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Crarbsi OCBSIIIEHA rpynmne HacCjaeACTBEHHbBIX JAE€r¢HepaTuBHBIX 3a00JieBaHMIT HepBHOﬁ CHCTEMbl — CHACTUYCCKHM Mapamierusm.
Hpencmsnenu COBPEMEHHbIC FTeHETHYECCKHE JTaHHbIC U MPEAIO0JI02KUTEIbHbIC 3BEHbA MATOI€HEe3a 3a0oseBanmii. Onucana Kak oomast
KIIMHUYECKAasA XapaKTepUCTHKA CIIACTUYECKUX napanﬂemﬁ, TaK U 0COOEHHOCTHU TeYeHHUs OTAETbHBIX HO30J0THYECKIX d)OpM.
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The paper describes a group of hereditary degenerative nervous system diseases — spastic paraplegias. It gives current genetic data
and presumable links in the pathogenesis of the diseases. Both the general clinical characteristics of spastic paraplegias and the
specific features of the course of individual nosological entities are described.
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HaCJ'[e):[CTBeHHbIC cracThYecKue Taparierun  (ce-
MEWHBIE CITACTUYECKUE TMaparieTuv, CHHAPOM
I promnensi—Jlopena, 6ose3np L Tprommenst) — reHe-
TUYECKU U KIMHWYECKU TeTepOreHHas rpyIira JereHepa-
TUBHBIX 3200JIeBAHUI C OOIIUM MAaTO(U3NOIOTUIECKUM
cyOCTpaToM — TIOpaXkeHUEeM MUPaAMUIHBIX TTyTeld U 00-
UM KJIWHUYECKUM CUMITTOMOM — IPOTPECCUPYIONIM
MOBBIIIEHUEM MbBILIEYHOTO TOHYCA B HUKHUX KOHEYHOC-
Tax [1, 2].

A. Strumpel B 1883 1. yka3zan Ha HaJiM4uue HACJICACTBEH -
HBIX (pOpM IMaparuIernu: peacTaBUI ONMcaHe HeCKOJb-
KUX CJTy4aeB HACJEeICTBEHHOTO 3a00JieBaHUS y MaleH-
TOB, JJISI KOTOPOTO OBIIM XapaKTepHBI MPOrpecCUpyolast
¢1ab0CTh M CIACTUYHOCTh B MBIIIIIAX HOT ¢ HErpyObIMU
HapylIeHUSIMM  BUOPAIIMOHHON UYYBCTBUTEJLHOCTH U
paccTpoiicTBoM (yHKIIMKM MOYEBOTo Iy3bips. M. Lorrain
B JaJibHEMIIEeM 3aHMMAJIC M3ydeHUEeM IaHHBIX CeMEil.
B Hacrosiiiee Bpemsi 6osie3Hb Ll Tpromnensi—Jlopena
MPEICTABIISET COOOM MOCTOSTHHO PACIIMPSIONIYIOCS TPYTI-
ny 3aboneBaHuii. [louck B 6aze OMIM no coyeraHuto
CJIOB «CTacTUYeCKasl TaparuieTvsi» TIPUBOIUT OoJjiee YeM
K 100 reHeTMYECKM JIETEPMUHUPOBAHHBIM 3a00JI€BAHUSIM
[3]. Hekoropble U3 HMX OMUCaHbl B §AMHUYHBIX CEMbSIX,
JIpyTue He KIACCU(MUIIMPYIOTCS HEBPOJOTOM Kak criac-
TUYECKUE TaparjieTu, XOTsI JaHHBI CUMIITOM TIPUCYTC-
TBYET, HO OH He SIBJIIETCSI OCHOBHBIM (HArpumep, Mpu
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JccaHLedanuy ¢ uepedpaJbHbIM U CYXOXKUIbHBIM KCaH-
Tomaro3oM) [3]. Odure HOo300rnYecKrux (GopM ycaoxK-
HsIeT KJTacCU(MUKAINIO HACIEACTBEHHBIX CITACTHUCCKUX
TaparvIeTyii U 3aTPyIHSCT aIeKBaTHYIO UX TUATHOCTHKY.

