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ABSTRACT
Hereditary motor-sensory neuropathies belong to a heterogeneous group of diseases characterized by damage to
peripheral nerves, leading to early disability and a decrease in the quality of life. Diagnosis of the disease largely depends
on medical genetic counseling and prenatal DNA diagnostics.

Currently, 60 genes responsible for the development of hereditary motosensory neuropathies have been mapped.
However, a clinically diagnosed diagnosis using expensive DNA diagnostics is not always confirmed by molecular genetic
testing.

KEYWORDS: calcium, magnesium, phosphorus, axonal, within control, varus or valgus.
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AnHoTanus: HacnecTBeHHbIE MOTOCEHCOPHBIE HEHPOTIATHH OTHOCSITCS K TETEPOTeHHOM rpymie 3a00eBaHNH,
XapaKTepU3YIOMHUXCSA MOpaKEHHEM Tepu(epHIecKnX HEpBOB, NMPHUBOAAMIEH K paHHEH WHBAIMAM3ALUU U
CHIDKCHHUIO KauecTBa KM3HH. JlmarHoctuka 3a0ojieBaHUS B 3HAUMTENBHOW Mepe 3aBHCHUT OT MEIHKO-
TeHETUYECKOTO KOHCYJIbTUpOBaHus U npenaransHoi JJHK-guarnocTuxe.

B Hacrosmee Bpems kaptupoBaHO 60 TeHOB, OTBETCTBEHHBIX 3@ pPAa3BUTHE HACIEICTBEHHBIX
MOTOCEHCOpHBbIXHeHponaTtuil. OgHako HE BCerAaa KIMHUYECKH IIOCTABICHHBIM JUAarHo3 C IOMOIIBIO
noporocrosmeit JJHK nuarnoctuku noarsepkaaeTcss MONEKYISIPHO-T€HETUUECKUM TECTUPOBAHHEM.
KiroueBble cjioBa: Kanbnuii, Marauii, hocdop, akCOHANBHBIN, B Ipeienax KOHTPOJIS, BapyC MU BaJIbIyC.
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AkTyanbHocTh. KinmHMUecKas KapTHHA 3a00JI€BaHMH BKIIOYAET MPOTPECCHPYIOIIYI0 MBIIICYHYIO CIa00CTh H
aTpo(HI0 IUCTANBHBIX MBI KOHEYHOCTEH, THMO- W apeduIeKCHI0, YacTyio Ae(OpMAIHIO CTON IO THUILY
pescavus, CeHCOpHBIHA AepuIInT.

Kak mpaBuiio, B 3aBUCUMOCTH OT CKOPOCTH PacHpOCTpaHEHUs! BO30Y)XKICHUS 110 CPEIUHHOMY HEpPBY IPHHATO
pasnuyaTh 2 THOA HACICACTBEHHBIX MOTOCCHCOpPHBIXHeipomatuid: | (IMMUETHHU3UPYIOUINA, OPH CKOPOCTH
npoBeneHust Bo3OyxaeHuss <38 wm/c) u |l (akcoHampHBIH, B mpemenax KOHTPONs). BpigensioT emie u
MPOMEKYTOYHBIN THII TIPU CKOPOCTH MPOBEACHHUSI BO30YKACHHS 1O CPEIUHHOMY HEpBY OT 25 1o 45 m/c.

Tak kak B mporecce OMOCHHTE3a MHOTHX aMHHOKHCJIOT TPEOYIOTCS HEKOTOpBIE 3JIEMEHTHI MEPUOIMYECKOM
cucteMbsl MeHzeneeBa (Kanpuuii, Marauid, pocdop), KOTOpeIe XapaKTepU3yIOTCS YHEPTOEMKOCTBIO U BEICOKUMH
MPOHUKAIOIMMH CHOCOOHOCTSIMH B Tela HEHPOHOB 3a CYETJIMTaHJ-OIOCPEIOBAHHOTO B3aMMOJCHCTBHSA
pELEnToOpOB M CaWTOB AN KOONEPAUH 3TUX MHKPOIIEMEHTOB, TO JIOTHYHO MNPEIIIOJIOXKHUTh, UTO IAHHBIC
9JIEMEHTHI HOJDKHBI ITOCTYIAaTh B OPraHU3M B HOHHOW (popMme, Tak Kak IMEHHO B COCTaBE KOMIUIEKCOHOB OHU U
proOpETAIOT CBOU CBO¥cTBA. Tak Kak STHONMATOTCHETHIECKUI MEXaHU3M BIMSIHUHN 3THX MHKPO3JIEMEHTOB IIPH
HACJIEJCTBEHHOW MOTOCEHCOPHOWHEHpONaTHH HE A0 KOHNA H3y4YeH, 3TO W IMOCIYKWJIO AaKTyaJbHOCTHIO
IIPOBEAECHHOI0 UCCIIEI0BAHHUS.

