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OCJIO?KHEHHASI ®OPMA HACJIEACTBEHHOM CITACTUYECKOM IMAPAIVIETMY, CEMEMHBIN CIYYAN

B cmamve npueeden cemelinblii cayuall co6CmMBeHHO20 KAUHUYECK020 HAO/A00eHUsl O0CA0MCHEHHOU HaciedcmeeHHoU
cnacmuyeckoli napanaezuu (HCII) 8 covyemaHuu ¢ KOZHUMUBHbIMU HAPYWEHUSAMU, Mukpoyegdaaueli ¢ aymocoMHO-
peyeccusHbiM munom HacaedosaHus. OmmeveHbl 0COOEHHOCMU meveHusi 3a60/1e8aHus, KAUHUYECKUe Npu3HaKu,
dugeperyuanvHas duazHocmuka ¢ Odpyaumu dopmamu HCII, demckum yepebpa/sbHbIM NAPAAUHOM, BPOHCOEHHOU
Mukpoyedaaueli co cnacmuyeckum mempanape3om.

Knwouyessie caoea: cemeiinas napansiezus, cnacmuveckas napanjieaus,, mun Hac/1e008aHuUsl.

AKTyanbHOCTh: HacsencrBeHHass cmnactudeckas mnapamterus (HCII) daBisieTcs Haubosiee  pacnpoCTpaHEHHBIM
JlereHepaTUBHBIM COCTOSIHMEM [JIeTCKOTO BO3pacTa, [0 4YacToTe omnepexas 6ose3nb lllapko-Mapu-Tyta u aTakcuio
®puppeiixa [1]. 3a6osieBaHME reHETUYECKH FeTEPOreHHO: B HEKOTOPbBIX CEMbSIX OHO HAC/IeAyeTCsl ayTOCOMHO-JOMHUHAHTHO,
pexe - no X CUeIUIEHHOMY THIY WJIM ayTOCOMHO-peneccuBHO. Cpeau ocioxkHeHHbIx HCII mpeo6JiafjaloT peliecCUBHbIE
$OpMEBI, KOTOpbIE B 11€JIOM TsXKeslee JOMUHAHTHBIX GopM. MbIlIeYHbIH TOHYC B HOTAX MOBBIIIEHbI 110 CIACTHYECKOMY THUILY,
CYXOXHUJIbHble pedJieKChl TOBBILIEHB], BbISABJSIOTCS MaTOJOTHYECKHE CTONHbIE CHMIITOMBL. JTO 3a00JieBaHUE 4YacTo
nporekaet noj Mackod /JIII. TeyeHue 6Gosie3HH, KaK MpaBUJIO, OYEeHb MeJJIeHHOe, IPUYEM ObICTpee NPOrpecCHpyeT
pelieccuBHasi popmMa. Lesnbii psig peneccuBHbIXx popm HCII 1eMOHCTPUPYIOT 3STHUYECKOE WJIM pErMOHAIbHOE HaKoIIeHue. B
KpOBHOpoACTBeHHbIX 6pakax HCII npezacTaB/ieHa MHOr006Gpa3HbIMU OCJI0XKHEHHBIMU PelleCCUBHBIMU popMamu [2]. OueHb
yacTo npu ocnoxHeHHbIX HCII Bctpevaetcs onurodppenus [3]. [loMuMo riy60Koi yMCTBEHHON OTCTAJIOCTH C OTCYTCTBUEM
peyu mpu 3ToM 3a60JieBaHUM BCTPEYAIOTCS ApPYyTHe JOMOJHUTENbHble CUMIITOMBI: aTaKCHs, 3MUJIENCUs], MUKpoLedanus,
KaTapakTa [4, 5, 6]. B HekoTopbix ceMbsix ¢ HCII anusencueli ctpajjaloT Bce GoJibHbIE Maparierueld. XapakTep NpUNajKoB
pasHoo6pa3seH: 3TO MOTYT ObITb MHOKJOHUHU [7, 8] U NpocTble CAOXKHBbIe NapluaibHble npunagxku [9], abcaHcel [8]
pa3BepHyThle TeHepaJM30BaHHble NMPHUIAJKH, aToHMYeckue npuctynsel [8, 9]. Hepeako HCII conmpoBoxzaaeTcss aTakcuew,
HUCTArMoMm u gusaptpueit [10].

CoGCcTBEeHHbIE HAG/II0AEHUS.

