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HACJIENCTBEHHAS CITACTUYECKAS ITAPAIVIEI'A IITPIOMIIEJIS, CKPBIBAIOIIASICA 11O/
MACKOU JETCKOTI'O HEPEBPAJIbBHOI'O ITAPAJIMYA: KIMHNYEKUU ITPUMEP

"Okunrnconosa H.A., 'Omonoea Y.T., *Paxumosa K.D.

'TalIKeHTCKUI TIeAuaTpUIECKUIi MEIUIIMHCKUI UHCTUTYT,
2PecnyOJIMKaHCKas JAeTCKasi ICMXOHeBpojiorndeckas 6oapHuma uM. Y. K. Kyp6aHosa.

v Pesiome,

B cmamve aeémopamu npedcmasaenvt pezyavmamor cobcmeennozo nabarodenus cecmep ¢ pannum debromom
HacaedcmeenHoil cnacmu4eckoii napanaezuu. Kiunuueckoii ocobennocmolo pazeumus OanHOU namoso2uu s64As€mcs
panee nosgienue CNACMUMHOCIMU 6 MbIMUAX HUNCHUX KOHeYHOCmel, ¥mo HepeoKo mpaxKmyemcsa Kax Ounie2u4ecKas

dopma uepebpaavnozo napasuua.

Karoueevie caosa: demu, uepeGpaivuoli napaiuy, HAcAeICMEEHHAs CNACMUYECKAsi napaniezusi.

BOJIAJIAP IIEPEBPAJT ®AJIAXKIINTA HUKOBU OCTUJIA AIMIMPUHTAH INTPIOMIIEJTHUHT UPCUN
CITACTUK ITAPAILJIETUACHU: KIMHUK MUCOJI

'Ok unrnconosa H.A., 'Omonoea Y.T., *Paxumosa K.D.

'TolKeHT meauaTpusi THOOUET UHCTUTYTH,
2y K. Kypoonos Homiu Pecrybinka 6osanap acab pyxuii 1mngoxoHacu.

v Pesiome,

Makxkoaada ona-cunzuaiapoa spma 6owaanzan upcuii cnacmux napanaie2usi Guiam Ky3amyeé HAMuUICAAapu
Keamupuazan. Yuwly namoaozus puéoNCAGHUWUHUKE KAUHUK XYCYCUAMU 0EK MYWlaKAapuoa 3pma Cnacmuk X0AamHuu
eyxcydza Keauwu, Kynunua 6oaaasap uepebpaa pasaxcaueu ounie2ux waKau KypUHUWUOG MAAKUH IMUAA0U.

Kaaum cyzaap: 6oaaaap, uepebpaa paasasxcu, upcuii cnacmuk napanaiezus.

HEREDITARY SPASTIC PARAPLEGY OF STRAUMPEL HIDING UNDER THE MASK OF CHILDREN'S
CEREBRAL PARALYCHIC: A CLINICAL EXAMPLE

'Okiljanova N.A., 'Omonova U.T., Raximova K.E.

'Tashkent Pediatric Medical Institute,
2Republican Children's Psychoneurological Hospital named after W.K. Kurbanova.

v Resume,

The article presents a case of self-observation of sisters with an early debut of hereditary spastic paraplegia. A
clinical feature of the development of this pathology is the earlier appearance of spasticity in the muscles of the lower
extremities, which is often interpreted as a diplegic form of cerebral palsy.

Keywords: children, cerebral palsy, hereditary spastic paraplegia.