Heabr ucciaenoBanns. OLEHHUTh BIMSHUE HEKOTOPHIX MHUKPOJIEMEHTOB (KajpLiWii, Maruuii, ¢ocdop) Ha
BO3MOYHOCTh BO3HUKHOBEHUS HACIIEACTBEHHBIX MOTOCEHCOPHBIXHEMPONIATUH Y AETEH.

MaTtepuaabl 1 MeTOABI HccaeJ0BaHUs. [ OCYIIECTBICHHUS [TOCTABICHHON IeNU OBIIM MPOaHAIM3HPOBAHBI
pe3ynbratel siedeHus 100 OONBbHBIX € pa3lMYHBIMH BapuaHtamu nepupepuueckux Heiponaruil. JlaHHoe
HCCIICZIOBAHUE SIBIISICTCSI KOTOPTHBIMIIPOCHEKTHUBHBIM METOAOM HccienoBaHMA. KOHTpOJbHYIO TIpymiy
coctaBmin 30 COBEpIIEHHO 3/J0POBBIX AeTel 0€3 HACIEACTBEHHOH MAaTOIOTHH.

OCHOBHYIO TpyIIy pa3aesWid Ha 2 NOATPYHNbL: 65 NeTei ¢ HACIEeICTBEHHOM MOTOCEHCOPHOMHEWpOmaTuu |
35 mereit ¢ oclIOXHEHUAMH Tepudpepuieckuxaeriponapexnnit. Bo3pact 6ompHBIX Aereil cocraBmia ot 5 no 14
net. Cpexnuit Bo3pact coctaBui 9,0+4,5 net. ['pynmsl HaOMIOACHNS OBLUIH CONOCTABIMEI IO TTOJIO-BO3PACTHBIM
XapaKTepUCTHKaM U KosnuecTBy 4enosek (p<0,05).

Ponurenu Beex aeTeil moanmcany NicbMeHHOE MH(MOPMALIMOHHOE COTJIACHE Ha YYacTHE B OKCIIEPUMEHTE.
MeToab! Hccie0BaHUs BKIIOYAIH UCCIIeI0BaHUE KIIMHUKO-HEBPOJIOTMUECKOW CUMIITOMATHKH, OMOXHUMHYECKHIX
METOJIOB HCCIIEIOBAHUI U CTATUCTHYECKUX METO/I0OB UCCIIEIOBAHUII.

KiIMHUKO-HEBPOJIIOTHYECKUI METO/ HCCIIIOBaHUsl BKJIIOYANl OLIEHKY mepeiBikeHus no mkairam GMFCS
(GrossMotorFuncionClassificationSystem) —Cuctema oOmeHKH OONBIIMX ~ MOTOPHBIX — GyHKImE, FMS
(FunctionalMotorScale) — ®yHkuuoHaNbHAS IIKANA JBUTATEIBHOW aKTHBHOCTH. J[MHAMUKY yiydIneHHs 3a
OOJIEHBIMU JIETHMH OCYIIECTBILLIH Yepe3 3,6, 12 mec.

