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Pesziome: B cooOmieHnrn TpeACTaBIIEHBl JaHHbIE aHaMHE3a C COCTaBIIEHHMEM POJOCIOBHOM,
HEBPOJIOTHYECKOTO, KIMHUKO-WHCTPYMEHTATHHOTO OOCIEOBaHMS TAIEHTKH C  HAaCJIeICTBEHHOU
cnactuyeckoi maparvierueii. [lomydeHHBIe HaHHBIE TMOATBEPXKIAIOT CIOKHOCTH IHATHOCTUKHA ATOTO
3a00JieBaHUsl  BCIEJACTBUE KJIMHUYECKOrO moiauMmopdusma. Jlins TnpeomosieHus JUarHoCTUYECKHX
3aTpyJHEHUH HACIIEACTBEHHON CITACTUYECKON TAapaluleTHH HWCIONB3YIOT COYETaHWe KIMHHKO-
unctpymentansHoro u JJHK uccnenoBanuii.

Kniouesvle cnosa: HacnenCcTBeHHas cllaCTHYecKas Napalulerys, HelpomnaTus, HapyleHHe KOTHUTHBHBIX
¢bynkuuii, Hapymenue GyHkiuu Modeucnyckanus, JJHK uccnenosanue

CASE OF RARE PHENOTYPE OF HEREDITARY SPASTIC PARAPLEGIA

Mayorova N.G., Pavlov V.A.
Smolensk State Medical Academy, Russia, 214019, Smolensk, Krupskaya St., 28

Summary: The article contains results of a clinical history, genealogical, neurological, clinical and
instrumental examination of a patient with hereditary spastic paraplegia. Obtained data confirm the
complexity of diagnostics due to clinical polymorphism. To solve diagnostic problems of hereditary
spastic paraplegia combination of clinical and instrumental studies and DNA research are used.

Key words: hereditary spastic paraplegia, neuropathy, cognitive impairment, impaired bladder function,
DNA research

BBepeHue

Hacnencreennas cmactuueckas naparuterust (HCII) — rpymma HeliponereHepaTHBHBIX 3a00JI€BaHUI C
[IPEUMYIIECTBEHHbIM  IOp@&KE€HHEM  NUPAMHIHOIO  TPakTa,  ONIMYAIOUIMXCS  TE€HETHYECKOH
TeTePOTeHHOCTRI0 M  KIMHHYECKHM moinuMopmsMoM. Ee monmpasgensior Ha HEOCIOXKHEHHYIO,
MIPEACTABIAIONIYI0 CcO00M CHHIPOM HIDKHETO CIIAaCTHUYECKOro Iapamape3a ©0e3 COIYTCTBYIOIIMX
paccTpoNCTB U OCJIOKHEHHYIO, IIPU KOTOPOM OH coueTaercs ¢ JOMOJHUTENbHBIMA CUMITOMaMH. JTO
MOTYT OBITH aTaKCHH, MOJIMHEHPONATHH, aMHOTPO(HH HOT, IKCTpaHpaMUIHbIC HAPYIICHHUS, TEMEHITHS,
SNMIENTHYECKHE MpUCTynbl. Kak CBUAETENBCTBYIOT MHOTOYHCIIEHHbIE JTAHHBIE, CPEIN HEOCIOKHEHHBIX
¢opm HCII cymecTBeHHO mpeobaasaroT JOMUHAHTHBIE, a CPEAN OCIOKHEHHBIX — PelleCCHUBHBIE (hOPMBI
[1]. Onnako, TpaHb MEXIY 3THMHU IpyIIIaMH HEPEAKO CTHpaeTcs Kak BHYTPH-, TaK M MexceMelHo [1, 2,
3,4,5].

B npaktuke neponora nuarHoctuka HCII, coueraromieiicss ¢ IpyruMH CUMIITOMaMH, 3aTpyJHEHA MpU
CHOPAAMUYECKUX CllydasX, HAJIMYMU OONBLIOr0 KOJINYECTBAa TE€HOKONMH M (PeHOKOIMH, aTUNHYHOM
Te4eHUH, coKHOCTHIO JJHK auarHocTHky, a Takke B CBSI3U C TE€M, YTO HEKOTOpPbIe (hOpMBI 3a001eBaHHA
ONMCaHbl HA €IMHUYHBIX IPUMEpPAX.

