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KJIMHUYECKHUE CJIYYAU HACJIEACTBEHHOM CIIACTUYECKOM IAPAIIETUM

B cmamue npueedenul cayuau cobcmseHH020 KAUHUYECKO20 Hab10eHusl ceMeliHoll cnacmuyeckoll napansie2uu 8 08yx CeMbsiX.
OmmeyeHbl 0CO6EHHOCMU MeveHUsl, KAUHUYECKash KapmuHa, Hacs1edcmeeHHoCMs U dono/IHUMeibHble Memoodsl UcC1e008aHUS
HacsedcmeeHHoU cnacmuy4eckoll napanaezuu.

Kawuessle caosa: cemelinas napansezus, cnacmuyeckasi napanjezusi, 6o1e3Hs Lllimpromnes.

AkTyansHocTbh: HacienctBeHHas cnacthyeckasd mnapamserus (HCI) - rpynma reHeTHYecKM JleTepMHUHUPOBAHHBIX
3a00/1eBaHUH, KOTOPble XapaKTepU3YIOTCA Pa3BUTHEM HIPKHEIO CIIACTHUYECKOro apanapesa ¥ 0XKMBJIEHHUEM CYXOXHJIbHBIX
pedJieKcoB B OTCYTCTBHE YYBCTBUTENbHBIX HapyieHHH. Hemenkuii HeBpoior A. Striimpell B 1883 roay oTmMeTHs1 ceMelHbIH
XapakTep 60JIe3HU CIIaCTHYecKOH mapamuieruu. B 2/3 ciy4aeB 3a6osieBaHMe Hac/IeLyeTcs 10 ayTOCOMHO-JOMUHAHTHOMY
TUIY, TaK >Xe ONMCaHbl CJy4ald C ayTOCOMHO-peLeCCUBHBIM, X-CLelJIeHHbIM peLleCCHBHBIM THIIOM HacJeJ0BaHUs.
PacnpocrpanenHocts HCII BapbupyeT B npegenax 1,0-4,0 na 100 000 yesnoBek. B HeKOTOpPBIX NOMyJISALMAX OHA BbILIE 3a
CYET JOMHHAHTHBIX JIM60 pereccMBHbIX GopM. CaMbIM TIJIaBHBIM KJIMHHYECKUM MNposiBieHHeM 6GoJie3nu lTpromnens
CIYXKUT HWKHUH cractudeckuil mnapanape3 [1]. IlatomMopdosiornueckuid JereHepaTHBHBIH Hpolecc HabJlofaeTcs B
GOKOBBIX U 33/JHUX CT0JI6aX CIMHHOTO MO3ra, B CBA3M C 3TUM JIaHHas Ipynna 3a60/ieBaHUH BIIOJIHE 060CHOBAaHHO OTHOCUTCS
K 6oJiee LIMPOKOM KaTeropuu cnuHouepebe/UIpHBIX JereHepauui [2]. B HacTosimee BpeMsi 10 MyTaLUX B ONpesieIeHHOM
reHe ONMCAHO GoJjiee TPUALATH Pa3/IMYHBIX MYTalMH, UTO U ONpeJieisieT Ype3BblYalHbIi GeHOTUNHYECKUH N0JUMOpOU3M
HCII [4]. C ne6ioToM B 1-4 necarunerun HeocnoxHeHHble HCIT B 54% ciyyaeB Hac/ieAylOTCA 110 aQyTOCOMHO-Z,OMUHAHTHOMY
tuny, B 13,5% ciyyaeB MMeeT MeCTO ayTOCOMHO-pellecCMBHOe HacjefoBaHue. C ge6ooToM B 3-7 [AeCATUJIETHH IO
ayTOCOMHO-/IOMUHAHTHOMY THUMNy HacjaeayeTcs Jjiuimb 10,8% [3]. TpaAULMOHHO BBIAEJSAIOT JBE GOJIbLIME KJIUHUYECKHUE