CraHgapTHOE HEBPOJIOTHMYECKOE HCCIEIOBaHHE BKIIIOYATIO: HCCIEIOBAHHE MBIIICYHOTO TOHYCA, MBIIICYHON
CHJIBI, BKJTIIOYAsl CTOHKY M X0IbOYy Ha HOCKax M IATKAaX, MCCIICTOBAHUE CYXOXKHIIBHBIX PE(IICKCOB C MOMOMIBIO
HEBPOJOTUYECKOTO MOJIOTOYKA.

buoxumuueckoe wuccieaoBanne npoBowian Ha obopymoBanum DiruiCS-300B, kortopas xapaktepusyercs
npon3BoauTENbHOCTHIO 10 300 TectoB B wac. OOcieoBaHKe BKIIOYATIO HCCIIEAOBAHWE KaJbLUS, MarHus W
¢dochopa, a Takke coxmepxanue AJIT (ananunrpancdepaser), ACT (acmaprartpancdepass), KODOK
(xpearundocdoxunaszsl), JIII' (makraraeruaporeHassl) U MmeNouHOM Gocdarasbl y OOJIBHBIX JAeTel 70 U Mocie
IIPOBEACHHON Tepanuy 1 CPAaBHUBAIACH CO 3JOPOBBIMHU IETHMH.

Cratuctuueckass o0paboTka TpOBOAWIIACH C HCTOIb30BaHHEeM KpuTepuss CrproneHTa-Ouiepa ¢ ydeToM
rnapaMeTpa paBeHCTBa Jucnepcuil. B kadecTBe XapaKTepUCTUKH TPAHMI] OXKUJIAEMbIX OTKJIOHEHUH
paccuutbiBaics 95% nOBEepUTENbHBIA HHTEPBAII.

Taroke HMCIONB30BAJICS KpUTEpUH BUIKOHCOHA IS MEXKIPYNIOBBIX CPaBHEHHH 3HAYMMOCTH M KpUTEpPHH
MaHHa-YUHHHM TIpU HECBSI3aHHBIX BBIOOpKax. KpuTHueckuii ypoBeHb 3HAYMMOCTH TECTOB OIpEJeNeH IpU
p=<0,05.

PesyabraTrel  mccaenoBanmii. KimHHMYeckas KapTHHA BBIPRKEHHOCTH HEBPOJIOTHYECKOTO JedHInTa
npezcTaBieHa B Tabnuie 1.

Tao6auna 1. Pacnpenesienne 00JBHBIX B 3aBHCMMOCTH OT KJIMHMYECKOW KapTHMHbI U MaHudecTammu
3a00J1eBaHMIA.

XapakTepucThka [Taumentst ¢ ITarenTsi ¢
HaCIIeICTBEHHBIMIMOTOCCHCOPHBIMUHEHPOTIATHAMH, | OCIIOKHEHUSIMHUHEHPONHPEKITHEH,
n (%) n (%)

OGiree ymcio 8 (12,3) 17 (48,57)

MIAIIIEHTOB C
MIPOKCUMAIIbHOM
€11ab0CThIO PYK H

HOT
OO01ee yncio 57 (87,7) 18 (51,43)
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MaIUEHTOB C
JIMCTaJILHOM
c1a00CTBIO PYK U
HOT

B Ta6m/me 2 OpeaACTaBJICHBI CPCAHUC GalIbl MBIIIEYHON CUIBI IIPpH BBINIOJIHEHUU CTAHAAPTHOTO ABMKCHUS.
Taﬁmma 2. Cpeane 0aJ1JIbI MBIIIEYHOM CHJIBI IPHA BBINIOJHCHUU CTAHAAPTHOTO0 IBUKCHHU .

XapakTepucTHKa IlamuenTsl ¢ ITarueHTHI
HACJICICTBEHHBIMIMOTOCCHCOPHBIMUHEHPOIATHSM | COCIIOKCHUSIMUHEHPOUHpEKITUE
u i
Pasrubanue B JIOKTE 4,36 4,76
CrubaHnue B JIOKTE 4,60 4,71
Crubanue najibles 4,56 3,44
CrubaHnue 3amsacThs 4,60 4,75
Pasrubanue naableB 3,52 4,45
OTtBenenue 3,63 4,27
OOJIBIIIOTO MAJIbIA
KHCTHU
[IpoTuBomocTaBIeHN 3,6 4,32
€ 0OJIBIIOTo Haibla
KHCTHU
Passenenne nmaneies 4,32 3,6
[IpuBencuue 3,52 4,27
OOJIBIIOTO Majblia
Crubanme Oenpa 3,84 4,41
Crubanue KojieHa 4,36 4,84
Pasrmnbanne kosneHa 3,45 4,72
TTomomBenHoe 3,55 4,68
cru0aHue CTOIbI
Crubanve najables 3,48 4,43
CTOIIBI
TeuibHOE crubanue 4,45 3,35
CTOIIBI
Pasru0Oanue najibles 41 3,6