[log HamKMM WHCCleOBAaHUEM HAXOJWINCh [JE€TH CO CHACTUYECKOW [JUIJIETMed W3 [AYHTaHCKOH ceMbu M. oT
KPOBHOPOZCTBEHHOI0 Opaka. ¥ JByX cubcoB (AByx cectep 17 sieT u 5 sieT) 3TOM ceMbM Mbl HabJIIOJAMN OJJHHAKOBYIO
KJIMHUYECKYI0 KapTHHY, HayaJo 3a60JieBaHuUsl, KOTOPble HAaXOAW/INCh HA JUCIAaHCEPHOM y4eTe Y HEBpPOJOra C AUarHo30M:
Jetckuii nepebpanbHbid mapanud (JUII), Tskesnasd cmacTudyeckas JUIIETHs. 3ajJiepXXKa ICUXOPEYEBOr0 Pa3BUTHSL.
®ebpusbHble cygoporu. Bpak poauTenel 6J1M3KOPO/CTBEHHBIN (POJUTENN ABOIOPOAHBIE 6paT U cecTpa). [leprHaTaIbHBIN
aHaMHe3 He OTSATOlIeH.

B ncuxoHeBpoJIOTMYECKOM CTaTyce y 00eux cecTep 3aMefjleHHE TEeMIIOB MBICJIWUTENbHON [iesaTeJbHOCTU. BHUMaHUe
HeyCTOWYMBOE, paccessHHOe, KOHIIEHTpalUs BHHUMaHUs CHM)KeHa. [IoHMMaHHe pe4yd Ha YpOBHe OBITOBOM CHTYyalUH.
BhIMOMHAIOT NIPOCThIe HHCTPYKIMH, IPOSIBJISIOT HHTEpecC K oKpyxatoieMy. Ppa3oBas peub He cpopMupoBaHa. MHTem1eKT
CHM>)KEH, MBbIIJIEHHe TOPNUJHOEe, MAHUINYJISATHUBHAsA [JeATeJbHOCTb orpaHuyeHa. O6Ge JeBOYKH CTpPAJAlOT YMCTBEHHOU
OTCTasnoCThI0. ['0J10Ba MUKpoLedasbHON dopMbl. B ABHUraTeibHOM cdepe: TOHYC MbILIL IOBBIILIEH B HU>KHUX KOHEUHOCTSIX, B
pykax coxpaHeH. KoJieHHble U aXUJIJIOBBI CyXOXKUJIbHble pedJieKchl Bbicokue, D=S. BbI3bIBalOTCs MaTO/0TUYeCKHEe CTONHbIE
pedaekcol (Babunckoro, lledepa, 'opaoHa), KJIOHYC CTON C ABYX CTOPOH, BbIpakKeHbl 3KBUHYCHble AedopMallUu CTOI.
JleBOUYKU caMOCTOSITEJIbHO He XOJsT, KpaTKOBPEMEHHO MOTYT CTOSITh ¥ ONOPBI, CUJETh, N013aThb. [loXoAKa Npu nojjepKKe
crnacTukonapeTthyeckas. QyHKIMA Ta30BbIX OPraHoOB He HapylleHa. Ha koMmbloTepHOH ToMorpaduu roJIOBHOIO MO3ra
BbIsIBJIEHbl IPU3HAKU YMEPEHHOU JUIaTallui 60KOBBIX XKeTyZ04YKOB.

TakuM 06pa3oM, IOMHUMO BBbIpaKEHHOI'0 CMACTUYECKOro napamnapesa, y JByX CUOCOB B HalleM HabGJIOJEeHUU, OTMeYaIuch
TaK)Xe KOTHUTUBHbIE pacCTPONCTBa, GeOGpUIbHbIE CyAOpOrd, Herpy6ass Mukpouedanus. Cembs M. mpezcraBisieT co6oi
NpUMep BPOXKJAeHHOM uau odyeHb paHHed HCII ¢ HemporpeccupyoLMM TeueHHeM. YUUTbIBasi OTATOLIEHHbINA ceMeMHbII
aHaMHe3, O6JIM3KOPOACTBEHHbIM OpakK, KJMUHHUYECKYI0 KapTUHY CUOCOB IocCTaBjeH JAuarHo3: OcjoxHeHHas ¢opmMa
HacJleICTBEHHON CHacTUYeCKOW mapalljlerMd € ayTOCOMHO-PeLleCCUBHBIM THUIIOM HacJjeAoBaHus#, | Tun (mo rpajgauuu A.
Harding).