AKTyanbHOCTH

acienctBeHHas criactuueckasi maparuieruss (HCIT)
H (hereditary spastic paraplegia) - HacJleICTBEHHOE
3a00JIeBaHMEe, KOTOpOE XapaKTepusyeTcsl IereHepaluei
OOKOBBIX CTOJIOOB MUPAMUAHOIO TpakKTa CIIMHHOTO MO3-
ra, MUHUMaJIbHON Ha LIEHHOM YPOBHE W yCUJIMBAIOLIEH-
csl B KaylaJbHOM HaripaBjieHud. UMEHHO C mopaXxeHueM
TOHKMX TOHWYECKMX BOJIOKOH MUPAMUIHOTO TPaKTa CBSI-
3aHO IpeobjamaHue CIIacTUKU Hap mape3oM [1,2]. Do 3a-
0oJieBaHME 4yacTo mpoTekaeT roa mackoil LTI, TeueHue
00JIe3HU, KaK MpaBWIO, OYeHb MEJIEHHOE, TTpUuYeM Obl-
cTpee mporpeccupyeT pelieccuBHasi hopma. Obunue HoO-
30J10TUYeCKUX (DOPM YCIOXHSIET KiaccuuKalumo Ha-
CJIENICTBEHHBIX CMACTUYECKUX Maparuieruii U 3aTpymHsIeT
anekBaTHyto nx auarHoctuky. HCII snsiercs Hambosee
pacrpoCTpaHEHHBIM JereHepaTUBHBIM COCTOSTHUEM JET-
CKOro BO3pacTa, M0 yacToTe ornepexast 6oye3Hb Lllapko-
Mapu-Tyra u arakcuro @puapeiixa [4,5,7]. JlaHHbIe 0 pac-
MPOCTPAaHEHHOCTH HACJIEICTBEHHBIX CIACTUYECKUX Mapa-
TUIETUi BapbUPYIOT B Pa3HBIX MCCIEIOBAaHUSX, HO B lie-
JIOM cyuTaeTcsl, uTo oHa cocTaBiseT 3,8:100 000 B 06-

et nmomyasunu (1,95:100 000 nss moMHMHAHTHBIX (GOPM
n 1,88:100 000 mist peneccuBHBIX) [3,5]. PacpocTpaneH-
HocTh HCII, 1o naHHBIM aBCTPaIMIiCKOTO UCCIIeI0BaTEIb-
ckoro ¢onga HCIT (HSP Research Foundation), Bapb-
upyet B pasHbix momyiasuusax ot 0,5 mo 12 wa 100 000
HaceneHus (http://www.hspersunite.org.au). Ha cerogHsiii-
HUil JeHb omucaHo 6ojee 50 TEHOTUIIOB HACJEJACTBEH-
Holi mapariernn. Hambosnee yacto BcTpevaromumucs siB-
nstiotest SPG3, SPG4 [6,8]. OnvcaHbl TpU TUTIA HAClenO-
BaHUSI: ayTOCOMHO-TOMWHAHTHBII, ayTOCOMHO-PEIECCUB-
HBI U CHEIJICHHBIA ¢ Xpomocomoil X. Cuurtaercs, 4To
ayTOCOMHO-JTOMUHAHTHBIC CITACTUYECKUE Maparjieruu
BCTpEYAIOTCsl vallle, YeM ayTOCOMHO-peneccuBHbie (55%
npoTuB 45% OT 06I1eTo Yuc/Ia MAalUeHTOB CO CIacTUYeC-
kuMmu maparuierusimu). [lporpenveHTHOe TeyeHHe 3a00-
JIeBaHUSI ¢ OBICTPBIM Pa3BUTUEM OCJIOXHEHUN U OTCYT-
ctBueM addekTrBHOrO JeyeHus y 6ogbHbix ¢ HCIT npu-
BOJUT K CHUXXEHMIO KayecTBa XXU3HU U PaHHEW MHBaIM-
mu3aunu. B cembsix, otoromeHHbix mo HCII, nmpodunak-
THKa 3a00JIeBaHNSI OCHOBBIBAETCSI HA MEJAMKO-TeHETUYEC-
KOM KOHCYJbTUpPOBaHUU U TipeHatanbHoU JIHK-auarno-
CTHKE.
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Llesbl0 HAIIETO WCCIAEAOBAHUS SIBISIETCS OMUCAHUE
KJIMHUYECKOW KapTHUHBI (HEBPOJOTUYECKUN OCMOTpP, CO-
CTaBJICHUE POAOCIOBHBIX), PE3yJIbTaTOB HEUPOBU3yaU-
3aroHHOro (MPT rosioBHOTrO ¥ CHMHHOTO MO3Ta) U Heli-
podusnonorndeckoro (DHMI') o6ciaemoBanus HCII nByx
Mal¥eHTOB CUOCOB, UMEIOIIUX ayTOCOMHO-TOMUHAHTH bIi
TUT HACJIeJOBaHMUSI.