Cocrostaue valgus/varus, CymuHAIMIO W TPOHALIMIO TIEPEIHETO OT/ENIa KOHEYHOCTEN MPHUBEAEHO B Ta0IHIE 3.
Tak KaKk OTKJIOHCHHE MEXaHHYECKOW OCH SIBISICTCS YHHBEPCAJIbHBIM ITOKA3aTEJIEM, KOTOPHIC XapaKTCPU3YIOT
HM3MEHEHHMs YTIOBBIX B3aMMOOTHOIIEHHUH B CyCTaBe (Bapyc WM Balbryc), HE3aBUCHMO OT TOT'O Ha KAaKOM yPOBHE
(6expo wiu rojeHp) uMeeTcs AedopmMalus, TO HAMU MPEACTABHIOCH TOJIC3HBIM H3YYWTh W JAHHBIN ACIEKT,
Pe3yNbTaThl KOTOPOTO U MPECTABICHBI B Ta0HIIE 3.

Tabauna 3. OTKI0HeHHEe MeXaHUYEeCKOil 0CH B JIATEPAJbHYI0 CTOPOHY Y 00¢/IeJ0BAHHBIX JeTeil.

Xapakrepuctu [ManueHTs! C [ManuenTs! C 310poBbIE
Ka HacJeICTBEHHBIMUMOTOCEHCOPHBIMUHEHPONIAT | OCJIOKHEHUSIMHHEHPONH]EKI JIeTH
HSAMH nei (KoHTpOJI
b)
OTKJIOHEHHE 3-4 cMm 3-5cMm 4-9,7 cm
ocu

VY Bcex OONBHBIX € OCIOKHEHMSIMH HeliponHpeknuneit (100%) kmmHnYeckas KapTHHA MPOSABIBUIACE MOTOPHBIMHU
HapyIIEHUSIMHA, KOTOpBIE Ipeodiafand HajJ CEHCOPHBIMH, apediekchell win THIopeduieKCue TryOoKuX
pediekcoB m CcnaboCTRIO B TNPOKCHMAIBHOW WJIM JAWCTaNBbHOM MYyCKynaType, TOrja Kak y JAereit
HACJIeICTBEHHBIMI MOTOCEHCOPHBIMUHEHPONIATHAMH TPe00IIaalii MAEeHTHI C TUCTAIIBHOM cI1a00CThIO.

Ha puc 1. nokazano pacmpezneneHne OOJBHBIX B 3aBUCHMOCTH OT KIMHHUKO-HEBPOJOTMYECKUX CHMIITOMOB
3a00JeBaHusL.
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Puc. 1. KJ'lPlHPlKO-HeBpOJ'lOl"l/I‘-leCKl/Ie CUMIITOMBI IPHX HACTEACTBEHHBIX MOTOCBHCOpHbIXHeﬁpOl'laTl/lﬂX.
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mGoneznb Wapko-Mapu-TyTta EHelipouHperumn

VY GonbHBIX ¢ HeWponH(eKIHeH Jame npu 00CIeI0BaHUH BBISBIISUI THIEPECTE3UIO 0 MOJTMHEBPOTHYECCKOMY
TUILY, JOPCAJIITHIO, YTO CBSI3aHO C BOBJICYEHHEM CITMHHOMO3TOBBIX KOPEILIKOB.

B kiuMHMYeckoil KapTMHE y BceX OOJNBHBIX JOMHHUPOBAIM  YyBCTBUTENIbHBIC HApyIICHUS IO
NoJMHeBpoTHYeCKOMY Tuy (97,642,4%) uen. [lo Tumam HapylieHHs YyBCTBUTEIBHOCTH 4Yallle BCTpEYaIach
6onesas runepecresus (71,4+7,0%),runoecre3us BoisiBisiiack y 28,6+7,0 % nereit. [lapecte3un oTMeyaanuch B
50+7,7% ciyuasx. TakTwibHas YyBCTBUTEIHHOCTh Ha MOJONIBEHHOH MOBEPXHOCTH CTOI OBIIa CHIDKEHA Yy
40,5+7,6% nereii. VI3MeHeHHs CO CTOPOHBI pedIIeKTOPHOIN cdepbl Yalle BCTPedalnch Ha YPOBHE HWKHHX
KoHeuHocTe (760,2+6,6%): rumopediekcuss — B 84,3+6,4% cmyuaeB, apedurekcus — 12,3+3,6%,
runeppedurexcus — 3,4+0,6% cimydaes.