rpynnel: HeocjaoxHeHHass HCII 6e3 3Ha4YMMbIX CONMYTCTBYIOLIMX PACCTPOWCTB M OC/I0XKHEHHas, NMPHU KOTOPOH BeIyLIui
CUH/APOM CNAcCTHUYECKOro Mapamape3a CO4YeTaeTCsl HEeBPOJOTMYeCKMMH U 3KCTpPaHeBPaJbHBIMH [JIOIOJHUTEJIbHBIMU
cumnroMami [5]. Heocsoxxuennele HCII pasgesnieHbl Ha ABe rpynnel: 1 TUI - ¢ Ha4yasioM 60J1e3HU 0 35 JjieT (BCTpedaeTcs B
YyeThIpe pasa yalle) ¥ 2 TUII ¢ HadyasioM Gosie3HU nociie 35 et [4]. o 25-30% ciy4daeB Heoc/i0)kHeHHOU AoMuHaHTHOU HCII,
oco6eHHO paHHel (1-ro Tuna no kiaaccuukanuu A. Harding), TeKyT odeHb JIeTKO MM CYyOKJMHUYECKUH Ha NPOTSKEHUU
BCeH KM3HU U BBIABJISAIOTCS JHULIb NPU NPOPUIAKTHIECKUX U ceMeHHBbIX ocMoTpax [5]. [Ipn kanHM4eckoM o6cefjoBaHUN
GOJIBHBIX y)Ke B HayaJbHBIX CTaJHUAX 3a0o0JieBaHHsS OGHApPYXKMBAeTCsl IOBBILIEHHE CYXO0XH/IbHBIX pedJiekcoB, paHO
NOSIBJISIIOTCS TaToJIorudeckue pedJieKkchbl crubaTe/bHON U pasrubaTesbHoi rpynn (babuHckoro, Onnenreiima, Poccosnmo,
Fopnona, lleddepa, BextepeBa-Menzens, XKyKoBcKOro), KJIOHYChI CTOI, KOJIEHHbIX 4alledeK. KoxkHble pedJieKchl B
GOJIBIIMHCTBE CJIy4YaeB COXPAHANITCS, QYHKIMH TAa30BbIX OPraHOB He HapylleHbl. PaccTpodcTBa 4YyBCTBUTEJIBHOCTH
OTCYTCTBYIOT, UHTEJIJIEKT COXpaHeH [6]. Y GOJIbHBIX Pe3KO 3aTPYyAHEHbI JBIKEHUS B HIDKHMX KOHEYHOCTAX, HO He H3-3a
C1a60CTH MBIIII, a M3-3a MOBBIMIEHUS TOHyca. OGBbSCHAETCS 3TO MPEHMYLIeCTBEHHBIM MOpPaKeHHEM BOJIOKOH, GepyIiux
Hayasio OT KJETOK moJig 6 mo BpoamMaHy M HAyIUX B COCTaBe MUPAMHUJHBIX MyTed. ¥ GOJIBHOTO JAJUTEJIbHOE BpeMs
COXpaHsAeTcs Xopollas cuaa B Horax. OH He MOXeT XOAMTb WJIM XOAUT C TPYAOM, HO CTOSAATb MOXeT 4YacaMM bOe3
3HAYUTEJIbHOTO YTOMJIEHUS. PacCTpONCTB 4YyBCTBUTEJBHOCTH He OTMedvaeTcsl, GYHKLHUU CPUHKTEPOB He HApyLIAKOTCH,
COXpaHATCA OplouiHble pedJieKcbl. 3abojieBaHHe NpOrpeccUpyeT MeAJIeHHO, MO3TOMYy O6OJbHble [JIHUTeNbHOE BpeMs
COXpaHAIT paboTOCMOCOOHOCTD, eC/IM UX podeccusi He CBs3aHa CO CTOsTHUEM U xoxAeHueM [7]. [Ipu uccnegosanuu KT u
MPT rosioBHOTO ¥ CHMHHOTO M0O3ra NnpH Heoc1okHeHHHBIX HCII flereHepaTUBHBIN Npoliecc He BU3yaausupyetcs [8].
CoG6CTBEeHHbIE HAGJII0IeHUS.

[ToA HamKMM Hab/II0ZeHUeM HaXOJUJINUCh 2 CeEMbH CO CIAaCTUYeCKOM NapanJeruei y 3 4JeHOB CEMbH.

