — MOPAKCHHE
KOPEIIKOB II/Kp CErMeHTOB. BrisBieHHass OypHas CHOHTaHHAas AaKTHUBHOCTHIO B Bujae MP
6omboi purenasHocTy (>1500 mc) xapakrepna ang JAM1, a natrepH |l mpu KTH u nexpement
M-Bonubsl pu PC 50 I'm Gonee 60% tunmuen mains BM, uyto He mosBosmmio mocie DMIT
pasrpannunts BM u JIM1. OnHako MMOTE€HHBI MNATTEpPH NpU HOPMAIBHOM CHiIe B
MCCIIEIOBAaHHOM MblIIie y Matepu B komiuiekce co C/I-3MP Gombinoit mymmtensHocThio (>1500
Mc) 1 nekpeMenToM M-osHbl ipu PC 50 menee 60% mo3Boiwm mpeanonokuTh auarnos M1

C OCJEeAYIOIIUM MOoATBEpkAeHNEM ¢ noMolnbio JIHK-aunarnoctukm.

yenoBek,30 ' - y 22 u 50 ' y 28 yenosek; KTH nposenen y 19 ucneityemsix (tadi. 14).
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Ta6nuna 14. U3MeneHue aMIiuTy sl M-BOJIHBI B OTBET Ha

pazHouacTtoTHYI0 PC y 310pOBBIX UCTIBITYEMBIX.

Mcnonb3oBaHHaA YacToTa npu PC

50y, n=28 30y, n=22 10Ty, n=18
n (%) Mxtm% n (%) Mxtm% n (%) Mm%
JdekpemeHT
14 (50,0) |27,1+15,4 5(22,7) 17,8415,6 6(33,3) 4,143,3
MHKpemeHT
14 (50,0) |+28,1+£18,3 |17(77,3) |+30,9+13,6 |12(66,7) | +17,7£12,6

[

MpaHULbl pepepeHCHbIX 3HaYeHnn *

(-46,5%) — (+50,4%) (-41,1%) — (+49,0%) (-9,2%) — (+40,4%)

*PedepeHcHble HHTEpPBaJIbI paccuuTaHbl 0 Gopmyse 5—95 nepreHTHIb.

B rpynne xontpons npu PC 50 't MakcuManbHbIA IEKPEMEHT U UHKPEMEHT
COCTaBMJIM, COOTBETCTBEHHO, 49,7% un +60,1%; B otBeT Ha PC 30 I'11 - 45,0% u +49,1%
n Ha PC 10 T'm 9,2% u +40,4%, coorBercTtBeHHO. IIpn mpoBenennn KTH y Bcex
oOcneayeMbIx BbisiBieH HopMasbHbii nattepH |l tun. B pedepencubie unreppanst PC
B3ATHI 5-95 MEPUEHTIIH 3HAYEHUI KOHTPOJILHOM Tpymiikl (Tadi. 14).

B rpynne BM nekpement M-BoaH B otBeT Ha PC 50 I'ty BoisiBiieH y 32 (97,0%)
nanueHToB; Ha 30 'y - 28 (100%) manuenToB; Ha 10 ' - y 22 (81,5%) 60mbHBIX. O1HAKO
BHE 30HBI YCTAHOBJICHHBIX pe(pepEHCHBIX MHTEPBAJIOB, IEKPEMEHT BBISIBICH Y MEHBIIIETO

yrcia 60abHbBIX (Tabu. 15).
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Ta6nuna 15. Usmenenune aMrimutyasl M-BoJIHBI (MHKPEMEHT, IEKPEMEHT)

B OTBET Ha pa3zHo4acTOoTHYIO PC y manuenToB ¢ BM.

Mcnonb3oBaHHasa yactota npu PC
50Ty, n=33 30Ty, n=28 10y, n=29
n (%) M+m% n (%) M+m% n (%) M+m%

JekpemeHT

32(97,0) 78,8+16,8 28 (100) 58,4+26,3 22 (81,5) 35,9+25,9
MHKpemeHT

1(3,0) +7,3 - - 7(17,5) +21,5+15,4

B rpaHuuax pedpepeHCHbIX 3HaUEHWU A
3(9,1) - 6(21,4) - 11 (37,9) -
[eKpeMeHT 3a rpaHuLamm pedepeHCHbIX 3HaYEeHN I
30(90,9) 81,2+14,0 22 (78,6) 70,4+13,0 18 (62,1) 42,8+23,5

B rpynmne mamuentoB ¢ JIM1 nekpement B orBeT Ha PC pasHeimMu yactoTtamu
BBISIBIISIJICSL PEXE U MEHee BbIpaxkeH 4yeM B rpymnne BM: npu 50 I'nm oH BbIsiBIEH y 26
(89,7%) nanuentos; npu 30 I'np - y 23 (69,7%) v ipu 10 I'u -y 11 (33,3%) OonbHBIX.

OpaHako, BHE 30HBI YCTAaHOBJICHHBIX pePEPEHCHBIX HHTEPBAJIOB, IEKPEMEHT YCTaHOBJIEH

y MEHBIIIEro yrcia 00abHbIX (Tabm. 16).

Tabnuna 16. U3mMeHenue aMinTy ibl M-BOJIHBI (HHKPEMEHT, IEKPEMEHT)

B OTBET Ha pazHovacToTHYI0 PC y manmenToB ¢ [IM1

Mcnonb3oBaHHasa yactota npu PC
50Ty, n=30 30Ty, n=33 10Ty, n=33
n (%) M+m% n (%) M+m% n (%) M+m%

JekpemeHT

28 (93,3) 47,4+16,6 23 (69,7) 58,4+26,3 11(33,3) 35,9+25,9
MHKpemeHT

2(6,7) +1,311,7 10(30,3) +17,0£15,9 | 22 (66,7) +10,548,8

B rpaHuuax pedpepeHCHbIX 3HaUEHWU A
19 (63,4) - 27 (81,8) - 24 (72,7) -
[eKpeMeHT 3a rpaHuLamm pedepeHCHbIX 3HaYEeHN I
11 (36,6) 63,8+11,8 6(18,2) 60,216,6 9(27,3) 17,447,1
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[Ipu aHanu3e AekpeMeHTa aMIUTUTYAbl M-BOJIHBI, BBIXOASIIMUX 32 pedepeHCHBIE
HHTEPBAJIBI Y OOJIbHBIX, HE BBISBJICHO 3HAUMMBIX oTiiunii Mmexxay BMT u BMB, kak u
mexay FOAM1 u KIM1. V 6oxsHoro ¢ BJIM u 6onpabix ¢ [1IJIM1 pesynbrater PC

HAXOIMINCH B pepepeHCHBIX rpaHumax. (tadm. 17).

Tabmuma 17. IlpencTaBieHHOCTh [EKPEMEHTA AaMIUIMTYAbl M-BOJHBI BHE 30HBI
pedepeHCHBIX NHTEPBATIOB OTHOCUTEIBHO TPYIIIBI KOHTPOJIS MPU PA3HOYACTOTHOMN

PC y manmenTos c pazubimu popmamu BM u JIM1.

AekpemeHT M-BonHbl npy PC pasHbiMK YyacToTamu

®opma 50 'y 30y 10 'y
MWOTOHMU n(%)* Mm% n(%)* Mzm% n(%)* Mm%
BMT 5(83,3) 76,6110,9 3(75,0) 70,5+16,6 3(60,0) 47,0+36,6
BMb 25(92,6) 81,7+14,6 19(79,2) 70,3+12,9 15 (62,5) 42,0+21,8
BAM1 1(0) - 1(0) - 1(0) -
rogMm1 4(57,1) 68,7110,0 3(33,3) 62,644,1 2(22,2) 17,311,5
KAM1 5(27,8) 66,2+10,8 3(16,7) 57,78,7 6(33,3) 15,545,5
nami 1(33,3) 49,0 (0)m35 - 1(20,0) -29,6

*n — Bcero o0cIenoBaHHbIX,(%) 0T 00CIeI0BaHHBIX C JEKPEMEHTOM M-BOJHBI BHE pe)ePEHCHBIX 3HAUCHHIA.

B rpynne BM wusmenenuss B otBer Ha PC 50 I'nm okazamuce HauOoliee
BoipakeHHbIMU: B 30 (90,9%) u3 33 ciyuyaeB olleHHBaeMble MapaMeTpbl M-BOJIHBI
HaXOJMJIMCh 3a npeaenamMu 5-95 nepueHtuis pedepeHcHbIx 3HaueHui. [lapamerper M-
BOJIHBI B OTBET Ha Cepui0 CTUMYJIOB npu PC mMenu kadecTBEHHBbIE pa3jauyusl B BHJIE
JUHENHOTO WK AByX(da3Horo najaeHus aMminTyasl M-poaasl ipu PC 50 I'ii, kotopsie
BOCIIPOU3BOIMIUCH ITPH MOBTOPHBIX HccienoBanusx (puc.17 u 19).

B rpynmne BM kauectBenHbIe 0cOOeHHOCTH M-BOJIH B 0TBeT Ha PC He oTimuaroTcs
y OAHOTO M TOTO e OOJIbHOTO HE 3aBUCHUMO OT BBIPaXKEHHOCTH MHUOTOHHH U BO3pacTa

MIPOBEICHUS 00CIEOBAHUS.
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[T ——

Abductor digiti

np., Abductor digiti

Pucynok 18. OtcyTcTBHE I[OCTOBCpHOFO M3MEHEHUS JEKPEMEHTA aMIUTUTYAbl M-BOJIHBI

ner

Hmlmlmmwm“mHﬂwm«WHH‘””WHWNWHWUMI\Hiumumuumumuunuuuu

rop,a

T

B otBeT Ha PC 50 I'l mpogoikurenbHOCThIO 4 cek y nmanuenTta K. ¢ BMb ¢ myrauusmu
[Arg894Stop];[Arg894Stop]. [debrot ¢ 14 ner. Ha MOMEHT npoBeCHHUS MCCIICI0BaHUI
MHUOTOHHUS C JISTKUMU MPOosBICHUIMHE (+) 10 Kiaccudukanuu bekkepa.

CBepxy BHU3: ICKPEMEHT aMILUIUTY 16l M-BoJiHbI B 29, 33 u 36 et - 89,8 %, 93,4%

Abductor digiti minimi, Ulnaris, C8 T1

HHHH ““UUUJWWN\Mwmwu»nm S

nes., Abductor digiti minimi, Ulnaris, C8 T1

1 90,6%, COOTBETCTBEHHO.

nert

H"“H («W“M“MMW“U’"UJ“mWWJUJWHHINJHHNNUJJJUJnmnmnnmmmmnm»um»wum Y

c 7.5uB

26 |
net

Pucynox 19. Ilpumepst nekpementa M-Boma PC na 50 I'm 4 cek y MOHO3UTOTHBIX
omusuenoB Tu.JI. u Tu.O. B 26 ner ¢ BMb, renorunom p.[Arg894Stop];[Arg894Stop].
Hebror ¢ 14 ner. Ha MOMEHT TNpOBEACHUS WCCICAOBAHMA MHUOTOHHS C JICTKUMH
nposiieHusmMu (+) mo kiaccupukaiuu bekkepa y 000MX ManueHTOB.

Ceepxy BHM3: 0onbHOM T.J[.-nekpement 90,9 %; 6onpHol T.O.-nexpement 91,1%.
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\ :
- Hl 'H s

np., Abductor digiti minimi, Ulnaris, C8 T1
lc 5wmB

“WMMWNIIHHllllnummmmn|nmumwmuﬁum

46
net

s, Abductor it minimi, Unars, C8T1
Pucynoxk 20. [Ipumeps! nekpemenTa M-BoHbI B pazHOM Bo3pacte B oTBeT Ha PC 50 I'ig
JUTUTENILHOCTRIO 4 cek y maruerTa A. ¢ BMb, renotun €.[1437_1450del14];[2680C>T].
JleGrot ¢ 8 ner. Ha MoMeHT oOcieioBanust yMepeHHbIe (++) KIMHUYCCKHE MPOSIBIICHHS
MUOTOHUU 110 Kiaccudukanuu bekkepa.

Cepxy BHU3: B 29 JieT - nekpeMeHT 84,5%; B 33 roaa - nekpeMeHT 84,7%, nageHue

M-BosiHBI UMEET ABYX(a3HbI XapakTep.

VY 26 (61,9%) uz 42 6onpubiXx B rpynme BM u y 31 (86,1%) u3 36 GonbHBIX B
rpynme M1 nposeaen KTH c Beigenennem I-111 marrepnos B orBet Ha PC. Ilarrepn |
TUIIA HE BBISIBJIEH Y 00CJI€I0BaHHBIX OOJIbHBIX.

[Tattepn Il Tuna (puc. 21 - a) ycranosnen y 8 (30,8%) manuentoB ¢ BM ny 5
(16,1%) 60mpHBIX ¢ JIM1; HOpManbHbIH aTTepH |11 Tum (puc. 21 - 6) KOHCTATHPOBAH y

18 (69,2%) nanuenTtoB ¢ BM n y 26 (83,9%) 60abHbIX ¢ JIM1 (Tab. 18).

Tab6nuna 18. Pesynsratet KTH y mannentos ¢ BM u JIM1

KTH B rpynnax HMC
®opma mmoToHmum, (n) | natrepH Il, n (%) | MatTepH I, n (%)

BMT (4) 1(25,0) 3(75,0)
BMB (22) 7 (30,8) 15 (68,2)
BOAM1 (1) 0 1(100)
oam1i (8) 1(12,5) 7 (87,5)
KAM1 (18) 4(22,2) 14 (77,8)
nami (4) 0 4 (100)
Bcero (57) 13 (22,8) 44 (77,2)
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MatTepH I

80 | /
60

40
4

20 t t + t
neB., Abductor digiti minimi, Ulnaris, C8 T1 -10 30 70 110 150 180 cer

M-BonHa, %
[ N

MaTtTepH I
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BMbB, renotunom p.[GIn879Stop];[Phel67Leu] wu p.[Ala493Glu];[Tyr686Stop]
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COOTBETCTBEHHO. B KIIMHWYECKON KapTUHE C OAHOTUIIHBIMUA YMEPEHHBIMU NPOSBIICHHUS
MUOTOHHH.

a) B kaxnoil u3 3 cepuil BHIABICHO NaJCHUE aMILTUTY bl IepBOM M-BOJIHBI OoJiee
yem Ha 10% oT 6a30B0i1 M-BOJIHBI ¢ MOCTEAYIOMUM HapaCTaHUEM aMIUIUTY/IbI O0JIee 4eM
Ha 20%, uTo xapakTepHO /i narrepHa Il tuma.

0) B xaxmoi u3 3 cepuil BBISBICHO MaJieHUE aMIUTUTY/bI MepBoii M-BOJHBI HE
MmenbIne -10% u He 6ombine +20% oT 6a30Boit M-BOJTHBI, YTO XapaKTEPHO ISl MaTTepHA

Il Trma.

3.4. Pazpaborka quddepeHunanbHO-AHATHOCTHYECKOT0 NPoToKoaa IMI

Jlns omnpeneneHus JocTaTodHoro oowsema OMIT MeTromoB OblT pa3paboTaHa
OanpHas mkana: (-1) ams OMIT HpU3HAKOB PErMCTPUPYIONIMX C MPUOOIaTaHUEM Y
naimeHToB ¢ BM, u (+1) ¢ mpeobOnamanueM mnpu3HakoB y mamueHtoB ¢ JIM1. U3

MpeACTaBICHHBIX NaHHbIX M0 DMI' B muddepenmmansuoit auarnoctuke BM u JIM1



104

3aCIyKUBAlOT BHUMAaHUS OICHKA Cp. JIUTENbHOCTH, amruuTyasl [IJIE u monmdazuun
ITJIE, a Tak »xe C/I-3MP nipu uDMI" (tabn. 19), nekpement M-Bonusl ipu PC 50 I'x u
MOHO/TIOJIMHEBpoIaTus (Tadir. 21), KOTOpbIe BCTPEUAIHCH B OOJIBIICH CTEIICHHA B OJTHOM

W3 TPYII ¥ UMEJIM CTAaTUCTUYECKU 3HAaUMMBbIe pa3ianuud mexay BM u IM1.