Tak Kak HacJeICTBEHHBIE MOTOCEHCOpHBIeHeiponatun umeror length-dependentmarrepn, Tak Kak
OOJIBIIMHCTBO M3 HUX UMEIOT CEHCUTUBHYIO aTaKCHIO.

Cornacao mkarre GMFCScraTicTnieckn 3HAUUMBIX PAa3IMIUid B YPOBHSX ABHTATEIBHOTO NME(PUIINTA MEXKIY
IpynmnamMy MaJlbYMKOB M JIeBOYeK OTMeueHo He Obuio (p<0,05). 25 nerelf MMenu OTHOCUTENBHO JETKHUil
GMFCS(I-11) ypoBeHb aBUraTenbHOro Aeduimra U OBUTH CIIOCOOHBI TIEPEMEIIATHCS CAMOCTOSTENHHO JHOO0
HeOOJBIIMMHU  OTPaHUYEHHSIMH;, 35 Jereidl NepeNBUraiiCh C  TOANEPKKOW U BCIIOMOTaTelbHBIMU
npucnocobnernsimu  (GMFCSIII); 40 pmerssm TpeGoBamach 3HAYUTENbHAS [OMOIIL CO CTOPOHBI IS
OCYIIIECTBIICHHUS TTOBCeAHEBHOM nestenprocTn (GMFCSIV-V).

Ha puc. 2. moka3aHo cOCTOSIHHE JETeH 10 U mociie Tepanuu coriacHo mkaire GMFCS.
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Puc.2 Pe3vabraThl McnoJb30Banusa mkajabsl GMFECS.

0 I' II Ii II

nepsblit Kypc A0 NeYeHus nocse neyeHus BTOPOW KypC 10 SIeYeHun nocsne neyeHus

S

w

N

[EnY

B 1 ocHoBHasA rpynna M2 OCHOBHasA rpynna

JlMHaMMKa CHHYKEHHS CIIACTHYHOCTU KOPPEIHUPYET C pe3yIbTaTaMK yIy4IIeHNs] MOOMIIBHOCTH 00€UX OCHOBHBIX
rpymm (r=0,00135, p<0,05).
Ha puc. 3. [IpencraBieHs! pe3yinbTaThl OLIEHKA MOTOPHBIX HaBBIKOB IO mikane FMS

—p—

I'IepBbIVI KypcC 00 ne4yeHunA nocne nevyeHnA BTOpOI7I KYpC 0 neyvyeHuna nocne nevyeHnA

==e==] OCHOBHaf rPyMnna  ==e==2 OCHOBHasA rpynna

B 2 ocHOBHOI rpyIie 0TMedYaaoch CTaTUCTHYECKH 3HAYMMOE YJIy4IIeHHE KayecTBa MOTOPHBIX HAaBBIKOB IIO
mkaige FMS. Bropoii kypc Obl1 Takxke 3((GEeKTHBEH W NMPHBEN K JalbHEUIIEMY 3HAUYUTEIbHOMY YIYUIICHHUIO
MOTOPHBIX HaBbIKOB To mKkane FMS. Torma kak B | OCHOBHOH TIpylne OTMEYaloCh JHMIIb HEKOTOPOE
yny4iieHue nHaekca FMS, moBTopHOe npoxoxIeHne Kypea He Aaio 3Haunmoro yiy4menus (p<0,05).
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OneHka OHOXHMHYECKHX METO/I0B HCCIeJ0BAHUSA.