BbIBOABI: 0C/10KHEHHbIe GOPMBI HAC/IeICTBEHHOM CIaCcTUYECKON NapanJeruy BCTPeyarTCsl peJiKo, I03TOMY NPeACTaBASIIOT
TPYAHOCTH B JJUarHOCTHKe. U3oMpoBaHHas cnacTuyeckas naparierud lllTproMiesnss B THIMYHBIX CJIy4asx, 0COGEHHO MPH
HaJINYMHY ceMeHHOT0o aHaMHe3a, 3aTpy/IHeHUH He BbI3bIBaeT. [l1s ayrocoMHo-penieccBHbIX HCII xapakTepHo 6oJiee paHHee
HayaJio U TsHKeJoe TedyeHHe 10 CPaBHEHMIO C ayTOCOMHO-JOMUHAHTBIMU H3oupoBaHHbIMU ¢dopmamu HCIL. [Ipu paHHeM
Hadasie HCII 4yacTto mnporekaeT mnoZo6HO cnactudeckod paumernu /JIII, mosToMy B mepBylo oyepeab CleayeT
nudoepennupoBate ¢ /JUI. HacnencrBeHHass crnactudeckas mnapamsieruss otaudaetrcsa ot JILII mporpeccupyronium
xapakTepoM cnacTuyHocTH; npuyrHoi HCII siBnsitoTcs HelipogereHepanuu. [Iposenena fuddepeniuanbHas JUarHocTHUKa €
MUKpoLedanvel co crnacTUYecKMM TeTpamnape3oM. [Ipu 3ToM 3a6osieBaHMM MUKponeda uss U TsoKesaas yMCTBEHHas
OTCTAJIOCTh BBICTYNAIOT Ha MePBBIM IJIaH; BeIpaXKeHHast cnacTUYHOCTh B oTin4He oT HCIl oTMeyaeTcss He TOJIBKO B HOrax,
HO U B pyKax. /IMarHoCcTHKa CIIOpaiNuecKux ciaydaeB U ocjoxkHeHHbIX HCII 3aTpyiHeHa 60/IBIIMM KOJTM4eCTBOM GEHOKOIHH.
[Ipn panHeM Haudase U OBICTPOM TeUeHUH 3a60JIeBaHHUA OTMevyaeTcs TsDKesas KJIMHUYecKas KapTHHAa ¢ AUPpPY3HBIM
MOpaKeHWEeM T'OJIOBHOTO U CIMHHOTO Mo3ra. K TakuM 3a6osieBaHUAM OTHOCUTCSA cHHApoM Tpoiiepa, cunzapom llerpena -
JlapccoHa, CHHAPOM cnacTUYeCcKOH Napaljlerny C peTUHaJbHOH JiereHepanyeil 1 MHorue apyrue. CorjlacHO JIMTepaTypHbIM
JaHHbIM peneccuBHast HCII ¢ onmudpeHrell MHOTOYHC/IEHHBI.



B auarHoctuke HCII Ba>KHBIM SIBJISIIOTCS KJIMHHUKO-T€HEOJIOTMYECKUE JaHHble, CEMEHHbIA aHAMHe3, KOHCYJIbTallUsl 6JIM3KUX
poacTBeHHUKOB. Henporpeccupytouue ¢popmbl HCIT ¢ ayTOCOMHO-pEL|eCCUBHBIM TUIIOM HacJ€e[0BaHUS B NEPBYIO O4Yepeb
HyHO auddepenuupoBats c AT cnacTudyeckod aumnerveil. B nosb3y ycTaHOBJIEHHOr0 HAMH JUarHosa y AByX CUGCOB B
JYHTAaHCKOU ceMbe M. CBU/ETEJIbCTBYIOT OTATOLIEHHbIM ceMeHHbIA aHaMHe3, 6JIM3KOPOACTBEHHBIN 6pak. C poAuTe sIMU
JleTell mpoBe/ieHa 6ece/la O HETATUBHBIX NOCJAEACTBUAX TPAAULUI KPOBHOPOCTBEHHBIX OpaKax.
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Tyiin: MakanaZa keKe KJIMHUKaJIbIK OaKblIayJarbl TYKbIM KyaslaUTbIH CIACTHUKAJBIK MapamyerdssHblH KOTHUTHUBTI
Oy3blIbICTApMEH, MUKpoIedalussMeH aCKbIHFaH XoHe ayTOCOM/Ibl — PeLleCCUBTI 6epily TypiMeH cUNaTTaJaThbIH XaHYSJIBIK,
JKaFZal 6epinreH. Aypy/iblH aFbIMBIHBIH epeKileikTepi, 6acka TYKbIM KyaJalTbIH CIACTUKAJIBIK apanJerusMeH, 6aaasap
nepebpaiibl CaIAAaHYMEH, CNACTHKAJIbIK TeTpamnape30eH KepiHeTiH Tya maifia GosiFaH MUKpolledausMeH capajay
AUArHOCTUKACKI XKYPrisiireH.

TyiiHAl ce3aep: *KaHYsIIbIK apanierus, CacTUKaIbIK aparserus, TYKbIM Kyasay Typi

G. KADRZHANOVA, A. SMAGULOVA, A. IZBASSAROVA, K. SARBASOVA, I. LUNGAR
COMPLICATED FORM OF HEREDITARY SPASTIC PARAPLEGIA, A FAMILY EVENT

Resume: The article presents a case family own clinical observation of complicated hereditary spastic paraplegia (HSP) in
combination with cognitive impairment, microcephaly with autosomal-recessive type of inheritance. Marked features of the
disease, clinical signs, differential diagnosis with other forms of HSP, cerebral palsy, congenital microcephaly with spastic
tetraparesis.

Keywords: familial paraplegia, spastic paraplegia, type of inheritance