Tabnuma 19. OMI'-npusnaku B rpynne BM u JIM1.

Mpynnbl BM AM1
ntTensHocTb cpArlE,
ad PA -7,748,8 -26,9411,5
M+m (%)
Amnnutyaa cpllE,
vAa cpfil 613,6+235,0 669,0+303,4
M+m (mKB)
Nonudasma NAE,
10,0+10,2 10,0+10,2
M+m (%)
CA-3MP, M+m (mc) 937,2+436,3 | 3239,4+1539,5
MoHo/TIoTHHEeHpOTaTH
P | 383#45 10.2+113
Mzm (neT)

BxiroueHne B CTaTUCTHYECKUN aHAW3 rpynnsl KOHTpodsa ¢ onenkoun PC 10, 30,
50 I'm 1 KTH noarBepaniio oTCyTCTBUE pazinuuid Mexay nauventamu ¢ BM, JIM1 u
rpymmoit koaTposst Ha PC 10 I'y u KTH (ta6mn. 18, 22).

VY Gonbabix ¢ BM 1 JIM1 nocroepusix (p<0,05 BHyTpu rpynmsl BM u JIM1)
CTaTUCTUYECKHU 3HAYMMBIX paznnuuil Mexay C/-3MP, BbIpaK€HHOCTBHIO KIMHUYECKUX
NPOSIBJICHUM MHUOTOHUM U JUIUTENBHOCTBIO OOJIe3HM mocie Ae0r0Ta MUOTOHMHM HE
BbIsIBJIeHO. B Hamiem ucciaeoBanuu oneHka CJ[-3MP co 3HauyeHMSIMU BBIIIE U HHXKE
1500 mc moxazana BbICOKYyIO (60mee 88%) 4yBCTBUTENBHOCTD U CIIEIU(PUIHOCTD (pHC.
22) nnsa 6onbHBIX BM u JIM1, 94T0 MO3BOJIIET pEKOMEHI0OBATh OIICHUBAThH MOKA3aTeIb
CA-3MP mnsa ontummsamuu  JIHK-ananm3a paxe B CHOXKHBIX — cloydasx. OTa

3aKOHOMCPHOCTD IMPOCIIC)KUBACTCA Ha NPEACTABIICHHLIX KIIMHUYCCKUX CIIydasax 2-4.
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JHﬁl"pﬂMMﬁ pasmaxa cpenl{eﬁ AIHTEJIb HOCTH
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Pucynok 22. Jluarpamma pazmaxa cpeiHen JUIUTeITbHOCTH

CHO-3MP (mc) B rpynmnax namueHTos ¢ JJM1 u BM.

Tect va PC 50 I'i. JlekpemeHT co 3HaueHueM Oouibiiie 60% BbIsiBIICH y 29 u3 34
(85,3%) marnmentoB ¢ BM u numb y 6 u3 30 (20,0%) manuentos ¢ JIM1. B nHamem
UCCJICIOBAHUM, HE3aBUCHUMO OT JIJIUTEIBHOCTU 3a00JIeBaHUs, OIEHKA JIeKpeMeHTa M-
BostHbI Tipu PC 50 I'm ¢ rpanuneid 60% (puc. 23) mo3BoJsSeT Npeanoiiokuts BM wiun

JIM1 y 81,3% u3 o06ciaea0BaHHBIX.

Jnarpamma pazmaxa nekpementa M-BosHel Ha PC 50 't 4 cex
0%

-20%

-40%

107 S s

Jexpement M-BouHsL, %

-80%

o MeaunaHa

-100% O 25%-75%
BM am1 T Paavax 6es Bbi6p.

Pucynok 23. Jlnarpamma pazmaxa JeKpeMeHTa

M-Bonnbl mexnay M1 u BM.
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[Ipu ananmsze DOMI' mnpusnakoB: marrepua udOMI, CJ-3MP (>1500 wmc<),
mono/mosmuerponatiur 1 PC 50 'y (>60%<), mist manuentoB ¢ BM 06ajur coctaBui
(-3,0)£2,0 u IM1 (+3,0)£2,1, ograko u3 obcneaoBanHbIX y 6 (18,2%) manuenTos ¢ BM
u 6 (20,7%) narentoB ¢ JIM1 3HaYCHHS IEPEKPHIBAIIHCh.

B rpymmax BM u JIMI1 pacnpeaenenus narrepHa npu udOMI, C/I-3MP u
nexkpemeHT M-Boiabl ipu PC 50 ', nmenw 3HaunMebie pasinuuus (puc. 22-23, tadi. 19),
B TO BpeMs KaK MPEJCTaBICHHOCTh MOHO/TIOJIMHEBponaTiy B rpymnne BM u JIM1 umerno
3HaunTenbHOe menepekpoitie 38,3+4,5 nmer m 40,2+11,3 nmeTr COOTBETCBEHHO, YTO
MO3BOJIWJIO  WUCKJIIOYUTH  ATOT MapaMeTp Kak HauMeHee 3HAYUMbIA IS
mupdepenumansaoi nuarnoctuku BM u JIM1.

[Ipu uckIrOYeHUH MapaMmTepa MOHO/TIOJIMHEBPONIATUI 13 MPOTOKOJIA CYMMAapHBIii
Oamn cocraBua mii manuentoB ¢ BM (-2,2)+1,1 u ¢ M1 (+2,1)+1,1, Toibko ¢
IIEPEKPBITUEM 3HAYEHUM MO OAHOMY B Kaxaou rpymme. CienyeT OTMETHTh, YTO HE

BBISIBJICHO Pa3JInduii 10 HaOpaHHbIM Oaytam Mexxy BMT u BMB (ta6:. 20).

Tabnuna 20. Pe3ynpTaTel npuMeHEHUs! KIMHHYECKOTO poTokoia npu BM u JIM1.

®opma BpoxaeHHan AvcTtpoduueckaa mMoToHunsa 1 Tuna
MWOTOHMUA
Tun TomceHa | bekkepa | Bpoxc-Hasa | KOseH-Hasa | Bapocnasa | [1030HAA

MNon, (n) M(5); M(1) | M(21); *K(6) M(1) M(4); H(3) | M(9); H(9) | M(2); H(1)**
Mpotokon M, | (-2,0)+1,7* | (-2,3)%1,7 (+1) (+1,9)+1,6% | (+2,2)+1,0 | (+2,0)x1,0
Mzm (6annbi)
06"““:::13""’ (-2,2)%1,1 (+2,1)%1,1

Auanasou Ot (-3) g0 (-1)* OT (+1)* f10 (+3)

3HadeHun, *oaHO 3HaveHue (-1) *oAgHO 3HaveHue (+1)

(6annwi)

**)2 namucHTa 0e3 KIMHUYECKUX NMPU3HAKOB MUOTOHUHA

Hnst muddepennmansao auarnoctukn BM u JIM1, corimacHo mpoBeneHHOMY
aHanu3y c(hOpMUPOBaH MPOTOKOJ Tt Heiipodu3suoora (Tads. 21):
1) OnpezeneHre UroJbYaTHIM JICKTPOAOM THIIA MOPAKEHUS ¢ OONBIICOSPIIOBOM

MBIIIIBI (MUOTEHHBII/HOpMa/HEBPOT€HHBIH);



107

2) Onenky cpenneit mnmurenbHoctd 3 MP ¢ GosbmiebeprioBori Mbimmbl (CJI-
3MP>1500mc miu CII-3MP<1500 mc);
3) Onpenenenne nexkpementa M-Bonnsl ipu PC 50 T'u 4 cex (nekpement >60%

win aexkpemerT <60%).

Tab6muma 21. [Tporokon OMI' mnst uccinenoanust BM u JIM 1

IOMI natreps BM IOMI mapamerp IOMI narrepn M1
baner; uaTepnIpeTanus bainer; HTepniperanus
-1; «<Hopman™ *1. YpoBeHb NOpakeHust 1; «MHOTeHHBIII»*

-1; <1500 mc 2. lnuteabnocts CJI-3MP 1; >1500 mc
-1; >60% 3. dexpemeHnT M-BosiHbl HAa 50 ' 1; <60%
-3 Maxkcumanvhno 603moducnulil 6ann 3

*HU B OJTHOM CJIy4ae He BbISIBJIEH HEBPOTeHHbIN U HeliporenHblt OMI" narrepH

B nameit rpynmne y 33 (97,1%) u3 34 nauunentoB ¢ BM u 'y 28 (96,6%) u3 29 nanueHToB

¢ JIM1 3HaueHus HaOpaHHBIX OAJIIOB HE MEPEKPHIBATUCH.
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I')TIABA 4. OBCY/KAEHUE PE3YJIbTATOB

B 1971 r. B r. Boponexe Ob11 OpraHn30BaH KaOWHET MO0 MEAMKO-TEHETHUECKOMY
KOHCYJIbTUpOBaHUO (pykoBoautens FO.B. FOpoB), 4To mo3BoimiIo BIiepBbI€ BBISIBUTH
Ipy3 HACJIEJCTBEHHbIX Oone3Held y xutened Boponexckoi obmactu. B
OIMyOJIMKOBAaHHBIX B 1976 T. MaHHBIX pacIpOCTPaHEHHOCTH HACIEICTBEHHBIX Oo0Jie3HEH
HEpBHOU cucTemMbl B BopoHexckoil oOmactu Obuid mpeacTaBieHsl 7 ciiydaeB JM1
[FOpoB u ap., 1976]. OTu pe3ynbTaThl CErOAHS NO-TIPEKHEMY SBIISIIOTCS €IMHCTBEHHBIM
AMUAEMHUOJIOTUYECKIUM HUCCIeoBaHHEM B BopoHexckod o0iactd, B KOTOPOM
ynomuHaeTcs o 3aboneBaemoctd HMC.

Cnenyer orMmeTrutb, uto pacnpoctpaHeHHocTh JIM1 B Poccuu koneGrnercs B
HIMPOKUX MpEIENIaXx U B 3HAUUTEIIbHOM CTEIIEHU 3aBUCUT OT pacCMaTPUBAEMOTr0 PErMOHA.
Tak, qaxe B coceqHUX 00JacTax BcTpedaeMocTh JIM1 MoXkeT oTau4aThes Ha MOPSJIOK,
Kak ATo HabmoaeTcs 11t Baagumupckoii u SIpocinaBckoit o0acTeid, B KOTOPBIX JaHHAS
narosorus ooHapykupaetcs B 0,5 u 2,5 cnydasx Ha 100 000 HacesneHus COOTBETCTBEHHO
[KmrounkoB, 1983; bapsimnukoBa u ap., 2002]. B CaparoBckom u BopoHexckom
pernoHax BcTpeuaemocTh M1 cocrtaBmser 0,3 u 0,35 na 100 000 HaceneHus
[ Ayounckas, 1993; FOpoB u ap., 1976]. HeonHOpOAHOCTH MU IEMUOJIOTMYECKUX TAHHBIX
TPYJIHO OOBSCHUTH STHUYECKUMH PA3JIMUUIMU PACCMAaTPUBAEMBIX PETHOHOB M, CKOpEe
BCEr0 pa3vuMs B TI0Ka3aTelIsX CBsi3aHA C OTCYTCTBUEM PENPE3CHTATHBHBIX
ucclie1oBanuil o pacnpocrpanennoctu HMC.

[IpoBeieHHOE MCCIEAOBAaHUE HE HMMEIIO LIEJIbI0 HCCIENOBAHUS AMUIEMUOJIOTUH
JAM 1, HO moATBepAUIa 3HAYUTEIBLHO OOJIBITYIO PACTPOCTPAHEHHOCTh pacCMaTPUBAEMOM
naToJiornv B BopoHEkcKoi 001acTH, MPEBHIIAIONTYI0 OMYOIMKOBAHHBIE PaHEe TaHHbBIC
B 11 pa3. Ilo pe3ynbTaTaM ucciaegoBanus pacnpoctpaneHHocTs [JM1 coctaBuina 3,3 Ha

100 000 nacenenus. Kpome Toro, okazanock, 4To cnekTp Hozonorudeckux Gpopm HMC
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B PErHOHE OKa3aJiCsi 3HAYUTEIBHO IIUpe - OblIa JMArHOCTUPOBAHA OOJiblllasg KOropra
NAIMEHTOB C HO30JIOTUSAMH, paHee HEe OMUCAaHHBIMU B BopoHexckoii obmactu (Tadi. 8).
JlaHHBIN GakT B IEPBYIO OYepeah CBUIETEIBCTBYET O BO3pOCIIeH HH(MOPMUPOBAHHOCTH
Bpayeil 0 HacleACTBEHHOM MaToJIOruM, a Takxke ucnonb3zoBanuu JJHK nuarHoctuxu
HMC B kauecTBe pyTMHHOIO METOZa MOJATBEPKICHUS nuarHoza. HakorniaeHue HOBBIX
JAHHBIX JIUKTYeT HEOOXOAMMOCTh TMepecMoTpa pacnpoctpaneHHocth HMC B
Boponesxkckoii 06s1actu ¢ myOauKamnue 1 00Cy>KIeHueM aKTyalbHbIX JaHHBIX.