Tak xak 11 HOpMaIbHOTO (poaIHTa OSITKOB HEOOXOAUMBI OCIKU-IIATICPOHBI WIIN OENKH TEIJIOBOTO IIOKA, TO
n3-3a MyTalMi, POUCXOAAIIMNX MPH HACJIEICTBEHHOH MOTOCEHCOPHOHHEHpONaTHu 00pa3yloTcs HEeNpaBUIBHO
CBEPHYTHIC OENKH, KOTOpbIE HAKAIUIMBAIOTCS B BHJE arperaroB M NPUBOIAT K MHOTUM Oone3HsM (0oie3Hb
Anpureiivepa, Oosesnp Illapko-Mapu-Tyra), a Tak Kak A HOPMaJbHOTO MeTabojM3Ma aMHHOKHCIOT
HEOOXOIUMBI HEKOTOPBIC MUKPO3JICMEHTHI (KaJbIMid, MarHuii, pochop) u dhepmeHTh (kpeatuHpochoknHasa,
JIaKTaTAeTuIporeHasa, meno4yHas Gocdarasa), To U3y4eHNE TaHHBIX OMOXUMHUYECKUX T0Ka3aTeneil IEHHO KaK ¢
HAy4HOM, TaK U MPaKTUYECKON TOUKHU 3PEHHUS.

Ha puc 4. [Toxa3aHbsl H3MEHEHHS ITOKAa3aHHS YPOBHS KaIBLHS IO U IIOCIE 3THONATOTCHETUYECKOW TEpaluu U
CpaBHEHHE C HOPMaJIbHBIMH 3HAYCHHUAMH.

Puc. 4. lHHAMHKA MOKA3aHHUsI yPOBHsI HOHH3HPOBAHHOTO Kaabuusi (Ca’*) 10 U moc1e JeyeHus.

0 I'I III Iil III

nonevyeHuA nocne nevueHnA yepes 3 mec yepesz b mec

.

(=5

o]

=

E1locHOBHAATpynna M2 OCHOBHAATPYNNa  MKOHTPONbL

Tak kak roMeocTa3 KajblMsl BIMSET HAa 3JIEKTPOBO3OYAMMOCTb HEPBHBIX KICTOK, TO IMHAMHKA JaHHOTO
MHKPO3JIEMEHTa CBSI3aHa C CEMEHCTBOM OEJIKOB TETJIOBOTO IIOKA — OEJIKOB-IIANepPOHOB. DTa CBsI3b 00yCIIOBIICHA
MOHOTPOIHBIM JIEHCTBHEM KaJIbIMsl HA aMHHOKHCIIOTHYIO MTOCIIEJ0BAaTEIbHOCTh N-KOHIIEBOTO JJOMEHA KallbIMii-
CBSI3BIBAIOIIETO Oelika, KOTOPbIe MPOXYLUPYIOT aCTPOLUTHI, IBAHHOBCKUE KIETKH W KJIETKH INMH. Tak Kak B
STHOTIATOTEHE3€ HACJIECTBEHHBIX MOTOCEHCOPHBIXHEHPONATHII HEMAJIOBaKHOE 3HAYCHUE UMEET U BOCIIAJICHHE,
TO KaJbLIUi B MOHHOW (hopMe CIOCOOEH aKTHBM3MPOBATH MPOBOJSIIUE MYTH aKCOHOB MHEIMHOBBIX 000JI0YEK
yepe3 RAGE (pementopbl Uit KOHEYHBIX MPOAYKTOB TIMKAPOBAHMS), KOTOPBIA TMPEACTABISAET COOOM
MYJIBTHIIMTAHIHBIH pElenTop KJIETOYHOW IOBEPXHOCTH OH SIBJISETCS CAalTOM CBSI3bIBaHMS [3-aMuiionzaa
MIOCPEACTBOM Tay-0Oelka.

Conepxanne docpopa (P*" mwmn P**) u marnms (Mg®") cBssaHbl ¢ comepkaHHeM H HAKOIUICHHEM KalIbIHs
(Ca?"), Tak kaK mociemHHit 06MaaeT CIOCOGHOCTHI0 AKKYMY/THPOBATh MUHHMATBHO HEOOXOIMUMbIE FIIEMEHTEI
¢dochopa m marHus. Tarxke MarHuil >KM3HEHHO HEOOXOAWM Uil JIESATEIbHOCTH HEPBHBIX KIETOK M €ro
COJIep)KaHWE MOXKET 3HAYHUTENIbHO KOJIe0aThCs B 3aBUCHMOCTH OT CTaguM W (OPMBI HAcJeJCTBEHHOW
MOTOCEHCOpHOWHeWponaTuu (puc. 5).
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Puc. 5. lunamuka coaep:xanust pocdopa u Maruus y 60JbHBIX JeTeil ¢ HacJdeICTBEHHbIMH
MOTOCEHCOPHBIMHHEHPOMATHIMU.