Pe3ynbTaTbl HabNogeHUs

Hamu Habmonanack 6onbHast . 1963 r.p. ¢ 4€TKMM ayTOCOMHO-TOMHUHAHTHBIM THIIOM HACJICIIOBAHHS U
HeoObryHBIM (eHoTHTIOM OocnokHEHHON HCII. M3 anamMHe3a n3BecTHO, UTO €€ POJUTETH U3 MHOTO/IETHBIX
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cemeil: y otma — 3 cectpel u 2 Opara, y marepu — 2 cecTpsl u 2 Opara. Bce oHm 3710poBHI (puC.).
Ponutenbckas cembs mpoxuBaia B I. SIpoBoe AunTaiickoro kpas, rae ObUI XMM3aBOA 110 IPOU3BOJACTBY
nuxinodoca. Y npobaHna ecTb cTapiinii 6par, KOTOPBIN MII0X0 XOOUI «C pokaeHUs». OH B Opake, UMeeT
3 3m0poBbIX gouepeid. [lanmenTka oT 1Byx OpakoB uMeeT 1Mo ogHoMy cbiHy, 1987 u 1992 r.p. OOa chiHa,
0CcOOEHHO MJIa[IINH, UCIBITHIBAIOT MPOOJIEMBI ¢ X0Ab0OH. 2 BHyKa MpoOaHAa OT KaXI0ro ChIHA UMEIOT
BPOXKJECHHYIO TAaTOJOrHI0 (y CTapiiero 4-JeTHET0 BHYKa — KOCOJANoOCTh, Y MIaJIIero 3 Mec. —
nedopmanus maneneB crom). J[Ba Myka W AeTH Myked mnpoOaHIa, poXKAEHHBIE B APYTUX Opakax,
3JIOPOBBL.

VY manuentku [l. 3aboieBaHMe HA4YajJOCh B PaHHEM JIETCTBE. B Miagmmx Kiaccax oHa 3aHMMalach
(Gu3KyIBTYPOil, HO MOXO0JKa yke OblIa U3MEHEHa, He MOIJla KaTaThCsl Ha KOHbKax M Ha jbbkax. C 8 jer
MOABUJIOCH YYallleHHEe MOYEHCIYCKaHHs ¢ TPYIHOCTSIMU yaepKaHUs MOYM Tocie Tmo3eiBa. Ha
MPOTSDKEHUH MHOTHUX JIET CUMITOMBI 3a00JIeBaHHs HE MPOTPECCHPOBAIH U 32 MEAUIMHCKON MOMOIIBIO
MareHTka He obparnianacek. PaboTana s5koHOMHCTOM, KaccupoM. B 25 neT, u3-3a nosBUBIIUXCS OOyel B
HOTax M YXYALEHHUs XOIbOBI, BBIHY)KAEHA Obla OOpaTHThCS K Bpady. llpum obOcnenoBaHum OBLIO
BbIsIBIIeHO yckopeHre COD. B TeueHme mocnenyrommx 15 JleT manueHTka jedwniach 0e3 3¢pdekra y

00 ©OrLrO0 0 00
e @1 B O
- SOomIoNTIT O

Puc. PogocnoHas mamuentku /.

Ipumeuanne. 1. 1-4 — 3gopossr; 1L 1-10 — 3mopossr; I 3 — mpoGaupg; III. 5 — Gpar npobanpa, 6oneH; IV. 4 — cbiH npobaHaa OT HEpBOro
Opaxa, 6oner; IV. 5 — meauimuckuit abopt; IV. 7 — ceiH npobanga ot Broporo Opaka, 6osen; IV. 8-12 — memunmHckue aboptsl; V. 1 — BHYK
npobaHa, KocoanocTe; V. 2 — BHyK pobana, ehopManus najibleB CTOI

B Bo3pacte 40 siet, nocie ocMoTpa KBATH()UIIMPOBAHHOTO HEBPOJIOTA BIIEPBBIC OB BHICTABJICH JIUATHO3:
Oonezns LlTprommens. SIBHoe mporpeccupoBaHue 3a00jeBaHUs MalMEHTKa oTMedaer ¢ 42 ner. DTo
BBIPAXKAJIOCHh B TIOCTEIICHHOM TIOXY/IaHUH TOJICHEH, YXY/IIIEHUU X0Ab0bI (He ycleBaia IepeiTH YIUIly Ha
3enéHbiil cBetr). M3-3a cmabocTH CHUHKTEPOB MOUYEBOTO ITy3bIPSl U HEIEP)KaHWMs MOYM OHA BBIHYXJICHA
ObLTa TIOCTOSTHHO XOIUTh CO CPEJCTBAMHU JIMYHON TUTHEHHI. J[uTensHOe BpeMsi O0bHAs 00CIIenoBaIach
1 JICYMIIACh Y YPOJIOTOB 0e3 3 deKTa, XOTS B JaTbHEUIIIeM aTOJIOrHsI MOUYCBBIX ITyTel Oblila HCKITFOUCHA.
[IpucoennHmmace mMAarkocTh, OCOOEHHO B TEMHOE BpeMsl CYTOK — «XOXy MO CTeHOuke». B 45 mer
nanrenTka npu3Hana uHBaUAOM Il rpynmmel. C 3TOro BpeMeHH CTpajaeT «MATKOH» apTepuaIbHON
THIIEPTOHNEH, HAONIo/aeTcsl y TepamneBTra. B mociemHue roabl MpUCOESTUHILTUCH MPHUCTYIBI C PE3KUM
nageaneM AJ[ mo 60/40 MM pr. cT. 6e3 moTepu CO3HAHWA, C YACTOTOH 110 5 pa3 B Toj. 3HAYUTEINHHO
YXYAIIWIACH TaMsITh, OTMEUACT CUTYallUH, KOTJla B CBOEM ITO/BE3/IC OHA HE TIOHMMAET, Ha KaKOW ITax
HYKHO TOJTHATKCS, a B aBTOOYCE — KyJIa e/IeT.