3a mocienHee ACCATHIICTHE TPOTPECCHBHOE PA3BUTHE W COBEPIICHCTBOBAHUE
METO/JIOB MOJIEKYJIIPHOM JMAarHOCTUKU CIIOCOOCTBOBAJIO BBISIBJICHUIO paHEe He
ormucanueix Mytanmii B TeHe CLCN1 [Raheem et al., 2012]. CHuxkeHre CTOMMOCTH
MCCIIEIOBAHHUS MPUBEIO K BO3MOXKHOCTH IIMPOKOro rucnoiib3oBanua JJHK nuarnoctuku
B PYTUHHOM IpakTuke. Bce 370 Mo3BoMIIO BRISBUTH HOBBIE (DAKTHI OTHOCSIIUXCS K BM,
KOTOPBIE HAIILIU TIOJTBEPKICHIE B MPEJCTaBICHHON padoTe. MccnenoBanus mocieHux
JIeT MOKa3aJIn, 4To KinHudeckue nposisiacHust BMT u BMbB ognotumnns [Trip et al., 2008;
Trivedi et al., 2013], a OOJBIIMHCTBO CIOPAJAMYCCKUX U JIOMHHAHTHBIX CJIy4aeB C
¢denorunamu BMT oka3zanuch nctuaabsiMu citydasmu BMbB [Sun et al., 2001; Trip et al.,
2008]. IIpu 3TOM, HEOOXOAUMO OTMETUTH, YTO YACTh JOMHUHAHTHBIX MyTAIMi HE HAIILIN
CBOETO MOATBEP)KIACHHUS B CBETE COBpEMEHHBIX AaHHBIX [Sun et al., 2001; Peter et al.,
2011, Raheem et al., 2012]. Pactipoctpanenrnocts BMb B necsitku pa3 npesbimaer BMT
[MBanoga, ITomskos, 2013; Raheem et al., 2012]. Bce 3T0 sBiIseTCss OCHOBAaHHEM JIJIst
UCIIOJIb30BAHUSL  OOIIET0 TEPMHUHA «BPOXKICHHAS MHUOTOHHUS» WU  «XJIOPHBIE
KaHasonatumy npu oocyxaeanu penotuna BMT u BMB, ¢ yrounenuem Gpopm ToIbKO
npu  OOCYXXJIEHMH  MOJEKYISIPHO-TEHETHYECKUX  OCOOCHHOCTEM WM  MEIUKO-
reHeTH4YecKkoM KoHcynbTupoBanuu [Timothy, 2008; Trip et al., 2008; Matthews et al.,
2016; Imbrici et al.,, 2016]. B mnpexacraBieHHOH pabOTe HE BBISBICHO KIMHUKO-
reHeasiornueckux u OMI" npusHakos, no3possitonux aAudpdepenuuporats BMT u BMb.
Bosiee Toro, B ABYX CeMbsiX C BEPTHKAIbHOW cerperaiuei 3aboseBanus (puc. 13),
tunnyHoM st BMT, ycTaHOBUTH BEpHBIM JHArHO3 CTall0 BO3MOXHBIM TOJBKO MpHU

MMPOBCACHUN NCCIICAOBAHNA I'CHOTUIIOB npo6aH)1a u pOIII/ITCJ'IeI\/'I ITOCJIC ITOJIHOT'O aHaJIn3a
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CLCN1 rena. B aTux ceMbsix yCTaHOBJICH MICEBIOJOMUHAHTHBIN TUI HacleaoBanus BMb
U PACCUUTaH KOPPEKTHBIA T'€HETUYECKH PUCK BMECTO MEPBOHAYAJIBHOIO 3HAYEHUS B
50% (BbICOKOTO) pHucKa, Kak juisi BMT (xmuHudeckwid cirydaid 1). OCHOBBIBasCh Ha
MIPEACTABICHHBIX JINTEPATYPHBIX NAHHBIX M peE3yJbTaTaX, MOJYYEHHBIX B JaHHOM
UCCIIEIOBAaHUM, MOXKHO C/I€JIaTh BBIBOJ O TOM, 4TO BMT ¢ 50% (BBICOKHMM) Fr€HETHYECKUM
PHUCKOM SIBJISIETCS UCKIIIOUUTENBHO peakoil popmoit BM u MoxeT ObITh BHICTABJICHA B
KauecTBe JuarHo3a ToJbKo mociie mosHoro ananusa resa CLCNI.

OcHoBHas 3aJ1a4a UCCIIEIOBAHUS COCTOSIIIA B pa3padO0TKE MPOCTHIX KITMHUYECKUX U
OMI" anroput™moB i qudpepennnansuoit nuarnoctuku BM u JIM1 Ha mro6o# ctaauu
0one3nu, ontuMusanuu Beioopa JIHK MeTon0oB U mocinenoBaTebHOCTH TECTUPOBAHUS
reHoB. B mepByro odepenp 3TO OTHOCWIOCH K mammeHtam ¢ JIMI1 mpu nebrorte
3a00ieBaHUsl C CUMIITOMOB MHOTOHUHM, KOTJla KIMHUYECKHE  MPOSIBICHUS
IIEPEKPBIBAIOTCA M NOPOM HEOTIMYMMBI 0T BM. Ha npoTskeHnu Bcer HCTOPUN U3YUYEHUS
MHUOTOHMI BCE€ aBTOPBI OTMEYAIOT MpobsieMbl auddepeHIuanbHoi quarnioctuku BM u
JIM1 npu nebrore 3aboneBanus ¢ cumnToma muotoHuu [Steinert, 1909; Maas and
Paterson, 1939; T'aycmanoBa-Iletpycesnu, 1971; Koch et al, 1992]. B
dbynnamenTanpHOM padore A.Il. 3unuenko u ap. (1979) ormeueno, urto y 7 (36,8%) u3
19 nabmogaBmuxcs nauueHToB ¢ BMT Tonbko uepe3 10-15 ner nuarnoz JIMI1 He
BBI3BIBAJl COMHEHUS. DTO CTaBUT Bompoc 00 obuiHoct BM u JIM1, koTOpBIiA ObLT CHAT
nociae OTKpbiTUA npuuuHHbIX TeHoB HMC. Ilo wMepe coBeplIeHCTBOBAHUS
MOJIEKYJISIPHBIX U HeWpoduznosornueckux metonioB auarHoctuku HMC npumepHo
KaX/JIple 3 ro/1a MepecMaTPUBAIOTCS U ONTHUMHU3UPYIOTCS AJITOPUTMBI TMarHOCTUKA BM u
JIM1 [Colding-Jorgensen et al., 2005; Miller et al., 2008; Trip et al., 2009; Matthews et
al., 2010; Hehir and Logigian, 2013]. B namewm uccinenoBanuu y 8 (22,2%) u3 36
nanueHToB ¢ JIM1 npu HampaBieHUU BBICTaBJICH omMOOYHBIN auarHo3 BMT, tak kak
KaJ00bl U KIIMHUYECKUE TPOsIBICHUS Obuth HeoTAnYuMbl oT BM (1abm. 10). JIM1 umeer
IIUPOKUN CHEKTP MBIIIEYHBIX W BHEMBIIIEYHBIX KIMHUYECKUX MPOSBICHUN. ITO

NPUBOAUT K ToMy, 4To manueHt ¢ JIM1 wgamie Bcero oOpamaercs 3a MOMOIIBIO K
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CHelUalicTaM pa3Horo npoduis, HO TOJIBKO HE K HEBPOJOry WU, TeM Oolee,
HEUPOTEHETUKY.

AHaM3 AMarHo3oB y nauueHToB ¢ JIM1 1o xkoHCynbTanmum HEWpoOreHeTuka B 33
(91,7%) u3 36 cinyqaeB Obl1 OIIMOOYHBIM. OCHOBHOM MPUYMHON 3a€PKKHU TOCTAHOBKHU
JMarHo3a oka3ajach HU3Kas WH()OPMUPOBAHHOCTH Bpadyeil OTHOCUTEIHHO CHMIITOMOB
MuoToHnH. JKaoObl OOJBHBIX HAa CKOBAaHHOCTh B OOJIBIITMHCTBE CIydaeB HE
VUUTBHIBAIOTCS WM  pPAacCMAaTPUBAIOTCS KaK CUMIITOMBI, HE  CBSA3aHHBIE C
HEBPOJIOTUUECKUMH MPOSIBIICHUSIMUA TATOJOTUYECKOTO COCTOSIHUSA. Y TAlUEHTOB,
KOTOpbIM HE ObLI mocTaBiieH auarHo3 JIM1 CKOBaHHOCTH MBIIII] B CIUCKE >Kajoo,
okazajiach Ha iepBoM Mecte y 16 (48,5%), ay 16 (48,5%) naniueHTOB MOSIBISTIACH YEPE3
HECKOJIbKO JIeT Tocye nebrora 3a0oaeBanus (Tadia. 10). 3To CBUAETENBCTBYET O TOM, YTO
MUOTOHHUS, IBJIIETCS OCHOBHOM *k)ajo0oi mpu BM u JIM1, HO CJIO’KHBIM CUMITTOMOM IS
KJIIMHUYECKON OlleHKU. CyOBEeKTUBHO: OOJIbHBIE HE MOTYT TOYHO OMPEIEIUTh BO3PACT
MOSIBJICHUSI TIEPBBIX MPU3HAKOB MHUOTOHUU U JPYTUX CHUMOTOMOB Oone3nu. [lpu
YTOYHEHUU aHaMHe3a y manueHToB ¢ BM mepBeiM cumnToMoM 00Jie3HU Bcerja ObLIU
MBIIIICYHBIC MTPOSBIICHUS B BUJI€ MUOTOHUYECKUX 3a/iepxeK. OTHAKO, OOBIYHO MAIIMEHTHI
HE pacCMaTpUBaIM MNPOSABICHUS MHOTOHUU KakK MATOJOTHMYECKUU CUMIITOM, CBS3bIBAs
CBOE COCTOSIHME C HEOCTATOUYHON TPEHUPOBAHHOCTHIO MBIIII], B JEHCTBUTEILHOCTH K€
BCE€ MPOOJEMBbI CO CTAaHJIAPTHBIMU (PU3MUECKUMM HArpy3KaMH M TOMBITKAMH 3aHSITHUS
CIIOPTOM OBUIHA CBS3aHBI UMEHHO ¢ MUOTOHHEW. HeanexkBaTHas olieHKa COOCTBEHHOTO
COCTOSIHUSI M1 MOTOPHBIX BO3MOXHOCTEM B COBOKYIHOCTH C KPUTHYECKOW OIIEHKOM
CUMIITOMOB CO CTOPOHBI MEIUIIMHCKUX PAaOOTHUKOB U POJCTBEHHUKOB, 3aCTaBIISUIH
OOJBHBIX CKPBIBATH MPOsIBICHUS Oosie3HH. [IpudrHON MOBTOPHOTO 0OpaIlieHus: K Bpauy
gamie BCero ObUIO TO, YTO MPU >KEJIAaHUM CYOBbEKTa CMEHUTh POJ JEATECIbHOCTH Ha
npodeccuto, TpeOyoIIyI0 0O0JbIIed MOTOPHOW HAarpy3Kd WJIM JIOBKOCTH, CHIENATh 3TO
OBLJIO HEBO3MOKHO M3-32 MUOTOHUHU MPU BBIMIOJHEHUH TPEOYEMBIX TBUKEHUM.

OreHka OTIETBHBIX CUMITOMOB MHOTOHUHW 3aBUCHUT OT MHOXKECTBa (DaKTOpOB,
KOTOPBIE ONPEACIISIIOT 3HAYUTEIHHYIO BapHaOeTbHOCTh, YTO CBS3aHO C OOBEKTUBHBIMU U

CYObEKTUBHBIMU IPUYMHAMU [3UHUEHKO u Ap., 1979; [naitnep u ap., 2005; Lacomis et
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al., 1999; Colding-Jorgensen et al., 2005]. Tak, 65 (80,8%) Hamnx OONBHBIX OTMETHIIH
U3MEHEHHUS! BBIPAKEHHOCTH MHOTOHUU XOTS Obl Ha OJUH M3 BHEIIHUX (PAKTOPOB:
OXJIQKJICHUE/COTPEeBaHUE, aJKOTOJb, CTpecc. Y BCEX OOJNBHBIX MOKHO OTMETHUTH
CYObEKTUBHYI0 M HEOCO3HAaHHYIO CIIOCOOHOCTH BIIMATH (M3MEHSATH) BBIPAKECHHOCTD
MHUOTOHUM C TIOMOIIbIO HEKOHTPOJHUPYEMOM, 4YACTO BXOJAIIEH B MPHUBBIUKY,
BapuaOENbHOW HW30TOHUYECKOW pa3sMUHKH MBI, KOTOpas MEHSIET BbIPAXKEHHOCTb
aKTUBHOW MHOTOHHUU OT OCMOTpPa K 0cMOTpY. J[aHHOE 0OCTOSTENbCTBO MPUBOJIUT K TOMY,
YTO 1K€ B 3aKJIFOYEHUSAX, TPUBOAUMBIX OJHUM U TE€M K€ aBTOPOM MOKET HAOIIOJaThCS
HEOIHOPOJHOCTh Pe3yibTaToB [3uHUYEHKO H Ap., 1979; Lacomis et al., 1999]. Ouenka
MEXaHUYECKON MHOTOHUU TaKXKe HMEET psii OrpaHUYEHUNW U 3aTpyJHUTEIbHA B
UHTeprpeTauuu. B mepByro odepesib 3TO CBA3aHO C HEBO3MOXKHOCTHIO C OJIMHAKOBOM
(cTaHIapTU30BAHHOM) CHUJIOW TMPOBOJAUTH MEXAHMUYECKOE pa3Ipa)KEHHWE MBIIIIIbI, HE
BCErJla BO3MOXXHO TOYHO OMNPEIEIUTh JBUTATEIBHYIO TOUYKY MBIIIIBI JJI1 HAHECEHUS
paszpaxkeHus: ¥, TeM 0oJiee, TPYJHO MPOBECTU TECTUPOBAHUE MBIIIIIHI IPU U30BITOYHO
Pa3BUTON TIOJKOKHO-KHPOBOM KJIETYaTKOM [3UHUEHKO U Jip., 1979].

I[Ipu BM B TeueHue HECKOJBKHUX JET Mociie Je0rTa MUOTOHMS HpHOOpeTaeT
TeHEPaTM30BAHHBIA XapaKTep C HapacTaHWEM CKOBAaHHOCTH MPU HApacTaHUH O0bema
CKEJICTHOW MYCKYyJaTyphl B TMepuoJ mybeprara. B mocieayromue Troabl >KU3HU
BBIPAKEHHOCTh MUOTOHUHU MOXKET JaX€ MMETh HE3HAYUTENbHBIA perpecc, BEPOSITHO,
CBSI3aHHBIN ¢ O0yUEHHEM B JIBUTATEIILHOM cepe 3a CUET pa3MUHKU MEePE]] BHIMOTHEHUEM
JIBIDKCHUH.

VY 6onpHEBIX ¢ JIM1 ne0r0T BO3MOXKEH C IUCTAIbHOM CI1a00CTH, MEOTOHUU U/HIIH
BHEMBIIIICYHOW CUMITOMATUKH, C MIPOTPECCUPOBAHUEM 3a00JIEBaHUSI U OOBEAMHECHUEM
NPU3HAKOB ¢ (opMUpoBaHHEeM TUIIHYHOTO (heHoTnna JIM1 (Tadn. 14). B Hamei rpymnme
nanueHToB ¢ JIM1 TouHBIi Bo3pacTt ae0roTa cl1abOCTH MBI W BHEMBIIICYHOM
CUMIITOMATHKUA HE YyAaBajoCh YTOUYHHUTH, MIPU MOBTOPHBIX BU3UTAX OOJIbHBIC MEHSIIN
CBOM TTOKA3aHU B MPeEJIeax JECATHU JIET, KK pa3 ompeesisi HOBbII BO3pacT Ae0roTa.
DTO CBUJETENBCTBYET O KpailHE MEAJICHHOM Pa3BUTUU CUMIITOMOB, KOTOPBIE YA€ BCETO

OLNCHUBAIOTCA TMMAMMCHTOM HCAJACKBATHO B paMKax CBOCH HaTPCHUPOBAHHOCTU U
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BO3pacTa.

Cnoucok cuMntoMoB MuOTOHUU Npu BM u JIM1 M0KET HaCUUTBIBATH HECKOJIBKO
JIECSITKOB, OJHAKO B HaIlIEi BBIOOPKE OUEBHIHBIC pa3INuns MeXxay nanuentamMu ¢ BM u
JIM1 Obimu BbIABIEHBI: 1) B Bo3pacte ne0roTa CUMITOMa MUOTOHHM, 2) HAIUYUA
AKTUBHOW MHOTOHMHU B KPYroBbIX Mbimax ria3 y 22 (52,4%) mamuentoB ¢ BM u He
BBISIBJICHO Yy nanueHtoB ¢ JM1, 3) mMexaHM4eckoil MHOTOHMM B HIPOKCHUMAIbHBIX
MbIIIax koneunocteit y 39 (92,7%) nauuentos ¢ BM u tonbko y 4 (12,5%) u3 32 ¢ IM1
C KJIMHMYECKUMU TIPU3HaKaMu MHOTOHHH (Tadm. 11).