[Ipo6anz H. 3 nieT U3 ceMbU A., B KIMHUKY HOCTYIIUJ C KIMHUYECKHUM JUarHo3oM «/leTckuil uepe6panbHbiit napaauy (JLUID),
crnacTuyeckasl Aunaerus». [Ipy NocTynjeHUH kano6bl MaTepy Ha €1ab0CTb HIPKHUX KOHEYHOCTeH, 3aZilep>KKy B MOTOPHOM
pa3BUTHUH, pe6EHOK He MOXET CaMOCTOSITeJbHO CTOSATb U XOAUTb. M3 aHaMHesa 3a6oseBaHus H.: B Bo3pacTe 9 MecsleB
MaMa obpaTu/a BHMMaHHe Ha cJabocTb HOr pebeHKa, 3aZlepP>KKy B MOTOPHOM pa3BUTHU. [leprHaTa/lbHBIM aHaMHe3 He
oTAroieH. MaJb4UK roJIOBY AepXHUT C JByX MecslleB, CHAUT C IIEeCTH MecsALeB, T0J3aeT C AeCATH MecsleB, CAMOCTOSITeIbHO
He xoAuT. HaciefcTBeHHOCTh: y cTapluiero 6pata B. 5 jieT Takxke cnacTUYeCKUH Napanapes HOT, KOTOPBIA C paHHero
BO3pacTa HabJroZaeTcss y HeBpomarTosiora ¢ guarHosom: /I, cnactudeckas aunserus. HeBposiorudeckuit ctaTyc y o60ux
MaJIbYUKOB CXOXHH. [IcuxopedeBoe pa3BUTHeE [leTell COOTBETCTBYET BO3pacTy. HyBCTBUTENBHOCTb U UHTEJIEKT Y JileTel He
n3MeHeHbl. YepenHo-Mo3roBele HepBbl (UMH) - nuI0 ciMMeTpUYHOE, IBIKEHMUS IJIa3HbIX 16JI0K B IOJIHOM 00'beMe, SI3bIK
10 CpefHEeH JMHUY, IJIoTaHUe U (OHAIMsI He HAapylleHbl. MaJbYMKU MOTYT CTOSITh U IePeBUTaThbCsS Yy ONMOPHI; MOJI3A0T,
MOX0/IKa PH MOAJepKKe CIIacTHYecKasi ¢ IepeKpecTKOM Ha YpoBHe GeJiep y cTapiuiero 6para, y MJIaJIIero nepekpect HOT
Ha YpOBHe roJieHel; y 000UX JileTell MOJIOKUTENbHbIH CUMIITOM «IepeKpelleHHbIX Hor». HOrn HanmoMUHAIOT «HOMXHUIIBI»;
OII0Opa HOT Ha NMepeJAHUH CBOJ, CTOMNbI MBIIIeYHBIH TOHYC MOBBINIEH B HIXKHUX KOHEYHOCTSX, B PyKax y/JOBJEeTBOPUTEbHBIH.
OnpeznensioTcs NMPUBOJASAILME KOHTPAKTYPhbl B Ta306epeHHbIX cycTaBax. CyxXxoKWIbHble pedieKChbl KOJeHHbIE BBICOKHE,
D=S. [lonoxuTe/NbHbIE NMAaTOJOTHYECKHe CUMNTOMBI babuHckoro, OmnmeHreiima, ['opgona u llleddepa c aByx cTopoH;
BbI3bIBAETCS KJOHYC cTOI. [IpoBe/ileHO KJIMHUYecKoe o6ciejoBaHHe. MarHUTOpe30oHaHCHasA ToMorpadus roJoBHOTO MO3ra:
NaTOJIOTUH y 00OMX Ma/lbYMKOB He BbIABJeHO. Ha pyTHMHHOH 3jekTposHuedasorpaduu KOPKOBBIM PUTM COXpaHEH;
3Nu/IenTUPOPMHAsA aKTUBHOCTb He 3aperucTpupoBaHa. JleTH OCMOTpPEeHbI OKYJIMCTOM: [JIa3HOEe JHO B HOpMe. 3aKJIloueHHe
opronesa: DS CnacTuueckue 3KBHMHYCHble cTOnbl. [Ipu o6cCiefoBaHUM pPOAUTE/EH: y OTLA MaJbYHMKOB OOHapy)KeHa
runeppedeKcHs KOJEeHHbIX CyX0XKHUIbHBIX pedJIeKCOB ¢ paclIMpeHHOH pediekcoreHHOH 30HOM. [laTosiornyeckue CTomHbIe