Pacnpocmpanennocmo u eenemuueckue dannvie. JJanHble
0 PacIpOCTPaHEHHOCTH HACJICNCTBEHHBIX CITACTHUYCCKUX
TaparvieTiii BapbUpPYIOT B Pa3HBIX HMCCICIOBAaHUAX, HO
B 1IJIOM cuMTaeTcs, 9To oHa cocranisieT 3,8:100 000 B 00-
weit nonysiiuu (1,95:100 000 mast oMuHaHTHBIX (HOPM
u 1,88:100 000 st peteccuBHbIX) [4]. OnucaHbl TpY TUMA
HacJIeIOBaHUS: ayTOCOMHO-IIOMWHAHTHBIN, ayTOCOMHO-
PEIIeCCUBHBIIN U CLIETUIEHHBIH ¢ XxpoMocomoit X. CuuTaeT-
¢S, 9YTO ayTOCOMHO-TOMUHAHTHBIC CITACTHYCCKUE TTapart-
JIETUW BCTPEUAIOTCS Yallle, Y4eM ayTOCOMHO-PEIIeCCUBHBIC
(55% nipotuB 45% ot 06ILIETO YKCIIA MALIMEHTOB CO Crac-
TUYECKUMU TTaparuierusiMu). He cyriecTByeT 4eTKUX Kop-
PETSIII MEXTy TCHOTHITIOM U (DEHOTHUITOM 3a00JIeBaHUMA.
OnvH TeHOTHUIT MOXET JaBaTh caMble pa3Hble (DEHOTUITH-
YeCcKUe MPOSIBIICHUST U TIPU OHOM (DeHOTHUITE MOTYT OBITh
pa3MyYHbIE BApUAHTBI TeHOTUMNA [4].

Knaccuguxayus nacnedcmeennvix cnacmuyeckux na-
panaeeuil. CyIiecTBYIOT IBa OCHOBHBIX TTPUHIIMIIA KJTac-
cuduKau: KIMHUICCKUN MPUHITUI U B COOTBETCTBUU
¢ TUTIOM HacJieOBaHUS 3a00JIeBaHU.

JUT KJIMHUIIMCTA BaskKHO BBIICIIATH TaK Ha3bIBacMble
«UUCTBIC» («IIPOCTBIC») HACICICTBEHHBIC CITACTUICCKUC
TTaparvIeTuy, TIPY KOTOPBIX CIIaCTUYECKasT TaparuieTus —
JOMUHMPYIOIINNA, XOTSI M HE eAMHCTBCHHBI CUMIITOM, 1
«CJIOXHbBIE» (POpMbI (CIIOXKHBIE HeBposiornyeckue heHo-
TUTIBI C BOBJICUCHUEM JPYTUX COCTABJISIONIMX HEPBHOM
cucteMbl). [Tpn «ITpocThIX» hopMax KITMHUIECKAST CHMIT-
TOMATHKa CBOIUTCS K KOPTUKO-CITMHAIBHBIM HEBPOJIOTH-
YecKUM CUMMTOMaM (BKJtovast rceBaooyasdapHsbie). [Tpu
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«CJIOXKHBIX» (hopMax HapsIy CO CIAaCTUIECKOU Iaparmie-
rMeil HaOMIoMaloTCsl YMCTBEHHAS OTCTAJIOCTh U IEMEHIINS,
CHITKEHME OCTPOTHI CITyXa, JICTeHEePaIIns CETYaATK! 1 aTpo-
ust TMCKOB 3pUTETHFHOTO HEpBa, SIUJIEIICHUS, Iiepeder-
JIIpHas atakcusl, epudeprdeckue HeliporaTu. Canra-
€TCS, UTO YaCTOTA «CJIOKHBIX» CITACTUYECKUX TaparieTuii
He nipeBbiiaeT 10% ot ob1iero yncia 3ab6oaeBaHUi qaH-
Hoii rpynmbl [5]. «CioxHBIe» criacTUYecKue maparuieruu
MMEIOT 00IITNe KITMHUYECKIE TTPOSTBIICHUS C IPYTMM Heli-
ponereHepaTUBHBIMU 3a00JIEBAaHUSIMU — C IIepedesuIsip-
HBIMM aTaKCUSIMUA, OOKOBBIM aMUOTPOMUUECKIM CKIIEPO-
30M, MOTOCEHCOPHBIMH HEHPOTIATUSIMU.