[IpoBeneHHbI aHAIN3 KIMHUYECKUX CUMIOTOMOB B rpynne BM mo3Bommn
c(OpMHpPOBATh OTIUYHBIA OT PaCPOCTPAHEHHOTO, MO JAHHBIM JINTEPATYphl, (heHOTUIIA
C OOHOMUNHBIMU KIUHUYeCKUMU npossieHuamu y mnanueHtoB ¢ BMT u BMB,
XapaKTEepU3YyIOIUXCs AeOI0TOM C YMEPEHHO BBIPAKEHHOM M TIeHEepaTu30BaHHOU
MUOTOHHH J10 16 5eT, «+/-» runepTpodueil CKeneTHON MYyCKYJIaTypbl CO CTAlMOHAPHBIM
TedeHueM Oojie3Hu [3uHYeHKO W ap., 1979; Illuaimep u ap., 2005, Becker, 1977,
Colding-Jorgensen et al., 2005]. Oka3anoch, uro ¢enorun JMI1 mnpeacrapiacH
BBIPKEHHBIM MOJIUMOP(U3MOM C MEPEKPHITUEM CUMIITOMOB B J1€00TE 3a00JI€BaHUs C
BM, Ho otnuyaromumcs ot BM Bo3pacToM Havasa MosIBJICHUS MUOTOHUU Tociie 16 jer
C HApaCTaHHWEM BBIPAKEHHOCTH MHUOTOHHMU B JUCTAIbHBIX MBIIIIAX, MOCTENEHHBIM
NPUCOECIUHEHUEM CJIa00CTH U aTpouil NPEUMMYUIECTBEHHO JUCTAJIbHBIX MBILII]
KOHEYHOCTEM, MBI CTUOaTeNe Ier M HaJuYMeM BHEMBIIICYHBIX MPOSIBICHUN C
IPOTPECCUPYIONIMM TeueHreM Oosie3Hu (T1abn. 13). HeoOXoaumMo OTMETHTh, YTO B
rpynne JIM1 y 4 nanueHToB 0€3 0ObEKTUBHBIX MPU3HAKOB MBIIICYHBIX HAPYIICHUN U
KJIIMHUYE€CKA MUOTOHHH, CUMIITOMBI HE MO3BOJISIIIN YCTAHOBUTH PABUJIbHBIN TUAarHO3, U
WX COCTOSIHHME OBLIO PACIEHEHO KaK JOMaHU(PECTHOE HOCUTEILCTBO 00Jyie3HU. Takum
00pa3oM, BBISIBUTH TAKWX MAIMEHTOB MOXHO TOJBKO MPU CKPUHUHTE B CEMBSX TJIE €CTh
MaHudecTHbIN cayyait JIM1.

Ha ocHOBaHMM NPOBEAEHHOr0 HCCIIE0BAaHUS ONPEIEIeHbI 12 HaCTOpaKMBAIOILUX
KIIMHAYECKUX TPU3HAKOB. BwimeneHne wHOOPMATUBHBIX TPU3HAKOB HE Tpedyer

CIICHUAJIBHBIX HABBIKOB HWJIM AJOIIOJIHUTCIIBHBIX KIMHHUYCCKUX 3H3HHI>1, a TakKXKe
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JIOTIOJTHUTENBHOTO BPEMEHH MpU cOOpe aHaMHe3a U CTaHJAPTHOM OCMOTpe 00JIbHOTO: 1)
ornpejieieHre Bo3pacTa ae0oTa MUOTOHUU (> wiu < 16 ner). YcioBHas Bo3pacTHas
rpaHunia B 16 et BbleieHA HA OCHOBAHWM UCCIEIOBaHUSI, TOKA3aBILIEro, YTO TOJIBKO
onuH OosbHOM ¢ BM u nBa GonbHbIX ¢ JIM1 He COOTBETCTBOBAIM yCTaHOBJICHHOMN
rpaHuIle; 2) HAIMIMe MUOTOHUY TIPU TPOU3BOJIBLHOM 3)KMYpPHUBAaHUU TJia3; 3) HAIHIUE
MHOTOHMYECKOTO BaJMKa B NPOKCHUMAJbHBIX MBIIIAX MPUA I[MOKOJIAYMBAHUU
MOJIOTOYKOM; 4) TITO3 (CHMMETPUYHBIN/aCHMMETPUYHBIN); 5) CITa00CTh KPYTrOBBIX MBIIIIII
r1a3; 6) YyrHETeHHE CYXOXXKHWIBHBIX peduiekcoB; 7) atpodus/runotpodus U caadocTb
MBI JUCTAIBHBIX MBI KOHEUHOCTEH, MBI CTUOATENEeH 111eH; 8) THyCcaBblil OTTEHOK
rojioca; 9) karapakra; 10) Tun HacnegoBanus. Kak nokasanu pe3yiabTaThl, 3TH MPU3HAKU
MO3BOJIAIOT JIIDOOMY Bpaudy He TOJIbKO 3amoao3puth BM u JIM1, HO u J0CTOBEpHO
pasrpaHU4MTh ITU JBa 3a00JICBaHUSI.

N3BecTtHO, uto DOMI' mo-mpexHeMy OCTAaeTCs OAHHMM M3 OCHOBHBIX METOJIOB
HeHpoPU3NOIOrHIecKoro o0cIe0BaHUsl TAIMEHTOB C TIOJ03PEHHUEM Ha Haludue
natosoruu  Mbi. s  nuddepennunansioit  auarnoctuku HMC B ocHOBHOM
UCIIOJIB3YIOTCS Takue MeTobl Kak nOMI, cOMI™ u Tecthl pasnouactotHoit PC [Ricker,
1973; Aminoff, 1977; Streib, 1982; Deymeer et al., 1998; Colding-Jorgensen et al., 2003;
Fournier et al., 2004; Chrestian et al., 2006; Logigian et al., 2007; Michel et al., 2007,
Miller, 2008; Dupré et al., 2009; Timothy, 2008, Hanisch et al, 2013; Hehir and Logigian,
2013, Trivedi et al.,, 2013]. Ilpu mocraBiIeHHOM 3amade meped HEHPODU3HOIOrOM
nposecTd AuddepeHuuanbayo quarHoctuky BM u JIM1 ¢ mpoBeaennem Bcex mpoo0,
OMMCAaHHBIX B HAYYHOW JIUTEpAType, MHUHUMAJbHOE 3aTPAY€HHOE BpPEMsI Ha OJIHOTO
OOJBLHOTO cOCTaBisieT HEe MeHee 3 4daca 20 MUHYT, IPH pacueTe BPEMEHH COTJIACHO
npuka3zy P® ot 30.11.93 Ne 283.

[Tatomoruueckass MmemOpaHHas BO30yIMMOCTh MBIIIEYHBIX BOJOKOH B Buae MP,
XapakTepHass IS ~ MUOTOHWM,  SIBISETCS  OAHMM M3  CaMbIX  YacThIX
HEHPOPU3NONIOTHIECKUX (PEHOMEHOB, PETHCTPUPYEMBIX C TOMOIIBIO HUTOJBYATHIX
KOHIICHTPUYECKUX DJIEKTPOAOB. B cooTBeTcTBUHM ¢ maHHBIMH JuTepaTypbl [Kimura,

2013; Preston and Shapiro, 2013] y Bcex B3STBIX B HACTOSAIICE UCCIICIOBAHKE MAIUCHTOB
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¢c BM u JIMI, umermMX KIMHUYECKH ONPEACISIEMYI0 MHOTOHHIO, BbISBICHBI
cioHTaHHble MP pa3HOli creneHu BbIpaxkeHHOCTU. [Ipu BuU3yanbHOM aHanIMU3e
BBIPAKEHHOCTH CIHOHTAaHHOM AaKTUBHOCTH, ompenaeisiemMoil mno uucity MP Ha omHO
NepeMelIeHre WIribl, y OOCJIEeJI0BAHHBIX MAIlMEHTOB COOTHOCHJIOCh C TSKECTHIO
MUOTOHUU B KIMHUYECKON KApTHUHE, UYTO COIJIACYETCSI C JIMTEPATYPHBIMU JTaHHBIMU
[Kimura, 2013; Preston and Shapiro, 2013]. Tonsko y 4 namuentoB ¢ M1, y KOTOpBIX
KJIIMHUYECKHA OTCYTCTBOBaja MUOTOHUS, B IBYX CIy4asX IIPU TECTUPOBAHUU HE MeHee 4
MBI (JIeTTETOBUIHOM, TIEPBOM MEKKOCTHON MBIIIIE KUCTH, JJaTePaTbHOM MBITIIIE Oenpa
U 00JbIIeOEPIIOBON MBI C OAHOW W3 CTOPOH) MO CTaHAAPTHOMY MpoTokoiny MP
BBISIBJSUIMCh TOJIBKO B OosblieOepiioBoid Mbimie. [lpu stom, oOHapyxenue MP
MPEJCTABISAET B MOJOOHBIX CIydasiX ONpPeAeICHHbIE TPYAHOCTH, a BhIsiBIcHHbIe MP He
BCET/Ia COOTBETCTBOBAJIM CTAHIAPTHBIM paspsigaM (puc. 16). M3BecTHO, 4TO KIMHUYCCKH
MuoToHus pu BM siBnsieTcs reHepain3oBaHHBIM (peHOMEHOM, a npu JIM1 MuoToHUS
BBIp@XCHHEH B AMCTaIbHBIX MbIax [[uatiaep u ap., 2005, Harper, 2004; Udd, Krahe,
2012]. Bce 310 mo3Bosmiio Tpu TpoBeaeHuHM OMIT Mroip4aThiMH 3JIEKTPOJaMH
BKJIIOYUTHh B TECTUPOBAHUE TOJIBKO MEPEAHIOI OOJBIICOEPIIOBYIO MBIIIILY, TaK KaK Y
MCCJIEIOBAHHBIX MalMeHTOB MP pas3psiibl BRISIBISUTMCH B OOJIBIIIEOEPIIOBOM MBIIIIIIE J1aXKe
NpU OTCYTCTBUM TMOCJIEAHUX B APYTUX MBIIIIAX, YTO 3aMETHO ONTHUMH3UPOBAIO U
COKpaTuJIO BpeMs Helpoduznonoruueckoro oocnenoanus. [Ipu ananmuze crioHTaHHOU
akTUBHOCTH B Bujie MP Obuto mokazaHo, uto cpeadss jaautenabHocts CJ/[-3MP B
3aBUCUMOCTH OT HO30JIOTMYECKOW (OpMbI OKazajach pa3HoM y mnamueHTtoB ¢ BM
coctaBuB 937,2+436,3 u ¢ JAM1 3239,4+1539,4 mc. DTO MO3BOJUIO SMIHUPHIECCKU
onpenenuTh uHGopmaTuBHYI0 Tpanuily amutenbHoctu CJ[-3MP, xoTopas okazanach
paBHoit 1500 mc. Takum o6pazom, nanmentsl ¢ BM umenu CJI-3MP menbire 1500 mc B
37 (88,1%) cmydaes, a nmaruenTsl ¢ JIM1 6ombie 1500 mc B 28 (87,5%) cinyuaes. [1pu
ATOM 3HA4YeHWU OOJbHBIE PAaBHOMEPHO HE BXOJWJIM B YCTAHOBJICHHBIC TPaHUIIbI, 5
(11,9%) u3 42 narmuentoB ¢ BM u 4 (12,5%) u3 32 mauuentos ¢ [IM1.

Muorennpii  mattepn  npu  uOMI  mokazan  cBow  d()PEKTUBHOCTH B

muddepeHnnanbHoi 1uarHocTike He Toiabko BM u JIM1, HO u mpu pa3rpaHuyueHun
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JAM1 c npyrumu 3a00jeBaHUSMHU, 3aM0J03PEHHBIMU TIpu HampaBieHuu (tabn. 10). B
psae ciydyaeB Takue KIMHUUYeckue nposiBiaeHus npu JIM1 kak ciabocTh AMCTaIbHBIX
OTJIEJIOB HOT, CTeMMaXKHasl MOX0/Ka, arpodust u apediexcust (MHOTIa ¢ acCuMMeETpuei),
NEPEKPhIBAINCH C KiIMHUYeckuMu npossieHussMu HMCH 2 tuna u pagukynonaTusamu,
BBOJIs B 3a0myxaeHus Bpaudei. Kocerperamum stux 3a00ieBaHUN HE YIIOMHHAIOTCS B
JUTEepaType Tocie KapTHPOBaHHWS M KJIOHHPOBaHWs NMpUUMHHBIX TeHoB [Davis et al.,
1997; Sun et al., 2001]. B momoOHBIX clydasx Yy BCEX HaIIUX OOJBHBIX B
00MbIICOEPIIOBOM MBIIIIIE BCETAA BBIABISINCG MP W MHOTEHHBI maTTepH CO
CHI)KECHUEM aMILUIUTYIbl U YMEHBIIECHUEM JUIMTEIBHOCTH IMOTEHINAJIOB JBUTATEIbHBIX
€AUHUL. OTO TMO3BOMWIO JudPepeHMpoBaTh JaHHbIE COCTOSHUS UM HU30eXKaThb
nuarHoctryeckoi omuoOku. B rpynne BM u JIM1, Bkitouast HeTUnu4Hele cinydau, uOMI
C BBISIBJIEHUEM MHOI€HHOIO marrepHa W oueHkod amutensHoct CJ-3MP (mpu ux
HaJM4MH) IO3BOJIMIIO HE TOJIbKO Auddepenunpoats BM ot JIM1, noarBepauB 1uarHo3
metogoMm JIHK, HO U mocTaBUTh 10 COMHEHHE MPUOOPETEHHBIA XapaKTep MOPaKEHUs
nepudepruyecKkux HEPBOB.

CrnenyeTt OTMETUTB, 4TO TIpu npoBeaeHnu cOMI'y 17 (21,8%) 00IbHBIX BBISIBIICHBI
PU3HAKU aKCOHAJIbHBIX MOHO/TIOJIMHEponaTuii 6e3 HaTn4Ksi HEBPOT€HHBIX U3MEHEHUH
npu uOMI', y 14 u3 Hux noareepkiaeH quaruo3 JMI1 u y 3-x — BM. U3 17 manuenTos
BBIPDAKEHHOE CHWXEeHUs aMIuTynbl M-Bonnbl win/u CPB menee yem Ha 20% ot
BO3pDacTHOM HOPMBI MO OJHOMY WJIM HECKOJBKMM HepBaMm 0e3 aTpoduil MbIIIl B
COOTBETCTBYIOIIMX CETMEHTAX BBISBICHO y Tpex manueHToB ¢ BM 34,38 nu 43 neruy
nByx nanuenToB ¢ JIM1 30 u 35 e, octanbHbie 001bHBIE ObLTH cTapiie 60 JeT 1 UMenu
aTpo(UM JUCTAIBHBIX MBILII] HOT WIK/U pyK. OTcyTcTBHE HeBporeHHoro OMI narrepHa
B COOTBETCTBYIOIIMX CErMEHTaX ¢ HAJIMYKUEM MTPU3HAKOB akcoHonatuu rpu cOMI panee
He onucanbl npu BM u JIM1, u TpeOyroT nanpHEHIIEero u3yuyeHus C UCCiel0BaHHUEM
HTUOJIOTUH U BO3MOKHOM CBSI3U € PyHKIMEN reHoB B nepByto ouepenb DMPK. B nannoi
paboTe  BKJIIOYEHHE  TNpU3HAKA  HEBPOICHHBIX  HApyIIEHUH B  alrOPUTM
mupdepeHIManbHOM  JUAarHOCTUKM HE MPUMEHMM, 10 MpPUYMHE OTCYTCTBHS

HCBPOI'CHHOTO OMI’ INaTTepHa U, BO-BTOPLIX, IMOINBITKH BKIIOYCHHUHA €TI0 B aJITOPUTM HEC
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NPUBEIN K ONTUMU3ALMKU JUArHOCTUKH, HO CIIOCOOCTBOBAIM OOJBIIEMY HMEPEKPHITHIO
pe3ynbTaTtoB Mexay BM u IM1.