4.5

3.5

2.5

yepes 6 mec
1.5

nocne nevyeHunA

0.5 A0 nevyeHna

docdop (P3+) docdop (P5+) MarHuin (Mg 2+)

M fo nevyeHua M nocne neveHua W yepes 6 mec

®ocop (P*) u (P**) u marumit (Mg?") SBISIOTCS HEOPraHHYECKHMH MUKPOSTIEMEHTAMH, HEOOXOTUMBIMH s
MOJIJIep)KaHUsT HOPMAaJIBHOTO COCTOSIHUSI HEPBHBIX KIETOK. Tak, M3BECTHO, 4TO (ochop B MOHHOH (opme
CHOCOOEH CBS3BIBATHCS C KaJbLIMEM MW TIPENOTBPAIlaTh THIEPIKCIPECCHIO JAHHOTO MHKPOJIEMEHTa C
obpazoBanuem ¢ocdaros kajipiusa. Kpome Toro, docdop B HoHHOI (opme crmocoOeH BO3ACHCTBOBATH Ha
runepGochoprINPOBaHHBIN Tay-0elloK, acCOLMHMPOBAHHBIA C MHUKPOTPYOOUKaMH JMEHHA, MNpeJoTBpalias
rudens HEHPOHOB, TAK Kak 3TO MOTEPs M SBJISCTCS MPUYNHONH KOTHUTHUBHBIX HapymieHHd. @ocdop u Maruuii B
MOHM3MPOBAaHHOW (OpMe CIOCOOHBI BO3JICHCTBOBAaTh HAa PEIOKC-OIOCPEIOBAHHBIE M3MEHEHHS KIETOYHBIX
CHTHAJIOB, Takue kak c-Jun, MAPK (MHUTOreH-aKTHBHPOBaHHOW NMPOTEHHKHHA3€E), KOTOPHIil cBsi3biBacTcs ¢ NF-
kB (simepHbIM hakTOpOM Karma 61) U BEICBOOOXKAAET MPOBOCTIATIHTEIbHBICHHTEPIICHKIHBI.

MHOTrOYHCIIEHHbIE HCCIICI0BAHUs, ONHMCaHHBIE B JIUTEPAType, COOOIIAIOT O IIOJOXHUTEIHLHOM BIIHMSHUH
($U3MYECKNX YNpaKHEHUH Ha pa3iIndHble QYHKIIMHM MO3ra M OJIaroNnpHsATHOM BIMSHUHM Ha INIACTUYHOCTH MO3Ta,
oOuneryas HelipoieHepaTUBHbIE, HepoaJanTHBHBIE U HEHPOIIPOTEKTUBHE Npoliecchl. B yacTHOCTH, (r3Hyeckne
YIPaKHEHUs] YBEIMYUBAIOT OOBEM THINOKaMIIa, YTO CBS3aHO C YCHJICHHEM aHIHMOTreHe3au YJIy4llIaloT
KOTHUTUBHYIO (DYHKIIHIO.

Ha puc. 6 npencraBieHa HMHTEpBajbHAas OIEHKA IUIOMIAAM MONEPEYHOTO CeueHHsi y OONBHBIX JeTel ¢
HacJIeJICTBEHHBIMH MOTOCEHCOPHBIMUHEHPOIIATHSIMH.
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Puc. 6. UuTepBajibHas OLEHKA MJIOLIAAM MONMEPEYHOro ceyeHNnsl Y 00IbHBIX AeTeil ¢ HacJeACTBeHHbIMHU
MOTOCEHCOPHBIMHUHeHponaTusiMu (KpuTepuii Buikoncona).