B HeBpolorndeckoM cTaTyce: Cy)KeHa JieBas IJla3Has ILElb, JBYCTOPOHHHMH Iape3 KOHBEPreHIHH,
x000TKOBBIH peduiekc. [Toxoaka U3MeHeHa 10 CIACTUYECKU-NApeTHYecKoMy TUIly. Ha msaTkax He MOXeT
XOIUTh M3-3a CNa0OCTH MNEPHHEANbHBIX MBI, MBIIIEYHBI TOHYC B MPOKCHMAIBHBIX OTHENAX HOT
MOBBILIEH [0 MHUPAMUIHOMY THUILY, B JUCTANBHBIX OTAENAX OTMEYAETCS TUIOTOHUS C Pa3OOITAHHOCTHIO
TOJICHOCTOIHBIX CYCTaBOB. CyXOXHIbHBIC pPe(IIEKChl PaBHOMEPHBIE, C PyK YMEPEHHOI XKUBOCTH,
KOJICHHBIC U aXWUIOBBI — BBICOKHE. [1aTONOrHMUecKuX CTOIHBIX 3HAKOB HE BBISABICHO. IlofoNmIBEHHbBIE U
OprolHble pedieKchl CHIDKEHB. AMHOTPO(QHsS 00enx royieHeid. YMepeHHas nedopMalus CTOI MO TUITY
«tpunpeiixosckux». Cunpakrnuu 11 u 111, 1T u IV nanenes o6enx crom. ['unanre3ust Ha HOrax ¢ ypOBHS
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cepenuHBI Oenmpa, Ha pykax — B oOiacté kucreid. Ha cromax BHOpanmoHHasw 9yBCTBHUTENBEHOCTE Ipy0o
cHIKeHa. Hepesko HapyIIeHO CycTaBHO-MBIIIEYHOE YYBCTBO B Majblax obemx crom. B mosze PomoOepra
IIaTKOCTh BO BCE CTOPOHBI. [IceB0aTeTo3 manbleB BHITAHYTHIX pyK. Ta30Bble (YHKLIUH: TIEPHOINIECKOE
HeJep)kaHne MOYH, JAe(ekanus B HopMe. PemponykTuBHas QyHKImS: 6 MEAWIIMHCKHX a0OpPTOB, ITBOE
CBIHOBEH OT JIByX OpaKoB.

HeoxumanHeIM 0Ka3aj0Cch N30MpaTenbHOE HapyIIeHHe KOTHUTHBHBIX (yHKIWH. [Ipu Tom, urto OompHas
XOpOILO OPUEHTHPOBANIacCh B COOCTBEHHOH JIMYHOCTH, BPEMEHHM M IIPOCTPAHCTBE, Ha3blBajla 5 CJIOB Ha
OIpeJieNIeHHY0 OYKBY, yIOBJIETBOPUTENIBLHO MPOXOAMIA TECT PUCOBAHUS 4YacoOB, y HE€ CEphEe3HO OBbLIM
HapylleHbl MaMATh U BHUMaHHe. OcoOble 3aTpYAHEHHUS BBI3BAIM CYET B MOpPsAKE yObIBaHHSA, TaOJIUIA
YMHOXEHHSI U TECT Ha KPaTKOBPEMEHHYIO TaMATh (3alIOMUHAHUE 3-X CJIOB), YTO FTOBOPUT O KOTHUTHBHOM
CHIDKEHHUU.

Ha MPT ronoBHOro mo3ra: yMEpEHHO pAacIIMpEeHbl JIMKBOPHBIE IpocTpaHcTBa ¢ MP-npusnakamu
YMEpEeHHBIX aTpO(UIECKUX U3MEHEHHUH JIOOHBIX J10JIeH TOJIOBHOTO MO3Ta.

Ha MPT 1weliHoro otaena no3BoHOYHUKA: MP kapTuHa JereHepaTUBHBIX U3MEHEHUU IIEHHOTO OTAesa
no3BoHOYHKKA. CIIOHAUIIES.