Meron PC ¢ ucnonb3oBanrem paszubix yactoT (10, 30, 50 I'n) 3apexoMeH1oBa
cebs B quddepenimanbHon quarHoctuke HMC. OnqHako, 11 IepeyrciIeHHbIX YacTOT
PC He npoBeneHa Banuaanus OTHOCUTENBHO TPYIIIBI 3I0POBBIX UCIIBITYEMbIX. B naHHON
pabote BmepBble npoBeneHo cpaBHenwe PC 10, 30, 50 I'm ¢ rpynmoi KOHTpPOJI.
Peructpauus ammintya M-BOJHBI IPOBOJAMIACH C MBIIIIBI OTBOASIICH MU3UHEL] MPU
CyNpaMaKCUMaJIbHOW CTUMYJISIIUU JIOKTEBOTO HEpPBA B O0JACTH 3amsiICThs, COIJIACHO
onucaHHbiM mpoTokosaM [Kimura, 2013]. B nHamem wuccieqoBaHUU HanOOJbIINE
otkioHeHuss PC oT pedepeHCHbIX HHTEpBAJOB TPYIIBI KOHTPOJISA, MO3BOJISIIOLINE
mupdepenunpoats BM ot JIM1, BeisiBieHs! y 60abHbIX ¢ PC 50 ['11, 4yBCTBUTENBHOCTD
cocraBmwia 0,65. Ha 30 I'm B rpynne JIM1 3HadueHus JeKpeMeHTa MPUOIMKAIUCH K
HOPMAaJIHBIM MOKa3aTessiM Uy 80% OOJIbHBIX HE BBIXOJIWIM 33 TPaHULbl pePEepEeHCHBIX
untepBanoB. HcciaenoBanue Ha 10 I'm B oOeux rpynmax IMOKa3ajJo0 HAaWMEHBIIYIO
qyBcTBUTENBHOCTH (0,43), uTo cTtaBUT nox comHeHnue ucnoip3zoBanue PC 10, 30 ' B
nuarnoctuke BM u JIM1 (tab. 22).

Kak crneayer w3 mpwiokenuss 1 W mpuBeIeHHBIX mpumepoB (puc. 18-21),
KAueCTBEHHbIE U KOJMYECTBEHHbIE M3MEHEHUs Npu BM He 3aBUCAT OT BBIPA)KEHHOCTH
KIIMHUYECKUX TPOSIBJICHUI MUOTOHUHU U TUIEPTPODUM CKETETHBIX MbIIII. J[aHHBIN (pakT
MOJKET CBHUIETEIbCTBOBaTh O (HYHKIMOHAIBHOM OCOOEHHOCTH MYTAHTHBIX HOHHBIX
KaHaioB. PaHee moka3aHo, 4YTO IEKPEMEHT aMIUIUTYy A6l M-BosHBI B 0TBET HA PC Moxker
OTpakaTh CBOMCTBa MYTAaHTHBIX HOHHBIX KaHAJIOB M, TaKUM OOpa30M, SIBIISTHCS
JOTIOJITHUTEIBHBIM ~ (paKTOM, IIOMOTAIOIMM HE TOJIbKO omntumusupoBath JHK
nuarHoctuky BM, Ho u npennonoxuts npuunHHyto myTtanuio [Colding-Jergensenetal,
2003]. B mpencrasiaeHHoii paboTe BhIOOpKa mamMeHTOB ¢ BM Obuta Kpaiine
reTeporeHHasi rno npeAcTaBieHHbIM reHoTurnam (30) u mytauusm (23), 4To He O3BOJTUIO0
IPOBECTU KOppessiiuu Mexay usmeHeHussmu npu PC u myranusmu. 910 Tpedyer
JTaTbHEHIINX HCCIeA0BaHUi ¢ (HOPMUPOBAHUEM TPYMI C OJHOTHUITHBIMH MYTAIMSIMHU U

IrCHOTHIIaMH, 4 C YYCTOM PCAKOCTHU OTACIIbHBIX N'CHCTHYCCKUX H3MCHCHHI>1, IMPOBCACHHUC
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HO,Z[O6HOI‘O aHalln3a OOJDKHO CTPOHUTBCA Ha MCEKIAYHAPOIHOM MYJIbTHICHTPOBOM

IIPpUHOUIIC.

Ta6muna 22. YysctBurenbHocth PC 50, 30, 10 I'll u KTH

B rpynnax BM u JIM1 ¢ yyeTrom rpynnsl KOHTPOJIS.

Putmuyeckasa ctumynauma

50 Iy, 30 Iy, 10 Iy KTH

AekpemeHT M-BONHbI 32 Npefenamu nartrepH Il | nartrepH lll
5-95 nepueHTUAA 3HAYEHUI TPyNNbl KOHTPOAA, n (% oT 06C!1e,£|,OBaHHbIX)
n (% oT 06cnenoBaHHbIX)

MayueHTbl ¢ BM

30(90,9%) | 22(786%) | 18(62,1%) | 8(30,8%) | 18(69,2%)
MaymeHTtsbl ¢ M1
11(36,6%) | 6(182%) | 9(273%) | 5(16,1%) | 26(83,9%)
Bcero naymeHTos c BM u M1
41(651%) | 28(459%) | 27(43,5%) | 13(22,8%) | 44(77,2%)
Fpynna KoHTponA
2(7,1%) | 2 (9,1%) | 1(55%) | - | 19 (100%)

[Tpu npoBenennu KTH B nanHoit paboTte BbIsABIEHO NpeobiaiaHie HOPMAIbHOTO
natrepHa Il tuna y 44 (77,2%) u3z 57 obcnenoBanHbix nanueHtoB ¢ BM u JIM1
COOTBETCTBEHHO. [loylydeHHBIE B HACTOSIIEM HCCIENOBAHUM JAHHBIE O HU3KOU
gyscTBUTenpHOCTH (0,23) KTH mnpu oOcnenoBaHny TeéHOTUITUPOBAHHBIX MAIMEHTOB C
BM u JIM1, He npoTtuBopeyaT pe3yibraTtaMm 3apyoexHbix aBTopoB [Michel et al., 2007;
Dupré et al., 2009; Trivedi et al., 2013]. KTH sBnsieTcs HEeMHBa3MBHBIM, JTIOCTATOYHO
KoM(popTHEIM TecToM 1o cpaBHeHUtO ¢ PC 50 I'u, KOTOphI XOpOUIO MEPEHOCHUTCS
NalUeHTaMd M aKTUBHO IMPUMEHSETCS 3a pyOex oM, HO IOJIyY€HHbIE JAaHHbIE HeE
no3BoJsit0T ucnoib3oBath KTH B nuddepenimanbHoi 1uarHocTike Kak BHYTPH, Tak U
Mexay rpynnamu naureHtoB ¢ BM u JIM1. IlonydyeHHble aHHbBIE TaKkxke TpeOyroT
IIPOBEJCHNs  JAJbHEUIIMX  MCCiaeaoBaHMd W yroyHeHns Mecta KTH B
muddepenunansHoit nuarnoctruke HMC.

Kak oTrmeuanocs paHee OLIEHKa KIMHAUYECKUX CUMITOMOB MUOTOHUM 3aBUCHUT OT
CYOBEKTUBHOM OILIGHKM Bpaya M HACTpOs K COTPYAHMYECTBY OOJBHOTO TIpU

O6CJ'IC)10BaHI/II/I, 4YTO 3aTPyAHSICT 00BEKTUBHOE onpeaciIcHne CMMIITOMOB MHUOTOHHUHU U
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OTCIICKUBAHUE UX B TUHAMUKE. ITOT (aKT 3aTpyAHSIET OLIEHKY 3(P(HEKTUBHOIO JICUEHUS
IIpU TMPOBEJCHUHM KIMHUYECKMX HCCeAoBaHUM misi OoybHBIX ¢ BM. Hepemennsiii
BOINPOC CTAaHJAAPTHU3ALNN KIMHUYECKUX MPOSABICHUM MHUOTOHHM BO3BpAaIllaeT HAC K
paccmotpenuto pabotel B.M. JlykesinoBa u H.A. Uneunoit (1966 r.), koTopas B cBeTe
IIPEACTABICHHBIX JAHHBIX IOJYy4aeT HOBOE AKTyaJlbHOE 3BydaHHe. B umccienoBaHnu
onucaH Helpopuznonornyeckuit GeHOMeH, KOTOPBIN, MPU OTCYTCTBUM HA TOT MOMEHT
noaTBepxaatomend JJTHK-1rnarHocTuky, mo3BoJinil aBTOPaM BBIAECIUTh HOBYIO «TPETHIO
dbopmy» BM. deHomMeH mpencTaBiisi co00i CHUKEHUST M-BOJIHBI B MIOCTTETAHUIECKOMN
CEpPUU CTUMYJIOB C ITOCTEIEHHBIM BOCCTAHOBIICHHEM aMIUIUTY/Ibl B T€UeHUU 2-3 MHH. B
pa3HOU cTeneHu CHMXEHUsS M-BoyHbI BhIsBIEHB ¥ 19 (55,9%) u3 34 o0cienoBaHHBIX
00nbpHBIX ¢ BM, oTHeceHHbIX aBTOpaMu K HOBOM (opme BM. JlaHHBIN THUIT U3BMEHEHUS
oTMeuaicsi y OOJBHBIX C TSKEIbIMH KIMHUYECKUMHU MPOSIBICHUSMU MHUOTOHHUU
[JIyxpstHoB M.B., 2013].

[Ipotokon, npepioxkeHHbiii M.B.JIykbsiHOBBIM HAIIOMUHAET MPOTOKOJ «IPOOBI C
TeTaHu3allMei», BCTPOEHHOTO B nporpammHoe obecneuenue «Hewpocodt». [Ipoba c
T€TAaHW3ALUHUEN MO CTaHJAAPTHOMY MPOTOKOJYy B HAIllEM HCCIEAOBaHWM mpoBencHa 11
o6oneHeiIM ¢ BMbB, nBym ¢ TsoxkenbiMu U 9 OOJBHBIM C CPEJHUMHU WM JIETKUMH
KIIMHUYECKUMHU MPOSIBIICHUSIMUA MUOTOHHU. Y 2 OOJIBHBIX C TSHXKEIBIMU Uy 5 CO CPEAHUMHU
KIMHUYECKAMU TPOSIBJICHUAMUA MHWOTOHUM BBISBIICHBI CHUXXKEHUST M-BOJHBI B
IIOCTTETAHUYECKOW CEPUU, Y ABYX C JIETKMMHU NIPOSBICHUSMH MHUOTOHUU W3MEHEHUU
aMIUTUTYAbl M-BOJIHBI B TIOCTTETAHUYECKUX CEPUSX BbIsBICHBI He Obutd. [lpu
BU3yallbHOM aHain3e (EeHOMEHA TMPOCICKUBAIACH CBSI3b TSIKECTH KIMHUYECKHUX
MPOSIBJIECHUA MHUOTOHHM C BBIPAKECHHOCTBIO CHMXKEHUSI aMIUIMTYAbl M-BOJIHBI B
MOCTTETAaHUYECKUX  cepusix. Hwke mnpuBeneH mnpuMep ABYX  OOJBHBIX €
MIPOTHUBOMOJIOKHBIMU TIO BBIPAKEHHOCTH KIMHUYECKUMH IPOSBICHUSIMH MUOTOHUH, C
OAHOTUIIHBIM JeKpeMeHTOM Ha PC 50 ['m u 3HAYMTENbHBIM pa3IMUYMEM B MNaJCHUU
aMIUTUTYyAbl M-BOJIHBI B MOCTTETaHUYECKUX cepusix. [Ipumep oTpaxkaer pe3yabTarsl 9

I/ICCJIeI[OBaHI/Iﬁ U ITOAYCPKUBACT OTCYTCTBHUC CBA3U KIIMHUYCCKUX HpOHBJ’IeHI/Iﬁ MHOTOHHNH
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¢ nekpeMenToMm 1ipu PC 50 'ty 1 BO3MOXKHOM CBSI3U TSXKECTH KIMHUYECKUX MPOSIBICHUI

MHOTOHHUH C IEKPEMEHTOM M-BOJIHBI B TOCTTETAHUYECCKHUX CepHsiX (puc. 24).

AKTUBHAA MUOTOHMUA

"lll!i __i-lg-i!l__

e e e

C e S G -lll
I!!ﬁ!gg;g; BEEL

3 4 5 6 7 8 cek

y

MNpo6a c TetaHusaymei

nes., Abductor digiti minimi, Ulnaris, C8 T1 np., Abductor digiti minimi, Ulnaris, C8 T1

Pucynok 24. HpHMep AKTUBHOW MUOTOHUU U «npo6a ¢ Tetanuzauuein» npu BMb. (a) y
nanueHTta Ce. 22 ner, ¢ reHotunoM p.[Thr550Met]+[Arg626Stop+Pro813Thr] u (6)
nanuenTa K. 35 nert, ¢ renotunom p.[Arg894Stop];[Arg894Stop.

AKTHUBHAsi MUOTOHUS:

a) BeIpaxxeHHbIE KIMHUYECKUE TMPU3HAKM MHUOTOHUHM C JIBIXaTE€JbHBIMU HaPYIICHUSMH.
AKTUBHAsI MUOTOHHSI B KUCTAX >8 CEK MOCIIE MEPBOr0 M30TOHMYECKOTO COKPAIICHUS C OTPaHUYCHHEM
MIOJTHOTO pa3TuOaHus MaIbIeB KUCTEH.

0) Jlerkue KITUHUYECKHE MPOSBICHUS MUOTOHUU. HEeT MHOTOHMHM B KPYTrOBBIX MBIIIIAX TJIa3.
AKTHUBHAsi MUOTOHUU B KUCTSIX <2 CEK MOCIE NEPBOT0 N30TOHUYECKOTO COKPAILICHHUS.

[Ipo6a ¢ TeTannzamnueit:

a) B1u 2 cepun (PC 3 I't 5 ctumynoB) napameTpsl M-BotHBI 0€3 n3MeHeHUs. TeTaHu3anus

(PC 50 I't 200 ctumynoB) ¢ BeIpaskeHHBIM ekpeMeHToM (95,0%) u B moctreTannueckoii cepuu (PC 3
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['t1 5 ctumynoB) peskoe cuukenue (-87,1%) M-BosiHbI (KpacHas CTpesika) ¢ MOCJIEIYIOIUM MeIJIEHHBIM
BOCCTAHOBJICHHEM aMIUIUTYAbI Yepe3 | MUH Mociie TeTaHU3aluH.

6) B 1 u 2 cepun mapamerpbl M-BOJHBI 0€3 M3MEHEHHS. TeTaHM3aIUs C BBIPAKCHHBIM
nexkpeMeHToM (93,4%), a B MOCTTETAaHUYECKON cepuu He3HauuTenbHoe yruerenue (-12,4%) M-BoiaHbI

(3eneHas cTpesnka) ¢ moCJIeIyIOIUM MeJICHHBIM BOCCTaHOBIIeHHEM yepe3 20 cek Mmocie TeTaHU3aluH.

Ecnu npeanonaraemasi cBsi3b HalAET MOATBEPKIACHUS, TO UCIIOIB30BAHUE MPOOBI
M.B. JlykbsiHOBa IMO3BOJUT OOBEKTUBH3UPOBATH TAKECTh KIMHUYECKUX IMPOSBICHUMN
MUOTOHUHU, HCKIIOYUTh CYOBEKTUBHYIO OIIEHKY Bpaya M BIMSHHE OOJIBHOTO Ha
KJIIMHAYECKUE CUMIITOMBI MUOTOHHHU, W TO3BOJUT MPOBOJUTH OIEHKY A((PEKTUBHOCTU
JICYEHUS MPU MPOBEJICHUH KIMHUYECKUX UCCIIeA0BaHUM J1si 00JbHBIX ¢ BM.