pedJiekcbl oTpULaTebHbIe. Y MaTepU JeTell HeBpOJIOrHYecKoi NaToJIOTHU He BblsiBJeHO. HeBposioruyeckue CHMITOMBI Y
oTua B 1 c/lyyae pacLleHWIM Kak CyOKJIMHUYECKYl0 KapTHUHY ceMellHOro 3a6oJieBaHHUs. TakuM 06pa3oM, NpeJnos0xKeHO
JIOMMHAHTHOe Hac/lefloBaHUe ¢ BapyabesIbHOM 3KCIIPeCCUBHOCTbIO I'eHa.

[IpakTHYeCKH aHaJIOTMYHAas KJWHUYECKAas KapTUHA TaK e Habuojanack y npo6anaa X. 5 jeT u3 cembu B. ¢
HEeOTSATOlIeHHbIM IepUHATa/IbHbIM aHaMHe30M. C paHHero JIleTCKOro Bo3pacTa MaJIbiMK TakKe HabJ/I0AaICsA C AUAarHO30M:
AU, cnactuyeckass fumerusi. B KJIMHUYECKOW KapTHHE OOHapy:KeHa CJab0CTh HUXKHUX KOHEUYHOCTEH C HapylLleHHeM
NOXOJKH NIPU NOJJepKKe MOJOXKUTEeJbHbIH CHMITOM «IepeKpellleHHbIX HOI», TMIepTOHYC HMXXHUX KOHeYHOCTeHd o
CMacTUYeCcKOMy TUIYy ¢ runeppedJiekcrell U NoJI0XKUTebHBIMU IaTOJ0TMYeCKUMH CTONMHBIMU pediekcamu. KomnbroTepHas
ToMorpadus roJoBHOr0 MO3ra CTPYKTYPHbIX U3MeHeHUH He BblsABUJA. [Ipu ocMoTpe y MaTepu npobaHja X. oTMevasach
runeppedJieKCUss UM TMOJIOKUTEJbHbIM CHUMNTOM bBaGUHCKOro, JIETKUM THUIEPTOHYC B HOrax, ClacTh4yeckas MOXOJKa.
HeBpoJiornueckre CHMITOMBI y MaTepyd Mbl paclieHWIH, KaK KJWHUYECKYH KapTUHY Hac/e[CTBEHHOM CIAacTUYeCKOoH
naparJieruy, No3ToMy y pe6eHka nIpeAInoJioXKeHo JOMUHaHTHOe Hac/leJloBaHUe ceMeHHOro 3a6ojieBaHuUs.

YunTbIBas ceMelHbIN aHaMHe3 B 06eUX CeMbsIX, KAMHUYECKYI0 KapTHUHY, paHHee HayaJlo 3a60JieBaHuUs JeTSM Mbl I0CTaBU/IU
KJIMHUYEeCKUH AuarHos: ayTOCOMHO-Z,OMUHAHTHAas cHacThyeckas napamnJerdst | Tuma, HeocsoxHeHHass ¢opma. OfHako
XapaKTep TeyeHHUs HACJAeACTBEHHON CNAcTHYEeCKOW MNapamjerud y JAeTed M HX pOJUTesell MOXeT MOMEeHATbCS Ha
HPOTS)KEHUH XKU3HH, I09TOMY 32 HUIMU HE0O0X0AMMO Jla/IbHelIIee HabJII0jeHHe.