Ma’repna.ll H METOJbI

OO6cnemoBaHbl ABa TMalMeHTa-cubca, cecTpbl (6 u 8
JIeT, cooTBeTcBeHHO), cTpamaiomue HCII B TeueHme
IUTATEbHOTO BpeMeHU. [lanneHTsl ObLIM OT GJIM3KOPOI-
CTBEHHOTO Opaka (poIUTEeu JABOIOPOAHBIE OpaT M cecT-
pa). I1IpoBeneHbl HEBPOJIOTMYECKUII OCMOTpP, HEHPOBU3Y-
aTM3allMOHHOE U HEWPOoPU3NOIOrnYecKoe ucciaenoBaHusl,
COCTaBJICHUE POMOCIOBHBIX.

Pe3yabTar u o0cyxnenus

B PecnyOGivKaHCKYyI0 JETCKYIO TCUXOHEBPOJOTUYEC-
Kyto 6oapHMLY UM. ¥Y.K. KypO6aHoBa HampaBleHbl CECTPhI
(2013r.p. u 2011 r.p.) ¢ uenvo neyeHus. JleBoukam ObLT
BbicTaBeH nuarHo3 1T, nuniernyeckas ¢opma. Ponu-
TEJIU JE€BOYEK MPEAbSIBISUIN Xajio0bl Ha cl1aboOCTh B HO-
rax, yTpeHHI0I0 CKOBAaHHOCTb, HapylleHUue TMOXOAKH,
HEYyCTOUYMBOCTh NpU Xoapbe. Y matepu OGepeMeHHOCTU
npoTekaim 6e3 0COOEHHOCTEe, poabl B CPOK, (pU3MOJI0-
rudyeckue. O6Ge cecTpbl paHHee OTCTaBaIv B IICUXOMOTOP-
HOM pa3BUTHE 1O Bo3pacTy. HeBposoruueckuii crartyc
00erx MalMeHTOB Ha MOMEHT IOCTYIUIGHUSI XapaKTepu-
3oBajica TunuuHoi KaptuHoit HCII: yepenHbie HepBbI
WHTaKTHBI, HUXHUI CITACTMYECKWl Tapariape3 ¢ sBHbIM
npeobiafaHueM MBIIIEYHOTO TUIIEPTOHYCA Haj Mape3oMm,
BBIPaXXEHHOCTh CITACTUYHOCTH Mo 1iKajie Ashworth 3 6an-
Jla, CMJIa MBIIII CHIDKeHa 0o 4 OamoB. IlaccuBHBIE OBU-
JKEHUsI B KOJIEHHBIX CyCTaBaX OTpaHWYEeHBl M3-3a Crac-
TUYHOCTU. CyXOXWIbHBIE pedIeKChl B pyKax He3HAYUTE b~
HO TIOBBILLIEHBI, B HOTaX BBICOKWE, C pAaCUIMPEHHBIMU
pedaeKcCoreHHbIMM 30HaMU, KJIOHYC CTON M KOJEHHBIX
yameyek. I1oloXuTeabHbIE CTOMHbIE CUMIITOMBI babuH-
ckoro, Pocconmumo, bextepeBa. MplllieuHblii TOHYC 3a-
METHO HapacTaeT B IMOJIOKEHUM CTOSI: MOXOJKa CITacTh-
yeckas. PaccTpoiicTBa MOBepXHOCTHON YYBCTBUTEJIbHOC-
TH OTCYTCTBYET. Y cTaplieil CHUXEeHHE BUOpallMOHHOM
YyBCTBUTEIbHOCTU. Ta3zoBbie PyHKIIMU coxpaHHbI. KorHu-
TUBHBIX HapyllleHU HeT. XapaKTepHbIMU OCOOEHHOCTSI-
MU JaHHBIX OOJbHBIX ObLIO OTHOCUTEJbHO HAOOpOKaye-
CTBEHHOE TeueHHe 3abojieBaHUsI, HECMOTPST Ha 6-8 JieT-
HUH cTax 3aboyieBaHUS.