B uTore He0OX0AMMO MOAYEPKHYTh, YTO TONIBKO y 12 (28,6%) manuentoB ¢ BM u
9 (28,1%) ¢ JIM1 nmuarso3s mocTaBJICH C 3aJICP)KKOM JI0 6 JIET OT MOMEHTA MaHU(ECTAINH
CUMIITOMOB MHMOTOHHUH, y OcCTaimbHbIX 53 (71,6%) manueHTOB AMArHo3 BBICTABJICH C
3anepxkoit 17,0£8,9 netT, HECMOTps Ha €XKEroJHbIe MEUIIUMHCKUE MPO(HIaKTHIECKUE
ocMOTpbl. Bce 3TO CBUAETENBCTBYET O BAXKHOCTH HH(OPMUPOBAHHOCTH Bpadeil o
CUMIITOMaX MHOTOHUHU, YTO TPH HAJIMYUU HACTOPOKEHHOCTH, B HAIIEH TpyImme
nmo3Bosiio Obl 3amoo3puth BM mim JIM1 y 74 (94,9%) GonbHBIX, a TIPOBEACHHUE
CEMENHOI0 CKpUHUHTA — Y OCTAJIbHBIX 4 MalEeHTOB.

PazpaboTanHbie anropuTMBbI ISl Bpauel KIMHUYECKOTo MPOuMIIs ¢ OleHKon 12
BBICOKOUH(OPMATUBHBIX MPU3HAKOB, U JIJII HEHPOPU3HOJIOTOB JOCTATOYHOTO IO 00bEMY
OMI' nportokona c¢ mpoBeaeHueM HOMIT ¢ 0obIIeOEpPIIOBOM MBIIIIBI, OIEHKOM
nutenbHocTy C/I-3MP u nekpementa aMmrutyasl M-BosHel ipu PC 50 I'i, mo3Bomsit0T
noctoBepHO nuddepennurponaTh nanrenToB ¢ BM u JIM1. Heo6xoaumMo 0oTMETUTD, YTO
IIPY TIOCTAHOBKE WJIM MOSBIICHUS 3a7a4u 1iepe]] Herpodusnonorom nuddepeHnmnanbHon
nuarHoctuku BM u JIM1 pa3paborannbiit OMI' npoTOKO M03BOISET ONTUMU3UPOBAThH
Bpems OMI uccienoBanus ¢ paHee HeoOXoAUMBIX 3 4dacoB 20 MuH 110 ~15 MHH U
nuardoctupoBath BM wim JIM1 ¢ 96,8% BeposTHOCTBIO ¢ JajdbHEHIIICH onTUMH3aIiien

JIHK guarHOCTHKH.
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3AK/IIOYEHUE

PacimmdpoBka renoma uenmoeka B 2000 r. u mocrieayromias MOACPHU3ALUSA
TEXHUKU OIpejesieHuss HykieoTuaHo mnocnenoatenbHoct [IHK ¢ BHenmpenuem
TEXHOJOTUA  CEKBEHHPOBAHMS  HOBOTO  TOKOJICHHS  CACNAId  PYTUHHBIMHU
noaTBepxaaromue  meroasl  JIHK-nmmarnoctuku.  Pe3ynapTaThl  OTKpBIBIIMXCS
BO3MOXXHOCTEH HE 3acTaBWIM ce0s *KIaTh: ceroans omnucaHo ~7000 HaclieICTBEHHBIX
HO30JIOTUYECKUX eauHull. T.e., Jake Mpu peaKol 4acToTe BCTPEYAEMOCTH OTACIbHBIX
dbopm, X cymMMapHas 4acToTa KoJjioccalibHas. Bce 3To CBUAETENbCTBYET O TOM, UTO
BCTPEUAEMOCTh HACJEJACTBEHHOM MATOJIOTMU OKa3ajaCch 3HAYWUTENBHO BBIIIE, YEM 3TO
npeanoiaranock panee. Cerognsi nmo nanHbiM Global Genes®, pacnpocTpaHEHHOCTh
penxkux 3aboJieBanuii coctaisieT 350 MIIH. YesoBeK 1Mo BceMy Mupy, 80% U3 KOTOPBIX
OTHOCSITCS K HaCJIE/ICTBEHHBIM MOHOTE€HHBIM 3a00JIeBaHUSIM

[https://globalgenes.org/rare-diseases-facts-statistics/].

[TonyuenHsle pe3yabTaThl MCCIAEAOBAHUSA TOKa3alid, YTO HACTOPOXKEHHOCTH
OTHOCHUTEJIbHO HaJM4yus y TalMeHTa HACJIEICTBEHHON MAaTOJIOTUU C TMOCIEAYIOIIUM
npoenennem JIHK-ananusza mo3BossitOT  BBISIBUTH  pasHbeie  ¢opmbl HMC,
CKPBIBAIOIIMECS TI0J] «MacKaMmu» IPYTHX, (eHOTHITNYEeCKH CXOXKUX OoJe3Heit (Tad. 9).

Ilo maHHBIM €OWHCTBEHHOI'O JIIMIEMHOJIOTHYECKOro wucciaegoBanus 1976 r.,
KOTOPOE JI0 MOCTEAHET0 BPEMEHH SBJISIIOCH O(PUIIMAIIBHO MpU3HAHHBIM, B BopoHexke u
Boponesxckoii odnactu pacnpoctpaneHHoctb HMC cocrasnsier 0,35:100 000 [FOpoB u
ap., 1976]. B To e camoe BpeMs pe3yJabTaThl MUPOBBIX UCCIIEIOBAHUN COOONIAIOT OoJiee
Beicokue mudpsl ~ 15:100 000 [Sun et al., 2001; Harper, 2008; Matthews et al., 2010;
Udd, Krahe, 2012]. IIpoBemeHnHoe HCCICAOBAHHE ITOKA3al0, YTO HA CaMOM Jelie
pacnpoctpaneHHOcTh HMC B BbIOpaHHOM peTrHOHE OKa3aiach 3HAYUTEIHHO BBIINIE U

cocraBmia 2,6:100 000 mms BM, yTo comocTaBUMO MO YacTOTE C 3apyOeKHBIMU


https://globalgenes.org/rare-diseases-facts-statistics/
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uccienoBanusmu [Sun et al., 2001; Trip et al., 2008]. Pacnpocrpanennocts JIMI1
coctasmia 3,3:100 000, yto B 3,8 pa3a MeHbIIIe, YEM CPEJIHSSA PACIPOCTPAHEHHOCTH B
EBpome — 12,5:100 000 [Harper, 2008; Udd, Krahe, 2012]. OgHol U3 NPUYHAH CTOJIb
CYILLIECTBEHHBIX PA3JUYUMN CIEAYET CUUTATh TO, UTO AUATHOCTHKA JTaKE€ TAKHUX XOPOIIO
u3BecTHbIX (popm HMC, xak BM u JIM1, no-npexHemMy npencTaBiseT ONpeeIeHHbIC
TpyAHOCTH. B mepByro odepeap 3TO CBA3aHO C BBIPAXEHHOW BapHaOeTbHOCTHIO
KJIIMHAYECKUX MPU3HAKOB U MX YaCThIM MEePeKpbITHEM pu 00cyxaaemMbix popmax HMC,
orcyrcTBUeM OMI-anroputMoB, a TakXke€ OTCYTCTBUEM NAaTOTHOMOHHUYHBIX U
cnenuUIHbIX HEHPOPU3UOIOTHIeCKUX (PEHOMEHOB, U U3MEHEHUN MpU 00CIIeIOBAaHUU
MalMEHTa Ha cTaauu ocTaHoBkM 3a1aun JJHK-uccnenoanusd. [{o nocineanero BpeMeHu
B Poccuu He mpoBOAMIIOCH PETPOCTIEKTUBHBIX HCCIIEJOBAHUMN C AaHAJIM30M OCOOEHHOCTEN
KJIMHUKO-HEUPOPU3UOTOTHIECKUX PE3YIbTATOB Y TCHOTUITUPOBAHHBIX MalueHToB ¢ BM
u IM1.

B mnacrosimieit paGoTe HUCMONB30BAICS KOMIUICKCHBIA aHAIU3 PE3YJIbTaTOB
KIMHUKO-OMI™ nanHbIX y nmanueHToB ¢ BM u JIM1 ¢ marogoru4yeckuMu MyTalusMH,
nokazanubiMu nipu JIHK-uccnenoBanun. Ha ocHOBaHMM pPETPOCIEKTMBHOTO aHAIM3a
BBISIBJICHBI JIOCTOBEpPHbIE KIMHUYECKHE M OMI' npu3HaK, MO3BOJSIONIME MPOBECTU
mupdepeHnranbay0  IUarHocTuky W ontumusupoBath JHK-uccnepoBanue B
Kay3aTMBHBIX F'€HAX IPU MOJ03PEHUH Ha Hanuuue y nanuenta BM wmm JIM1.

CdopmupoBaH HEOOXOIMMBIN U JOCTATOYHBIN MPOTOKOJ KIIMHUYECKOTO OCMOTPA,
OCHOBaHHBIN Ha OOHAPYKEHUH |2 CHMITTOMOB, TIO3BOJISIOLTNX C OOJIBIITON BEPOSTHOCTHIO
pasrpannunth JIM1 u BM. [laHHO€ pa3rpaHHYe€HHE BO3MOXHO BHE 3aBHCHUMOCTH OT
JUTUTEIIbHOCTH Te€UEeHUsI O0JIE3HU, TSHKECTH OOHAPYKEHHBIX CUMIITOMOB U TOJIA.

[Tocne reHoTunupoBHUsE 00JBHBIX ¢ BM cTano oueBWAHBIM, YTO MpeodiIagaroT
nanmeHTel ¢ BMb naxe B rpymme OOJNBHBIX C HE3HAYUTEIBHBIMU TPOSBICHUSIMHU
MUOTOHHMH, YTO MO JIUTEPAaTypHbIM JaHHBIM XapaktepHo it BMT [Becker, 1977,
Colding-Jorgensen, 2005]. B wuccinemyemoii rpymme okasanoch Toibko 6 (14,3%)
o6onpHBIX ¢ BMT, B TO BpeMms kak BbIsSIBIIEHHBIX ManueHToB ¢ BMb oxkasanocs B 6 pa3

oonbiie - 36 (85,7%) GonbHbix. BMT Xxopomio u3BecTHa BpauaMm M SIBJISE€TCS TIEPBBIM
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JIMarHO30M B MEpPEYHE COCTOSHUM, KIMHUYECKH COMPOBOXKIAIOIIUXCS MUOTOHHUEH, C
MPEICTABICHUEM HEOIpaBJaHHO BBICOKOTO (50%) reHEeTHYEeCKOTO pHUCKa B CEMBIX
OOJBHOTO.

Opnako noareepxkaeHre BM MolieKkyasipHO-TEHETUYECKUM METOJIOM HE BCerja
MO3BOJISIET MPOBECTU KOPPEKTHOE MEIUKO-TEHETHYECKOE KOHCYJIBTUPOBAHHE JIaXe B
CEMBSX C HAKOIUIEHUEM 3a00JeBaHu B psy nokojenuit [Kypoaros u np., 2016]. B nByx
(5,4%) u3 37 cemeit ¢ BM ¢ BepTukallbHOM cerperaiueil 3a0ojieBanus npeodiagaiu
kmuHUKO-OMI™ mpusnaku B monb3y BMT, omnako mpoBeaenune mnpodanmam JIHK-
aHaJM3a He MO3BOJIMIIO YTOYHUTE GopMy BM u3-3a BBISIBICHUS IBYX MYTallUid, U TOJBKO
TEHOTUIMPOBAHUE POAMTENEH KaXKJ0ro MNpoOaHaa MO3BOJMIO ONPENEIUTh MPAHC-
MOJIOXKEHUE MYTallMi U YCTAaHOBUTH HO30JI0THYecKyr0 Gpopmy — BMBb. Jlanubiil dakt
paHee He ObUI OmNHMCAaH B OTEYECTBEHHOM JuTeparype. Bce 3T0 mnoauepkuBaeT
HEO0OXOIMMOCTh MPHU BEPTUKAJIbHOU cerperaumu BM mnowucka BTOpoil MyTaluu, a Mpu
BBISIBJICHUM BTOPOW MyTalMd — MPOBEJACHHE JOMOJHUTEIBHOTO MOJIEKYIISIPHO-
TEHETUYECKOT0 HCCIEIOBAaHUS POJIUTENSIM OOJBHOTO C MOCIEIYIOIIUM PacuyeToM
KOPPEKTHOIO TE€HETUYECKOI0 pHUCKA Il BCEX YJIEHOB CEMbH B 3aBUCUMOCTH OT
ycta"oByienHo popmbl BM [Kyp6atoB u np., 2016].

B Hamiem uccnenoBaHuM MOATBEpXKIEHA KIWHUYECKas BapuabeiabHOCTh BM u
JIM1, otmeueHHas paHee B juteparype [Mamkanos, 1988; Colding-Jorgensen, 2005;
Harper, 2008; Trip et al., 2008; De Antonio et al., 2016]. KoMIuiekCHbIH KIMHUKO-
HEHPOPU3NONOrMYECKUN aHaIU3 HE TMO3BOJIAET BBISIBUTh CTATUCTUYECKHE PA3UYMs B
rpynnax 6onpHbIXx ¢ BMT u BMb. Jlannsiii gakT mo3BomisieT oOCyknath (PEHOTHUITBI
paccmaTpuBaeMbix ¢opMm matojorud BM B equHOM KIIIO4€ M JOKA3bIBAET, UTO MPHU
HEOOXOJAMMOCTH pacueTra TeHeTHYeckux puckoB Toibko JIHK-anamu3 mno3Bossier
pa3zensaTh NAaMEHTOB HA KOHKPETHBIE HO30JIOTHYECKUE €ANHUILIBL.