BbiBOABI. OCOGEHHOCTBIO JAHHBIX KJIWHUYECKHX CJIy4aeB SIBUJIOCh TO, YTO HMMEETCH OTATrOLIeHHbIH HacJjeJCTBEHHBIH
aHaMHe3. Y4YMTbIBasAg KJIMHHUKY CHACTHUYECKOW MNapamjieruy y npob6aH/ioB, HO He BbIPAKEHHYI0 KJIWHHUKY CNacTHYeCKOH
napamnJierid y pojuTesied, y JeTedl 6blia [JUarHOCTUPOBAaHA ayTOCOMHO-JOMMHAHTHas CeMeHHas CclacTHYecKas
napanJierus [ Tuna, Heocs0kHeHHas ¢opMa ¢ 1eGI0TOM B paHHEM JIeTCKOM Bo3pacTe Jio roza. /i BeprudrKaLuu Juarsosa
HCII, kpoMe KJIMHUYECKUX NPOsIBJIEHUH, HE06X0JUMO IPOHTH MOJIEKYJIAPHO-TeHeTHYeCKOe 06Cle/JoBaHUE C ONpe/ie/leHUEM
SPG omnpepenenneix JokycoB U JIHK-guarHocTvka, 4To nmoJHUMaeT UX Ha NPUHIMIHAJIBHO HOBBIM ypoBeHb. [lo HamuM
HabJII0/IeHUsIM NpY BO3HUKHOBEHUU 3a60JIeBaHMS B paHHEM BO3pacTe TeyeHHe 3a00/ieBaHUA OoJjiee TsKeJI0e, YeM HpPU
NO03JHEM Pa3BUTHH 00JIE3HMU. Y JleTel 60Jiee BbIpaXKeHbl JIBUTaTe/IbHble HAPYLIEHHSs], THIEPTOHYC B HIPKHUX KOHEYHOCTSX; a
y B3POCJBIX Ke Npeob6sajaeT runeppedieKcus KoJeHHbIX pedJeKCOB HaJi CNACTUKOW, TeyeHHe 3a00/ieBaHUS MeJJIEHHO
Nporpeccupymoliee, 4YTO CBS3aHO C TeHEeTHYeCKOH TIeTepOTeHHOCTbI0 HaC/Ae[ACTBEHHOM CINACTHUYeCKOW MapamnJeruy.
Knnnuveckas kapTvHa cnactudeckoil gunieruu JILI sBisieTcsa cxoAHOU ¢ Hac/leJCTBEHHOW CMacTHYeCKOW maparnJieruen.
HacnencrBeHHble cnacTHYecKHe Mapamsierdy 4Yalle BCEro «MacKUpyeTcs» HoJ crnacthudeckod aumierunedt JJUII, moatomy
TpyAHo JuddepeHIMpoBaTL MX OT JAETCKOTO liepe6GpasbHOrO Napasnuya. VX OCHOBHOH M HepeAKO eAUHCTBEHHbIH
KJMHUYECKUH MPU3HAK — HIDKHUN CINACTHYECKUH Mapamnapes, MO3TOMY y JeTeld co crnactTuieckuMu ¢opmamu JLIT
Heo6xo Mo HckaoyuTh HCIL; BaxkHOe 3HaYueHHe HMeeT OCMOTD POAUTEEH.
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TYKbIM KYAJIAUTBIH CIACTUKAJIBIK ITAPAIUJIETMUAHBIH, KJIMHUKAJIBIK, YKAF AL

Tyiin: Makanaja xeke KIMHUKAJbIK 6aKblIay[aFbl eKi xKaHys/ja Ke3/JleCKeH TYKbIM KyasaWTbIH CIAaCTHUKaJbIK apanerus
JKarJalbl cunaTTadfaH. TyKbIM KyaslaWTblH CHACTUKAJbIK MapalJlerdsiHblH aFbIMBIHBIH, epeKILeNdiKTepi, KJIMHUKAJbIK
KOPpIHICi, TYKbIM KyaJiay TYpi >KoHe KOCBbIMIlIa 3epTTey d94iCTepi KepCeTilreH.

Ty#iiHAi ce3aep: )KaHYAJBIK MapaInJierds, CllaCTUKaJIbIK naparmierus, llTpromnens aypysbl.

G. KADRZHANOVA, A. SMAGULOVA, G. MUHAMBETOVA, A. SEYITQAZYQYZY, M. ZHAKSIBEK
CLINICAL CASES HEREDITARY SPASTIC PARAPLEGIA

Resume: Personal clinical observation of two cases of familial spastic paraplegia in two families were given in the
article. Specificities of the course, clinical picture, heredity and additional methods of research of hereditary spastic
paraplegia were underlined.

Keywords: familial paraplegia, spastic paraplegia, the disease Strumpell.