B cooTBeTCTBUY ¢ TUTIOM Hac/eMOBaHUS BCE CITACTH-
YecKre Taparvierny AeJIsTCS Ha ayTOCOMHO-TOMWHAHT-
HBIE, ayTOCOMHO-PEIIECCUBHBIE M X-CIeTUIeHHBIe. [1pu
(opMyTMpoBaHNYM MUArHO3a CTIACTUYECKON IMaparuiernu
YKa3bIBAIOT CHMBOJ TeHa 3a00JIEBaHMSI, B aHTJIOSI3bIYHOM
Tpaauiuu oH obo3Havaercst Kak SPG (cCokp. oT aHIMi-
CKOTO «spastic paraplegia gene» — reH cacTUYeCKOM Ia-
parieruu), 3atem nooasisercs uudpa ot 1 go 32, yka-
3BIBalOIIas Ha TIOPAXKEHHBIN XPOMOCOMHBIN JIOKYC (BCETO
u3BecTHO Oosiee 30 JIOKYCOB Ha pa3HBIX XpOMOCOMax, 1
IMOCTOSIHHO OTNMChIBalOTCsl HOBbIe). Lludpa obo3Hauaer

NMCUXOHEBPOJIOINs

XPOHOJIOTMYECKUI TTOPSITOK OIMMCAHUS JIOKYyca; Tak, JIo-
kyc SPG1 6b11 ontucan nepBbiM [3—3].

JLIsT ayTOCOMHO-TOMWUHAHTHOM CITAaCTUIECKON ITapar-
Jlerun ormcaHo 10 JIOKYCOB, IUIST ayTOCOMHO-PEIIeCCUB-
Holi — 14, s X-cueruieHHoit popmbl — 3. KaptupoBaHo
11 TeHOB, MyTallMM KOTOPBIX BEOyT K CMACTUYECKOM Ta-
paruteruu: 6 — IUIsI ayTOCOMHO-JIOMWHAHTHON (DOPMBI,
3 — nJ1s1 ayTOCOMHO-PELIECCUBHON U 2 — Juist X-CLer-
JIeHHOM. TTpOMyKTHI 3TUX TCHOB TaKKe M3BECTHBI U HOCST
cnenytotue HazBaHust: LICAM, PLP, atnactuH, cmactuH,
NIPAI1, napamnerun, KIF5A, Hsp60, ceitnuH, cnapTuH,
macnapauH [3—35]. Ten SPG4 asnsiercst HauboJiee 3HaYU-
MBIM, OH 3aJIeiCTBOBaH B MaToreHese mpumMepHo 40% Bcex
ayTOCOMHO-TOMWHAHTHBIX ~CITACTMYECKUX TaparuieTui.
SPG3 otBetcTBeH 3a pazputue 10% ayToOCOMHO-TOMUHAH-
THBIX ¢hopM. He Tosibko obunre jgokycoB (Tabi. 1), HO u
pa3zHOOOpa3re MyTallii KaXkIoro JIOKyca T00aBIIsIeT TeTe-
POTEHHOCTH B KIIMHUYIECKYIO KapTUHY 3a00JICBaHMS.