['pynna GonbHbIX ¢ JIM1 oTinryanace nmo Bo3pacty aelroTa 3a0oneBaHust u u3 36
nanMeHToB Obuta TpenctaBieHa kiaccuueckumu ¢dopmamu  FOJIM1 u  KJMI
(roHomreckoit u B3pocioit) y 29 (80,6%) 6ombHBIX, ogHUM (2,8%) OG0onbHBIM ¢ BJIM 1 6

(16,7%) 6onbubIME ¢ TT/IM, BCce ¢ MPOKUMU BapualusiMy KIMHUKO-OMI' npu3HaKoB.
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B npencraBieHHoit paboTe MpoOBEAEH ~aHAIM3  BCEX  OOIIENPUHATHIX
HEHPOPU3NOIOTHUECKUX TECTOB, UCTIOJIb3YEeMbIX NI AudHepeHInaIbHON TUarHOCTUKU
BM u /JIMI. IlpoBeneHHoe uccienoBaHuEe MoOKa3ayio, 4yro npu OMI -uccienoBanun
naiieHToB ¢ BM u JIM1 wuMeTcs JOCTOBEPHBIE Pa3IMYMUsl MO  CICAYIOINIUM
nokasaressaMm: 1) OMI-narrepny npu ananusze IIJIE ckeneTHpIX MBI MIOJbYaThIMU
aeKTpoAamu; 2) mo aiaurenbHoctd 3-x MP; 3) usMeHeHuto aMiuuty bl M-BOJIHBI B
orBeT Ha PC 50 I', mpoxpomxutenbHocThIO 4 cek. [lo ganHbIM muTepaTyphl Haubosee
pactipoctpaneHHbIMU DOMI -Tectamu B nuarnoctuke HMC sisnsirores KTH u PC 10 I'nn.
OpHako, B penpe3eHTaTUBHBIX UCCIEIOBAaHUSX, MPEJACTABICHHBIX B JIUTEpAType, ObLIN
IIOJYYEHbl  HEOJHO3HAYHBIE  pPE3yJNbTaThl, HE IO3BOJISIOIIME PEKOMEHIOBATH
NPEIJIOKEHHBIE TECThl B KAUECTBE PYTMHHOTO HMCCIENOBaHUA Uil TU(PPEepeHIIMPOBKI
narerToB ¢ BM u /IM1 [Aminoff et al., 1977; Rossi et al.; 1984; Streib, 1987; Deymeer
et al., 1998; Colding-Jorgensen et al., 2003; Dupré et al., 2009]. Bonee Toro, B Haliem
UCCIICIOBAHUHY HE BBISIBICHO JOCTOBEPHBIX PA3JIUYUN PE3YyJbTATOB, MOJYYECHHBIX Y
nanueHToB ¢ BM u JIM1, 1o cpaBHEHHUIO €O 3I0POBBIMHU UCBITYEMBIMU. ITO CTABUT O]
COMHEHHE TPUMEHEHUE HEUPOPU3HOIOTUYECKOTO TECTUPOBAHUS C MCIOJIb30BAHHEM
KTH-tectoB u PC 10 'y npu BM u IM1. HecMOTpsi Ha 04€BUIHOCTh MOJTYYECHHBIX B
HalleM HCCIeAOBaHUM pe3ynbTatoB ucnosib3oBanuss KTH, nanubiii ¢dakt TpeOyet
JAJbHEUIIIETO CpaBHUTENBHOrO aHanns3a npuMeHeHus KTH y manueHToB co Bcemwu
JOCTYITHBIMU (pOpMaMu MUOTOHUU. [[J1s1 ONTUMU3AIMKN KIMHAYECKOTO HCIOJIb30BaHUS
KTH u 3Ha4MMOCTH MOJTy4Yae€MbIX PE3yIbTaTOB B JACTAIM3ALUU NATOPU3UOIOTHUECKUX
MEXaHU3MOB Y MAIMEHTOB C Pa3HbIMU (OPMaMU MUOTOHHH (HE- U TEHOTUITMPOBAHHBIX )
pa3paboTaH ¥ BHEJIPEH B TNPAKTUKY aBTOMATH3WPOBAHHBIM TIPOTOKOJ Ha Oaze
nporpaMmmHoro ooecrieuenust pupmel «HeitpocodT». [IpoTokon oTanyaercs mpocToTon
MPOBEJEHUS U €T0 MPOJAOTIKUTEILHOCTD COCTABIISIET 3 MUHYTHI.

B pesynbrare nccienoBaHus HE BBISIBJIEHO KOPPEISALMU IEKPEMEHTA aMILIATYbI
M-Bonnsl B cepuu B otBeT Ha BPC 50 'l 1 KTMHUYECKUMHU TIPOSIBJICHUSIMU MHUOTOHUH.
DOTO HABOAUT Ha Pa3MBIIUICHUS O BO3MOXKHOW B3aUMOCBSI3M JEKPEMEHTa HE C

KIIMHUYCCKMMH TIPOABJICHHUAMHM MHOTOHHMH, a C q)YHKHHOHaHBHOﬁ AKTHUBHOCTBIO
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MYTaHTHOTO WMOHHOTO KaHana. JlaHHOe mpenanosokeHue TpeOyrT YTOUHEHUS U TpHU
MOJIOKUTEIIBHOM PE3YyJIbTaTe MOKET OBITh MOJIE3HBIM B KIIMHUYECKUX UCCIIEOBAHUSX T10
JICYEHUIO MUOTOHUU JJIs OLICHKU U3MEHEHUS (DYHKIIMOHATBLHON aKTUBHOCTH KaHaa.

[IpensioxkeH anropuT™ HEHPOPHU3UOIOTHUECKOTO OOCIEI0BAHUS TMAIIMEHTOB C
HMC, no3Bonstonuii goctoBepHo BbiaeauTh BM u JIM1. AnroputMm BKIIOYaeT
MOCJIEI0BAaTEILHOE MPOBEACHUE CIEeNYIOMUX HuccienoBanuii: 1) OMI' uronbpuatbiMu
ANEKTPOAAMHU CKEJIETHBIX MBI IS ONpPEACIICHUS MaTTepHa W3MEHEHUH, ¢
00s3aTeIbHBIM OOHapy)KeHHeM H aHamu3oM jumrtenbHoctd CJI-3MP; 2) anamus
nexkpeMmenta M-BoiHbl B 0TBeT Ha BCP 50 I'i. Bee mpo06s1 He TpeOyroT TONMOIHUTETbHBIX
HACTPOEK MPUOOpPa U BCTPOEHBI B OTKPHITOE NMPOTPAMMHOE 00ECIIEUCHUE CTaHIapPTHOTO
AleKTpoMuorpada, 4To MO3BOJSAET ONTUMHU3UPOBATH MPOJOJLKUTEIBHOCTh MPOTOKOJIA
oOcnenoBanus 10 10-15 MuH rpu noctaHoBKe 3a/1a4u TudPepeHInanTbHON TMarHOCTUKU
BM u /IM1 nepen Heiipodu3noaorom.

[Ipumenenue B nuarHoctuke BM u JIM1 npennok€HHOro HaMu IMpPOCTOro, HE
3aHUMAIOIIET0 MHOTO BPEMEHU KIMHUYECKOTO UM HEUPOPU3UOIOTHYECKOTO MPOTOKOJIA
MO3BOJISIET JIOOOMY CIEIHATUCTY, HE3aBUCUMO OT KBaJIM(UKAIUU, CTATUCTUYECKU
nocTtoBepHO pasrpannunth BM u IM1 ¢ nocnenyromieit ontumuzanueit JIHK ananusa.

Bce »T0 cHu3MT MaTepuanbHble 3aTpaThl OOCIEIyEMBIX Ha TEHETHYECKOe
TECTUPOBAHUE, TMO3BOJUT C OOJNBLIION BEpOATHOCTHIO BbIOpaTh reH i JHK
TECTUPOBAHUS, COKPATUB BpPEeMsl U MyTh MalME€HTa JO BEPHOro auarHo3a. CHUKEHHE
BPEMEHH YCTAHOBJICHUS JMArHO3a MO3BOJSIET MPOTHO3UPOBATH MOSIBICHUE BO3MOKHBIX
OCIIO)KHEHHM  OOJe3HH, ONTHUMHU3UPOBaTH  BHIOOP  TPYAOBOWM  JIEATEIHHOCTH,
COIMAJIN3UPOBATh OOJIBHBIX, MPOBECTH CKPUHHUHT B OTSTOIICHHBIX CEMbSIX U, CaMOE
[JIABHOE, KOPPEKTHO MPOBECTH MEIUKO-TEHETHYECKOE KOHCYJIHTUPOBAHUE MpoOaHIa U

YJICHOB €0 CCMBH.
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BbIBO/1bI

1. CoBpemeHHass  MOJEKyJsipHAs  JMAarHOCTHKA  TO3BOJSIET  YETKO  OYEPTUTH
dbenorunmueckuit cnektp BM u JIM1. BM xapakrtepusyercst 1e0I0TOM C YMEpPEHHO
BBEIPOKECHHOW W TEHEPAIM30BAaHHOW MHUOTOHWHU 10 16 7neT, rumepTpodueit cCkemeTHOM
MYCKYJIATYpbl CO CTallMOHApHBIM TeueHuem Oosie3nu. [Ipu JIM1 cuMntoMm MHOTOHUU
MaHudecTupyeT nocie 16 Jiet ¢ mocaeayonyuM HapacTaHUEM BhIPAXKEHHOCTH MUOTOHUHU
U TIOCTENECHHBIM TPUCOCANMHEHUEM ciabocTh HW  aTpodUiIMH MPEUMYIIECTBEHHO
JUCTATBHBIX MBI KOHEYHOCTEH, MBIIII] CruOaTesel 1mer U HATMYUEM BHEMBIIIEYHBIX

NIPOSIBJICHUH, TeUeHUe O0JIE3HU MPOTPECCUpYIOIIee.

2. Ilpu BM u JIM1 uronpuateiMu DMI -35ekTpoaMu B OJMHAKOBOM YHCIIE CIIy4aeB
PETUCTPUPYIOTCS MHOTOHUYECKHE pa3psiyibl, (HAKT HaTUYUS KOTOPHIX HE TMO3BOJIAET
pPa3IUUUTh 3TU ABE PopMbl. CpeHsst JITUTETLHOCTh MUOTOHUYECKUX PA3PSI0B SIBISETCS
nH()OPMATUBHBIM MapaMeTpoM, Mo3BoJsitomuM auddepeniimpoBat BM u JIM1: npu
BM cpeansis JuTEeNIbHOCTh MUOTOHUYECKUX pa3psAnoB coctaBisaeT 937,2+4436,3 mc, a
npu M1 — 3239,4+£1539,4 mc. JIluarHOCTMYECKH 3HAYMMOW TPAHULECH CpEeaHEu
mutenbHoctd MP, nmo3Bossronieit qud depennporats BM u [IM1, sBisieTcst BenuurHa

1500 mc.

3. CremneHp JeKpeMEHTa aMIUTUTYJbI M-BOJHBI MPU PUTMUYECKON CTUMYJISIUUA C
yactoToil 50 I'1] HE KOppEeNUpyeT C TAKECThIO KIMHUYECKUX Tposiiennit BM u JIM1.
[Ipu sTom aexkpemeHT M-BostHbI HIke 60% oTMedaeTcst y 00bIIMHCTBA 00JbHBIX ¢ BM
(85,3% cityyaeB) v IUIIb y HE3HAUUTENIBHOTO yncia nmanueHToB ¢ JIM1 (20,0% ciyuaes),
YTO JlaeT OCHOBAaHMS JJII MCIOJIb30BaHMS JaHHOTO MapamMerpa B auddepeHnnanibHOn

JUArHOCTHKE YKa3aHHBIX (POPM MUOTOHHUIA.



128

4. Purmuueckas crumyinsnus ¢ yactoto 10 u 30 I'u mpu BM u JIM1 He BbIsSIBISIET
JIOCTOBEPHBIX M3MEHEHHI aMIUIMTYIbl M-BOJIHBI B CEPUU IO CPABHEHUIO C KOHTPOJIEM,
MO3TOMY JaHHBIC 3HAYCHUS YACTOT JOJDKHBI OBITH HMCKIIOYEHBI W3 CTaHAApTHOTO
poTokoyia ctuMyisiunoHHor OMI™ npu nuarnoctuke BM u JIM1. IlpensioxeHHbIi B
muteparype Henpodusnonornueckuit KTH-tect auddepennuanbHOil IHATHOCTHKA
MUOTOHHMI ¢ BblaeseHneM XxapakTepHbix OMIT mattepnoB (I, II, III) He sABmsercs
BAJIUJAHBIM M HE MOXET OBITh HMCIOJIb30BaH B IU(PGEpPEHIIMAIBHOM JUArHO3€ JTUX

COCTOSTHUMH.

5. CnoXHOCTH Te€HEeaJorH4ecKOro aHajan3a B ceMbsix ¢ BM (oTcyTcTBHE TOMUHAHTHON
cerperaliii B OOCJIEIOBaHHBIX HaMH ceMbix ¢ BMT, mnceBnogoMUHAHTHOE
HaclieJloBaHue U abcomoTHOE peobananue cirydaes BMb B rpymme nanuentos ¢ BM)
JTIOKa3bIBAIOT HE0O0X0oauMOoCTh mnocnenoBatenbHoro JIHK-tectupoBanus Bcero rena
CLCN1 c¢ omnpenmenenueM mpanc- W yuc-TIOJIOKEHUS MYyTaIllUi 1T HUCKITIOYCHUS
omubounoit nuarHoctuku BMT ¢ HeompaBnanHo BbicOkuM (50%) TreHETHUYECKUM

PHUCKOM B CCMBC.
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NPAKTHUYECKHUE PEKOMEHJALIUHN

1. Jlna npakTUYECKOW MEIUIIMHBI MPEASIOKEH KIMHUYECKUN aJrOpUTM JTUArHOCTUKHU
nanueHToB ¢ BM u JIM1, cyniecTBEHHO COKpaIllalolIiX BpeMs YCTaHOBJICHUS IMarHo3a
W OCHOBAaHHBIM HA JIOKAa3aHHBIX MPOCTBHIX B OIEHKE 12 BBICOKOMH(GOPMATHBHBIX

IIpU3HaKax.

2. Paspaboran OMI-airopuT™M JHArHOCTHUKHA, OCHOBAaHHBIM Ha TPEX OCHOBHBIX
napamerpax: narrepHe npu uOMI, cpennent mmrtensHOcTH MP M BBIpaKEHHOCTH
nexkpeMenta M-osnusl ipu PC ¢ wacroToii 50 I'1i, cyliecTBeHHO COKpalarnmii o0beM

u Bpemst OMI -uccnenoBanus 10 15 MuH npu 1uarHoctuke nanueHTos ¢ BM u JIM1.

3. KnuHuko-31ekTpodu3noIoruueckuii aHaau3 He MO3BOJSET JTOCTOBEPHO pasiinyaTh
narmeHToB ¢ BMT u BMB, nostomy mipu moctaHoBKe AMarHo3a MpUMEHEHHUE OOIIero
TEpMHUHA «BPOXKJICHHBIE MHOTOHHM» TPEICTaBIIICTCS 000CHOBAHHBIM. ETWHCTBEHHBIM
criocoboM yTouHeHHsI (hOpPMBI 3a00JIEBaHUS JII KOPPEKTHOTO MEIUKO-TEHETHYECKOTO

KOHCynpTHpoBanus sBisiercs JAHK-nnarnocruka.