@1 OCHOBHas rpynna 2 OCHOBHas rpynna

MN 1
35

UN 3 0 MN 2

UN 2 MN 3

UN1

B chIBOpOTKE KPOBH OTMEUasoch MOBbIeHHE ypoBHs kpeatuHpochokunassr (KOK) mo 200-250 E/n (npu
HopMme 27-170 E/n) y 88% OONBHEIX ¢ HACIEACTBEHHBIMH MOTOCEHCOpPHBIMHHEWponatusiMu, y 12% 0oJIbHBIX
OTMEUaJIoCh He3HauuTenbHOoe cHibkeHne ypoBHs K®K. Tak kak kpearnndocdokuHaza yckopsier
¢dbochopunupoBanre KpeaThHa, KOTOpOE OOCCIEYMBAET COKPATUTEIBHYIO CIOCOOHOCTh MBIIII, TO €ro
MOBBIIICHUE CBA3aHO C Pa3pyLICHUEM KIETOK, cojepxaiiue (pepMeHT u npomsoinén Beiopoc KOK B kpoBs.
Bcem wm3BectHo, uyto K®K yckopser OHOXMMHYECKYO TpaHchopMaiuioo aaeHo3uHTpudochata B
kpeatrHpocdar, B poiecce KOTOPOro YCKOPSIOTCS JHEPTeTHUECKHE UMITYIIBCHI.

Y 90% OGoJBHBIX JeTell ¢ HACIEACTBEHHBIMH MOTOCEHCOPHBIMUHEHPONATHAMH COOTHOIICHHE H30(epMEHTOB
K®K BB:BM:MM = 0:12:88 (npu HOopMme 0:6:94). Takoe HepaBHOMEpHOE paclpeieiicHre H30(hepMEeHTOB
0OBSICHSIETCSI TIO BUMMOMY C HEJOCTATOYHBIM ITOCTYIUIEHHEM B KJIETKM HEPBHOW CHCTEMBI HEOPTaHMYECKUX
mukposiementoB (Ca”* u P** u P°*), koTOpble yuacTBYIOT B COKPATHTEILHOM AllapaTe aKCOHOB H JICHIPHTOB,
JEHUCTBYSI HAa MUO(GHIIAMEHTHI M YCKOPSIIOT aKCOIIIIa3MaTHIECKNI TOK IIBAHHOBCKHX KIIETOK.

Tak kak kpeaTHH(OCHOKHHa3a 00ECIeUnBaCT MOTPEOHOCTh B OOJIBIIOM KOJMYECTBE SHEPTHH 32 KOPOTKHH
WHTEPBaJI BPEMEHH, TO €ro IOBBIICHHE MOXKET CIYXXHTh HEOJIarornpUTSHBIMIPEANKOTOPOM BO3ZHHKHOBEHHS
HACJIEICTBEHHON MOTOCEHCOPHOMHEHPOIaTUN.

Tem He Menee nuddepeHIUANBHBIA JAMArHO3 CTABHUTCS TOJBKO Ha OCHOBAHWHM T'€HEAJIOTMYECKOro aHaju3a,
BO3pacTa Ae00Ta, 0COOCHHOCTEH KIMHUYECKUX MPOSIBICHHUH, TaHHBIX Ja00paToOpHO-OHOXMMHUYECKUX 3HAUEHUI
(anamusz KOK, JIAT, menounoit Gocdarassr) u aaeTpoHeiipoMuorpaduu, 4To MO3BOJIIET ONPEASIUTh CTEIICHD U
TSKECTh HACTICICTBEHHBIX MOTOCEHCOPHBIXHEHPOIATHH.

BuiBoapl: YuuThIBas BBIICH3JIOKEHHOE, HACIE/ICTBEHHBIE MOTOCEHCOPHBICHEHpONAaTHH W HeWpOMH(pEKIMN
UMEIOT Pa3in4Ms B TEUCHWH BOCHAIMTENILHOTO IIPOIECCa, YTO MOATBEPXKIAETCS OCOOCHHOCTHIO KIMHHYECKOH
KapTUHBI, JTaHHBIX OOBEKTHBHBIX M JONOJHHUTENHHBIX (OMOXMMHUYECKMX) METONOB HccienoBanuii. Ha ¢one
MAaTOTeHETHYECKOH Tepanuu W (U3UOTEPANEBTUYECKUX PEAOMINTALMOHHBIX MEPOIPUSITHH BO3MOXKHO
OTpaHWYCHHUE CTENEHU TSHKECTH HACIEACTBEHHOW MOTOCEHCOPHOMHEHpONaTHH, YTO OCOOEHHO aKTyaJbHO B
TeIMaTpUIecKol HEBPOJIOTHH.
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