IMaToreHes HacaeACTBEHHBIX CITACTUYECKUX Maparie-
TMi M3y9eH HeAOCTaTOYHO. YeTKO M3BECTHBI YETHIPE Me-
XaHM3Ma IaroreHesa [4]:

1. HapymreHus: 3MOPMOHATBHOTO Pa3BUTHS IS TeHa

SPG1: cTpamaer pa3BUTHE aKCOHOB HEPBHBIX KJIETOK

Tabauya 1. Toxkaausamusi reHoB HACAEACTBEHHBIX CNIACTHYECKHX Napaiieruii [4] B Mogudukanun®

3aboneBaHue, reH Tun HacnenoBaHus Jlokanuzauus ITponykT rena
SPG1 X-clerieHHbII Xq28 LICAM
SPG2 X-CUETIeHHbI Xq22.2 PLP

SPG3A Al 14g21.31 ATyiacTUH
SPG3B Al l4q ATiiacTuH
SPG4 Al 2p22-21 CnactuH
SPGSA AP 8q12-13 —

SPG6 ALl 15q11.2-q12 —

SPG7 AP 16q24.3 Iaparierux
SPG9 Al 10923.3—24.2 —

SPG10 ALl 12q13 Kunesun
SPGI11 AP 15q13—ql5 —

SPG12 Al 19q13 —

SPG13 ALl 2q24—q34 ITaneponun (Hsp60)
SPG14 AP 3927—q28 —

SPG15 AP 14q22—q24 —

SPG16 X-clemIeHHbIIA Xqll.2—q23 —

SPG17 Al 11q12—ql4 —

SPG19 Al 9q33—q34 —

SPG20 AP 13q12.3 Cnaptux
SPG21 AP 13q14 MacnapauH
SPG23 AP 1q24—q32 —

SPG24 AP 13q14 —

[lpumeuanue. * B Tabnuie He MpUBEIEHBI 3200JIeBaHUS C 1€0I0TOM BO B3POCIOM BO3pACTE U T€, MPU KOTOPBIX HE UACHTU(MULIMPOBAH IeH U ero
Jokanu3aiysi. AJl — ayTocOMHO- TOMUHAHTHBIN TUIT Hacaea0BaHusT; AP — ayTocOMHO-pelieCCUBHbBIN TUIT HACIEIOBAHUSI.
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B TOJIOBHOM MO3T€, MO3Xeuke, CIMHHOM MO3re U Ha
nepudepudeckom yposHe. [lponykr reHa LICAM
HEOOXOIMM JIJ1s1 pACITO3HABAHMSI KJIETOK U yYaCTBYET B
npoueccax HelipoHaIbHOW MuUrpauuu, nuddepeHu-
allly KJIETOK U POCTE aKCOHOB.

2. Jledbextbl (YHKUMOHUPOBAHUSI OJUTOACHAPOTIUN
st reHa SPG2: mpoaykT reHa PLP sBnsiercst kommno-
HEHTOM MUEJIMHA U HEOOXOIMM JJIsI CO3PEBAHUSI OJIU -
TOJACHAPOLIUTOB.

3. MuroxoHapuaibHble HapyllieHust st reHoB SPG7
u SPG13. Iponykr rena SPG7 naparuieru pacrno-
JIOXEH Ha BHYTpEHHell MeMOpaHe MUTOXOHAPUI U
y4acTBYeT BO MHOTHUX MHUTOXOHIPUATHHBIX ITPOIIEC-
cax, B YaCTHOCTHU B pacrnaje 0eJKoB. Y nalureHToB 00-
Hapy>XMBAIOTCSI MUTOXOHJpUAIbHbIE PACCTPOICTBA,
XapakTepHble sl JedeKTOB IbIxaTeJbHOol 1enu. o
CUX TIOp HE SICHO, SIBJISIETCSl JIU MUTOXOHAPHUATbHAs
IUCHYHKIUS y 3TUX OOJBHBIX TIEPBUYHBIM 3BEHOM
raTroreHe3a Wi MOCJeJACTBUEM KaKUX-JIUOO APYrux
HapyLIEeHUN.