4. Ilpm mnomo3peHun Ha BM peKOMEHIOBAHO NPOBOAUTH MEAMKO-TEHETHYECKOE
KOHCYJIbTHPOBAaHKE TOJLKO Tocie mojHoro aHanus3a reHa CLCN1 umm yctanoBieHuUs
reHotuna BMB, uto 00yclI0BI€HO KIMHUKO-3JIEKTPO(YU3NOTIOTHYECKUM OJTHOO0pa3ueM

nanueHToB ¢ BMT u BMB, a takke npeo6iianaauem B 6 paza BMb nag BMT.
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CIIMCOK COKPAIIIEHUHM M YCJOBHBIX OBO3HAYEHUI

AJl — ayTOCOMHO-JTOMUHAHTHBIN

AP — ayTOCOMHO-peLecCUBHBIN

BJIM1 — Bpoxknennas popma guctpoduueckoir MUOTOHHH 1 Tumna
BM — BpoxkneHHass MUOTOHUSA

BMBb — Bpoxknennas Muotonus bekkepa/boinesns bekkepa

BMT — Bpoxnennas muotonust Tomcena/bone3ns ToMcena

BII — BpoxaeHHas mapaMuOTOHUS

JIM — nuctpoduueckasi MUOTOHHUS

JIM1 — auctpoduyeckast MUOTOHUS | THna

JIM2 — nuctpoduueckass MUOTOHUS 2 THIIA

uDMI — uronpuaras MEKTPOMHUOTpaAPUs

KJMI1 — B3pocnas (kinaccuueckasi) popma TUCTpoPuieckoil MUOTOHUM | Tuma
K3M — xanwuii 3aBUCUMbIE MUOTOHUU

KTH — KopOoTKuid TECT C Harpy3Kou

MP — muoToHHnuecKkuil paspsia

McHK — MuoToHuu, CBA3aHHBIE C ITATOJIOTUEN HATPUEBBIX KAHAJIOB

McXK — MuOTOHNH, CBA3aHHBIE C TATOJIOTUEN XJIOPHBIX KAHAJIOB
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HAM — veguctpoduryeckas MUOTOHUS

H3 — nacneacTBeHHble 3a00€BaHUS

HMC — naciencTBeHHbIE MUOTOHUYECKUE CUHAPOMBI

OZIM1 — no3ausis (oaurocuMitoMHas) popma qucTpoPuieckolt MUOTOHUU | Tuma
ITJIE — noTeHuman ABUraTeIbHOM €IMHUIIBI

[III — mapokcu3MalbHAs MUOIUIETUS WM NAPOKCU3MAJIbHBIM IEPUOAUNYECKUAN

napajiuy

PC — putmuueckast cTuMyIisinust

CPB — cxopocTb pacpocTpaHeHusi BO30YXICHUS

CH-3MP — cpeansis JIUTENBHOCTh TPEX MUOTOHUYECKUX PA3PAI0B
CC — cnopagnyecKkuil ciaydan

cOMI' — cTuMynSILIMOHHAS 3NIEKTpOMHUOTpadus

OMI" — snexTponetipomuorpadus

FOJIM1 — roBenumnbHas opma nuctpodudeckoit MUOTOHUHU | THIa

CLCN1 — (skeletal muscle chloride channel) rem xmopHoro kaHama CKeJIeTHOMW

MYCKYyJIaTypbl
DMPK — (dystrophin myotonin protein kinase) ren quctpodus npoTenH KHHA3bI
OMIM — Online Mendelian Inheritance in Man

SCN4A — (skeletal muscle sodium channel) ren HarpueBOro kaHama CKEIETHOW

MYCKYJIaTypbl

ZNP9 — (zinc-finger protein 9) rex Genka MUHKOBBIX MaJbIICB
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HPUJIOKEHUSA

Omeror | AwIOE, | AP, | Hovepases Hepn 500 3l iy KTH1x | KTH6x
em MyTCHCLLDMPE | SMC4A | op, % sEE B ITOE, % TATHE | DeEpEMEET | DeEDEMEHT | DREPEMERT | OGEzoEOMy | OETOEOMY
2; CLCH1 | Al=483Gl H'a -9.0% 647 7ol 17,0%% Ects -05,0% -28,0%: -53,0% | -1630% | -1540%
2; CLCH1 | Als485Ghn HM -10,0%4 4656 504 0,0%: Her -TE, 0% | win Hin Hin win
Ala4830h;
2; CLCW1 | c.1437_1450del14 /s -12,0% 654 500 14, 0% Her -05,0% | win Hin Hn s
Ala485Gh;
I; CLCH1 | c.1437_1450del14 H'u -17.0%4 316 | 1040 0.0%% Her -55,0% | win s Hn s
Ala4830h;
2; CLCW1 | Tyr&B8Stop /s -1,0% 108 550 14, 0% Her | uin -00,0%: 14.0% | -61,10% -15,0%
1; CLCW1 | Arg30Gin H's 0,0% 413 440 0,0%% Ects -65,60% | win s -0,90% -1,70%
Argdd1Cys; c 302~
3;CLCW1 | 1G3zA H'u 0,0% TOR 550 36,0% Hert | win -72,0% -53,0%: -47 0% -2B.0%
Arpf265top;
2; CLCW1 | Metf46Val H's -17,0% 1140 210 7.0% Her -55,0% -17.0%: 14.0%% -4 30% =T, 20%
Arpd2§Stop;
ProZ13Thr;
53; CLCW1 | Thr350ndet H'u -14,0% 782 240 5,0%% Her -00,0% | win Hn wn s
2; CLCW1 | Arglo45top H's 1,0% 470 560 20,0%% Hert | uin -T7,0%: -27.0% 8 50% 3,000
2; CLCH1 | Arglf4Stop H'a -14.00%4 461 | 1EED 15,0%% Her -0 0% -75,0% -18,0% 12,90% 55,30%
3; CLCW1 | Argio4Stop H'u -9.0% 57T 1145 10,0% Her -01,10%; -67,30%: -43,30% D.40% 13,60%
2; CLCH1 | Arglf4Stop H'a -7.0% 467 | 1322 0,0%% Her -00,00%s -4, 00%: -12.0% 13,60% 13,60%
1; CLCH1 | Arglf4Stop H's 12,084 80| 1484 15,0%% Her -84,40%; -T240%: -1 40%%: 11,70% T.0%
1; CLCW1 | Argl845top s -5,0% 531 504 17,0%% Her -20,0% -T0,50%: -12,0% -4 0% 0,50%
2; CLCW1 | ArgE04Stop HM -2 0% 460 650 0,0%: Her -840 | win Hin Hin win
2; CLCH1 | Argio4Stop H'u -14.0%4 333 570 15,0%% Her -48,0%% -18,0%: 10,04 -5, 60% -4,30%
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2; CLCW1 | Arz204Ztop EM T 15,0% | win Hin N HiT
ArsE0d4Ston:

2; CLCWL | c.1437_1450de114 BE'M 8,02 HiM =50 400 -3 4004 0,50% -3,10%
ArsE04Eton;

2; CLCWL | 1437 1450dell4 E'M 10,0% Hin -E1,70%% -17 0% 6 40% §.40%
ArgiodStop;

2; CLCHWL | <1437 _1450de114 B's 5,09 -03,10%: | #in Hin sn C |
ArgiodStop;

2; CLCWL | c.1437_1450del14 E'M 702 -20,0%% -To 400 -TE,60%; 3,70% 14 30%%
ArgiodStop;

2; CLCWL | c.1437_1450del14 E'M 4.0%% -&4 70 =53 400 -32.0%% | -24, 60% 0,0
ArsEodEtop;

2; CLCWL | c.1437_1450del14 E'M 0,0%% -42.0% -7, 20% 51, 70%% 22 B0% 4. 80
ArsEodEtop;

2; CLCW1 | Gly1905er E'M 40,0% -38,00% -10, 0% 18.00%; -5,90% 1,10r%
ArsEodZtop;

2; CLCWL | Glv2335ex EM 00% -54,0% | win Hi s HiT
ArsE0d4Ston:

; CLCW1 | Ghe411Cys E'M 6,30% -0, 1094 =56 400 -2130%: | -27.90% -0, 60%
Arg ;

2; CLCK1 Il +3 4T, B 002 QB 0% | wn =N #n sn
Arg ;

; CLCWL | Iv=l3+] BE'M 5,0%% -T1,0% -62, 700 45 094 -4 8084 -0, 80
Arg ;

2; CLCW1 | Phed13Cys BE'M 19 0% HiM 48 0% -5.0% [ win Hn
Arg ;

2; CLCM1 | Tyr&265top EM g 05 -3, 0% | win Hin s HiT

2; CLCWI; GhadA

oA L1427 1450de]14 IE Qe -E2 00 50 300 40 ] 0] G000 -2
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1; CLCHM1 | c.1437_1450dell4 E'M -2.0% 05| 148 5,0%% -4, 300 -51,30%% 0.60%; 11,30% 1.2
C.1437_1450dell4;

2; CLCH1 | The350hfet M Hin s &80 | win 0005 | win sl Hn s

1; CLCHW1 [ c.2662 2675dell4 E'M =20, 0% 813 730 14.0%% -BE. 0% | win -33,0% | w'n Hin
Gln370580p;

2; CLCH1 | PheldTLen B'M 4.0%4 ool | 11440 0,0%% Hin -4 6% 321,60% 3,0% -2,0%
Glyl1005er;

2; CLCHW1 | Gly411Cy= B'M -9.0%4 1B 727 10,08 -2 B0% 02 0% -To 10 | -TOBORR [ -31,50%
Glyl1005er;
C.25535 1558delCCT

L;CLCH1 | T B'M -2.0% oog T2 15,0%% -T3,0% -G8, 30 47, 80% | win Hin

2; CLCH1 | Iwsl+34A5T, B'M -10.0% 419 7500 0,0%% Hin -73,20% -20,60% 0,70% 3,0%

1; CLCH1 | hIet§ddVal E'M -12.0%% 60| 1444 26,0% T.30r% -0 105 ST 0% | win 1M

2; CLCH1 | Pro3425er M -5.0% 120 Q30 0, 0% =T3,0% | win sl Hn s

2; CLCH1 | ThrlsBhlet E'M -12.07%4 710 1351 20,08 -03 B0 -62,30%4 -TO, 70 | -10.80% -7, 7%
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KAPTA ®EHOTHUIIA 1 DJIEKTPOMUOI' PA®UU UL BOJIBHBIX C
BPOXXJIEHHOM MUOTOHUEN U JUCTPO®PUYECKOM MUOTOHUEN 1 TUIIA

[Tpotokos Ne Cembs Ne Jlata ocmoTpa « » 20 T
MoJieKyJISIpHO-TeHeTUYEeCKHUE TaHHbIE:

Ter DMPK (CTG)n>50 | | I'en CLCN1 1. Annens 2. Anenb

(+/-) Ox3o0n/JlomeH

Myranusi/benok

IHacnopTHast 4YacTh:

®.1.0.

['ox poxnenus Bospact npu ocmotpe [Tom: M/ K
MecTo xxutenbcTBa: (pailoH, ropo) Ceno
DTHUYECKOE POUCXOKICHUE
OOpa3oBanue [Tpodeccus
CemMeiitHOE TOJIOKEHUE: JKEHAT/3aMyKeM XOJIOCT/HE 3aMYy>KeM
PoncrBennsiii Opak: 1a, HET

I'eHeajlornyecKuii aHAMHeE3
Ponocnosnas

Ponutenu ponom u3 cocenux mect (30-50km): na, HeT
Tun nacnenoBanus: AJl, AP, Cnopoaudeckuii

Bbonbueie (poactBo+d. 1., rog poxa.)
1

2.
3.
4.

AHaMHe3 3200/1eBaHUSA
KanooOnI:

Hauano 6one3nu ¢ net. [lepBbie posiBIEHUs
HamnpaButenbHbli 1MarHos:




BrniepBble AnarHo3 BBICTaBJIEH B BO3pacTe
IpyIIIbl YCTAaHOBJIEHA B BO3PACTE

HNBBanuaHOCTH

®opwma 3a00s1eBaHus:
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BpO)KI[eHHa}I MHO-HUA

Juctpoduueckas MuoTonus 1 Tuna

Tomcena bekkepa | Bpoxnennas

IOBenmnbHas B3pocnas

(Knaccuueckas)

Ilo3guss
(OTUrOCUMITOMHAS)

AHTpOnOMeTpHSs
Bec Poct

PeTpaKHI/I}I AXWJIOBBIX: Ja, HET

TenocnoxeHue: ATJIGTH‘IGCKOG, HOPMOCTCHHYCCKOC, aCTCHUYCCKOC

I'mo- u aTpoust MbILIIL

+(ecThb)/-(HET)

>K€BaT€J'IBHBI€, BHUCOYHBIC

MEBITIIIEI IIEN

[ pyaHO-KIIFOUMYHO-
COCLICBUHBIC

[IpokcuManbHas rpynmna B/K

JluctanbHas rpynna B/K

[ IpokcuManbHas rpynna H/K

JluctanbHas rpynna H/K

MuoroHus
1.MuoTtoHus: eCTb, HET

Ycunenne MUOTOHUM IIpHU OXJIOKACHHUU: J1d, HCT

Ne0IoT ¢
DddexT BpabaThIBaHUS: €CTh, HET
MakcuManbHOE 00JICTYeHHE Ha MBIIIICYHOE COKPAIIICHUE

JCT

[Tocne npuHSATHA aTKOTOJIsl MBIIIEYHBIE 3aJCPKKH: MEHBIIIE, BIpaKeHHEH, 0e3

W3MEHEHHM, HE IPUMEHUMO.

AKTHBHasi MUOTOHHUS | +(eCTh)/-(HET)

JKeBaTeabHBIX MbIIIHax

KpyroBbix Mblmiax
a3

Kuctax

Hpyrue

Mexanndyeckass MUOTOHUSA

HET

<5 cek.

> 5 cek.

Pasrubareneii npeamieunit

4-X TIaBBIX MBIIIIL]

I[GHBTOBI/II[HBIX MBIII

Hpyrue
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HeBpoJsiornueckui craryc
Mbieunasi cuiia B kuctsax nmo MRC npu niepoii npo6e (ITI1) u cpazy nmocue ITIT —
BTOpas npoda (BII). B npyrux rpynmnax ornennBanachk cuia mpu [111:

CnabocTh KpyroBbIX MBI TJ1a3: ...0
CnabocTh crubatenei meu: ...0

Cua o cermenTam (6amisl mo MRC)

1 ITape3 npaBoii pyku v’ her 2 Ilape3 neBoi pyku v’ Her

MPOKCUMAJIBHO | ... I 0 MIPOKCUMAJILHO

Hucransno (I1T1/BIT) .../...0 ...[...0 JMCTAIBHO

3 Ilape3 npaBoii HOTH v’ Her 4 Tape3 51eBoil HOTH v’ Her

OpOKCUMaJIbHO | ... 6 | . 0 IPOKCUMAIILHO

oucrajibHo | ... o | ... §) IUCTAIILHO
CyxoxuibHble peduiekcebl | +(ecTh)/-(HeT)

bununuranpHbIC

KapnopaauanbHbie

Konenuneie

AXWIJIJIOBBI

Jlpyrue HeBpoJioTHYeCKHe HApYIIeHus1 | +(ecTb)/-(HeT)
['HycaBbIii, HEPA30OPUMBEIN r0JI0C

1103 (CUMMETpHYHBINH/aCHMMETPHYHBIH )
AmMumus (TUTTOMUAMUS)

Hapymienue noxoku - cTenmax
BHeMmblleuHble HAPYILIEHUSI +(ectb)/-(HeT)
CHM)XEHUE UHTEIJIEKTa
['unepcomuust, MeIMTENTBHOCTD,
be3nHnmaTuBHOCTH

Karapakra

OHIOKPUHHBIE

- nuader

- Oecruionue

- TUTIOTOHA/IN3M
JloOHO-BHCOYHOE O0TBICEHHE

DuiekTpoMuorpadus

Hroasuatass OMIT m.Tibialis anterior
[IpopomxuTenbHOCTD 3
MHUOTOHUYECKHUX Pa3psiIoB (CEK)
OMI -narrepH
(MHOTEHHBIN/HOPMa/HEBPOTCHHBIH )
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Crumyasiumonnas SMI CPB Amnutyna
(HOpMa; M-Bomusl/I1/]-HEpBa
CHIIKEHA) (HOpMa; CHUXKEHA)
n.Medianus
n.Ulnaris
n.Tibialis
n.Peroneus

Crumyassumonnast IMI -
Jlekpement M-BoHbI (%)

Awmmum- | [no-
TYJbI maaun

3 I'm, 5 cTuMyInoB

10 I'g, 40 cr.

30T, 120 cr.

50 I'mr, 200 cr.

Crumyasiumonnas IMI

[MTattepn mo @ypuse (I, 11, 111)

KopoTkuit TeCT ¢ Harpy3kou

KopoTkuii TecT ¢ Harpy3koi
C XOJIOAOBOM MpoOOit

buoxumMuueckue

Jata

HCCJIeJ0OBaAHUA

K®DK(40-180)

Kpearnnun(70-115)

Anr(5-41)

Act(5-37)

Kanmii(3,3-5,2)

Hatpwii(132-146)

X10p(96-110)

Kanpiuii(2,2-2,6)

I'moxo3a(3,3-6,6)

OKI': Hapyuienust npoBOAUMOCTH

IpYyrye HapyLIeHUs

KT, MPT-uccnegoBanus.

Jara:

Bpau-nelriporeneruk

/Kyp6atos C.A/