[TarieHThl TPOLIM PSII JOMOJTHUTEIBLHBIX 00CIen0-
BaHuii: MPT ronoBHOro m cnmHHOTrO Mo3ra 6e3 marosio-
rudecknx u3MeHeHuii. DHMI ucciienoBaHmne moxa3saio,
YyTO Yy 000UX MAIlMEHTOB CIOHTAHHBIX MUOTIPAUIECKUX
U3MEeHEeHUI He BbIsIBIeHO. [Ipy OMOXUMHUYECKOM aHaIn3e
kpoBu KpeatnuHdochokunaza (KDK) u nakratmeruapa-
reHaza (JIII') y o6oux mauueHTOB B MpejeiaX HOPMBI.

O6a maiueHTa JIUTEJIbHOE BpeMs IMOJydyauu Jieye-
HUE MO MECTy XUTeabcTBa ¢ auarHozom LTI, numnieru-
yeckasi (popma. HecMOTpsi Ha HenmpaBWIbHYIO TPaKTOBKY
JIvarHo3sa, 3abojieBaHre Yy 000MX MallMeHTOB UMEJIO Me/I-
JIEHHO TIPOTPaJIMEHTHOE TEUCHUE.

Ha xadenape HeBposorum, meTcKoil HEBPOJOTUU U
MEIUIIMHCKOW TeHEeTUKU MTPOBOIUTCS aKTMBHOE TUHAMMU-
yeckoe HaOJIoJeHue 3a ceMbeil M mpobaHIaMu, paspa-
OaThIBaeTCSl ONTUMaJIbHAsl peabuIMTallMOHHAs TMpOrpam-

N

Ma, KOTopas BKJIOYaeT B ce0sI KOPPEKIIMIO TBUTATEJb-
HOTro pexuMa, IUeToTepalunio, MeIUKaMEHTO3HOe U (u-
3MOTEpPANEeBTUYECKOE JIeUeHUE, MPEeAyNpexaeHUe U Jie-
YEeHWE Pa3BUBAIONIMXCS OCJIOXHEHUN 3a00eBaHUsI, KOP-
PEKLUMIO TEUEHUs COIMyTCTBYIOILIMX 3a00JieBaHUI, a TaK-
Ke pa3paboTKy HOBBIX 3(P(DEKTUBHEBIX METOMOB AUArHOC-
TUKU U JeyeHUs. JIasg maHHBIX OOJbHBIX pa3padoTaHbI
WHAWBUAYaAJIbHbBIE MNPOTpaMMbl AUMETOTEpANUU, MeAUKa-
MEHTO3HOI'O W JABUIaTeJIbHOro jedyeHus. JlaHHbie oOcie-
JOBAaHUNW UM JIeYEeHUs MalMEHTOB COXPAHSETCS B 3JIEKT-
poHHOM Buje. B mocnenymommm miaHupyeTcst pa3paboTka
€IMHOr0 perucrpa IMalMeHTOB HACJEACTBEHHBIMU 3a00-
JIeBAaHUSIMUA HEPBHOU CUCTeMbl Ha 0a3e Kadeaphl.

3aKiaouyenune

YuuthiBasi aHaMHe3, KJIMHUYECKYI0 KapTUHY, paHee
Hayajio 3a00JeBaHUs JIeBOYKaM sl BepupuKaluuy auar-
HO3a HACJEeACTBEHHON CHacTUYECKO maparjeruu HeoO0-
XOAUMO TaKXe MPOUTU MOJIEKYJISIPHO-TeHETUYeCKOe 00-
cnenoBanue SPG onpeneneHHbIx JokycoB u JJHK aumar-
HOCTHUKY.
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