4. HapyieHust BHyTPUKJIETOUHOTO TPaHCIIOPTa ISl Te-
HoB SPG3, SPG4, SPG10 u ap., npuyeM HEKOTOpPbIE
TeHBI CAMU SIBJISTIOTCS] TPAHCTIOPTHBIMU TTPOTCHAMMU.
TpynHo cebe mpencTaBUThb, KakUM OOpa3oM Takue

pa3Hble MaTOreHeTUYECKUe MEXaHU3MbI TPUBOJIST K pa3-

BUTUIO CXOXEW KJIMHUYECKON KapTuHbI. M3BeCcTHO, 4TO

JUJTMHHbIE aKCOHbI HEPOHOB OYEHb 3aBUCUMBbI OT aKCO-

HAJIbHOTO TPaHCMOpTa U OCOOEHHOCTE sHepreTuyec-

koro obecrneyeHusi. [10aTOMy BO3MOXHO, YTO MMEHHO

HapyLIEHUs] aKCOHAJIbHOTO U BHYTPUKJIETOYHOTO TPaHC-

MopTa SIBJISIOTCSl OOIIMM MEXaHU3MOM, OObEAUHSIOIIUM

pa3HooOpa3Hble YHUKATbHbIE 3BEHbsI TATOreHEe3a.

HeszaBucuMo oT pa3iuuHbIX 3BEHbEB MATOreHe3a, 00-
el MaToJIOrMYeCKO KapTUHOM IS BCeX CIIACTUUECKUX
naparyieruii sipjisieTcsl AereHepaiust JIMHHbIX aKCOHOB,
BXOISIINX B TUPAMUIHBIC ITyTU U CPETHUE CTOJIOBI CITUH-
Horo Mosra. [lereHepaiiusi 6oJibliie BblpaxkeHa B TEPMU-
HaJIbHBIX YacTsX aKCOHOB. AKCOHaJIbHasl NereHepaiusi
— Haubosiee sipKasi, HO He €IMHCTBEHHasi MaroMopdo-
JIOTMYecKasl yepTa crnacTuyeckux naparernii. Onuca-
HO CHUXEHHUE Yucjia HEHPOHOB B MATOM CJIO€ MOTOPHOI
KOpbl U 0a3aJIbHBIX TAHIJIMSIX TOJOBHOTO MO3ra, B MO3-
>Keuke, B MepeHeM pore CIMHHOTO Mo3ra. B 1enom, na-
TOMOpPGOJIOrMYecKe U3MEHEHUsI YPEe3BblYaiHO Pa3HO-
00pa3Hbl U 3aBUCST OT TUIIA CMIACTUYECKOU Maparieruu.

Kaunuueckue nposierenus. Bospact MaHugecranuu
KJIMHUYECKUX MPOSIBICHUI Ype3BblYaliHO pa3HOOOpa3eH
— oT nepBoro roaa xu3Hu 1o 80 jet. CpenHuii Bo3pact
Havyaja 3a00J€BaHUSI MEHbIIE MPU ayTOCOMHO-IOMMU-
HAHTHBIX (popMax, 4em MpU ayTOCOMHO-PELECCHUBHBIX.
CylIecTBYIOT U aCUMIITOMHbIE HOCUTEIM T€HETUYECKUX
MyTaLiA.