Ha D3I': maromornueckuii Tun D31 (0oapcTBoBaHMEe). DK3aIbTalldsi OCHOBHOTO pUTMa. PernonapHbie
W3MEHEHHUs] B TepenHe-IEeHTPAIBHBIX OTBEICHUSX MpaBod remucdepbl (HaTU4MEe SMUIeNTH(OPMHBIX
rpago’IIeMEeHTOB).

Ha OKT': putMm cunycossiit, HCC — 70/mun. D0C He OTKIOHEHA.

['masHoe JHO: aHTHOMATHs COCYIOB CETYATKH 00OMX IJI1a3 0 THIEPTOHMYECKOMY THITY.

TpumulekCHOE CKaHMPOBAaHHE JSKCTPAaKpaHUAIBHBIX COCYHAOB TOJIOBHOIO MO3ra: aTepoCKiIepo3
OpaxuonedaabHbIX apTEPHIA.

TpumuiekcHOE CKaHMPOBAaHHE MHTPAKPaHUAIBHBIX COCYIOB TOJOBHOIO MO3ra: KpPOBOTOK apTepHi
OCHOBaHHUS MO3ra cUMMeTpU4HbIH. CHIXEHHUE JIMHEHHOH CKOPOCTH KPOBOTOKA IO IIPaBOil O3BOHOYHOM
aprepun. Jlucuupkymnsiust B OacceiiHe MO3BOHOYHBIX apTepuil. TOHyC cocyoB HEyCcTOWYUB. BeHO3HBIH
OTTOK HECKOJIbKO 3aTpyIHEH.

DnekTpoHepoMuorpadusi: BHISBICHO HE3HAUYUTEIBHO BHIPAKEHHOE HApyIISHHE MPOBOSIICH (QYHKIUH
MOTOPHBIX BOJIOKOH IIPaBOI'0 CPEAMHHOIO U JIEBOI'O MaJIoOEPIIOBOIO HEPBOB B TEPMHUHAIBHOM CEI'MEHTE,
yMEpeHHOe HapylleHne (YHKIUU CEHCOPHBIX BOJIOKOH CPEJMHHBIX M MaJoOEpIOBBIX HEPBOB;
OTHOBPEMEHHO HMEIOTCA MPHU3HAKH TIOBBIIICHUS YPOBHA MOHOCHHANTHYECKOH BO30YIUMOCTH
MOTOHEHPOHOB TOSCHUYHOTO YTONIIEHUS B Buae peructpaunmu H-pediekca B crubarensx mnajblieB
MIpaBoOi CTOIBI.

O6cyxaeHue pe3ynbTaToB HabnaeHUn

[IpuBeneHHBI HAMH KIIMHUYECKHUHA CIydail emle pa3 MmoJdepKuBaeT oTHOCHTENbHOCTH nenenns HCII Ha
OCIIO)KHEHHYIO W HEOCIOXHEHHYIO. HEeOOBIYHOCTh JaHHOTO 3a00JIEBaHUsI 3aKIIOYAETCs B TOM, YTO IO
POIIOCTIOBHOH — 3TO THUIMYHOE ayTOCOMHO-JIOMHHAHTHOE HAacleJOBaHUE, NI KOTOPOTO XapaKTepHO
MO3/IHEE HAYyall0 U OTHOCHUTEIHHO MSTKOE TEUYCHHE C MUPAMUIHON HEJOCTaTOYHOCTHIO M MEHJICHHBIM
nporpeccupoBanneM. KimHudeckass kKapTHHa OOJE3HH Y TAalMeHTKH XapaKTepHa I ayTOCOMHO-
PEIECCUBHOTO THUIA HACIEJIOBAHUS: PaHHEE Havyallo, HAPYIICHHE TAa30BBIX M KOTHUTHBHBIX (DYHKIIHA,
SMUIENTUPOPMHBIA CHHAPOM, TUCTANBbHAS aMHOTpOoQus HoT. CleyeT OTMETHTb, YTO OTIMCAHHBIN CIydai
MpeAcTaBiIgeT co00il penkuil BapuaHT OCIOXKHEHHOH ayrocomHo-nmoMuHanTHOH HCII u Tpebyer
nposeaenust JJHK-uccnegosanums [1, 5].

3aknoueHue

Takum oOpa3oMm, A1 YTOYHEHHMs AMArHo3a HAacJIEICTBEHHOM cracTH4ecKoil maparmieruu OoJjblloe
3HauY€HHe OTBOAMTCS cOOpY aHaMHe3a, YCTaHOBIEHHIO POAOCIOBHOI OOJIBHOrO, a Takke gaHHbIM MPT
CIMHHOTO U rojIoBHOro Mo3ra. HecomMHeHHyto ycimyry mor Obl okasars JJHK-ananus mis ycranoBieHus
JIOKyCa TIOpaXKeHus 1 mpoBeneHus auddepeHnnanbHoil THarHOCTUKH.
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