JJ1s1 mauMeHTOB ¢ PaHHUM HayajJloM 3a0o0JieBaHUsI
MEePBbIMU CUMIITOMAMU SIBJISIIOTCS 3aJepkka GopMupo-
BaHUsI CAMOCTOSITEIbHOMN XOJAbObI U TEHAECHIMS K XOXIe-
HUIO Ha upinoukax. [1pu Gosiee mo3nHeM Hayase MepBbIM

benoycosa E.JI. HacnenCcTBEHHbIE CnacTUYeCcKmne napaniermmn

CUMIITOMOM OOJIE3HU SIBJISIIOTCSI HAPYLIEHUS MOXOAKU U
yacTble nageHust. [TalreHThl MOTYT XaJloBaThCsl Ha MOTe-
plo basiaHca npu xo1boe (MJI0X0 OLLYLIAIOT OTIOPY CTOI HA
noBepxHocTn). st Bcex MaluKreHTOoB, MO ONpeleeHuIo,
XapaKTepHO MOBBILIEHWE MBIIIEYHOIO TOHYca B HOrax.
Ha paHHux cragusix 3a00ieBaHUs CMACTUYHOCTD 3aMET-
Ha TOJIbKO BO BPeMsI XOJbObl U MCUE3aeT B [MOKOE, 3aTeM
OHa CTAHOBUTCS MOCTOSIHHBIM cUMITOMOM. [ToBbllIEHME
MBILIEYHOTO TOHYCA TOMUHUPYET B MPUBOASIIMX MbIII-
ax oenep, 3aAHUX MbIIax 6eapa U B KaMOaTOBUAHBIX
MbllILax. JBuratesibHble HApYIIEHUs YaCTO HOCSIT aCUM-
METPUYHBII XapakTep, YTO He TOJKHO BbI3bIBATH COMHE-
HUs1 B AuarHose. Hampumep, mauueHTbl YacTO TOBOPSIT
0 «IUTOXOI HOTe». ACUMMETPWUYHBIN XapaKTep Hapylie-
HUI MOXET COXPaHSTbCS B TeUeHUE BCeil 00JIE3HU.

MpblleyHast cj1labocTb MOSIBJSIETCSI MTO3KE, YEM CIac-
TUYHOCTb: MPU PELIECCUBHBIX (hopMax — yepe3 HECKOJIb-
KO JIET, TPU IOMUHAHTHbBIX — Yepe3 MHOT0 JIET. XapakTep-
Ha runeppedieKcust B HUXKHUX KOHEYHOCTSIX, BO3MOXHbI
KJIOHYCBI CTOM. B TOM, 4TO KacaeTcss CEHCOPHBIX Hapy-
1eHui, Habsogaercs HeOOJblIIoe CHUXEeHUE BUOpa-
LIMOHHOW YYBCTBUTEJIBHOCTU B HUXHUX KOHEUYHOCTSIX.
ITauyeHTbl MOTYT KaJoBaTbCS HA MAPECTE3UU C JOKATU-
3alueil Huxe KosieHa. bosiee 3HaUMTEIbHBIE CEHCOPHBIE
HapyIIEeHUsT XapaKTEePHBI TSI «CJIOXHBIX» CITACTUIECKUX
naparieruii ¢ nepudepuueckumu Heiponatusamu. Bos-
MOXHBI KpaMIu. ATpo(UUr MbILIILL HUXKHUX KOHEYHOCTE
YacTO HOCSIT BTOPUYHbIN HErpyoOblil XapakTep W CBsi3a-
Hbl C TOCTENEHHO pa3BUBAIOILIENCS UMMOOUIM3ALMEH.
Ho nnsa HekoTopbix cnactuyeckux naparieruit (SPG10
u SPG17) xapaktepHbl aTpoduu MbIIIL pyK. Mpliiey-
HbIIl TOHYC B pyKax (pM3MOJIOrMYECKUii, TIIyOOKHe CyxXO-
KUJIbHbIE pedieKChl B pyKaX MOTYT ObITb OXXUBJIEHbI, HO
B MEHblIIEl cTereHu, yeM B Horax. HapyieHus dyHkumu
MOYEBOTO MY3bIPsl Yallle BCTPEUAIOTCS Y MOXUIIbIX Malu-
€HTOB (ITPEMMYIIECTBEHHO XEHIIMH) Ha AaJIeKO 3allle/-
mux cranusix 3adboneBanusi. Ho mpu SPG19 Henepxanue
MOYM XapaKTepHO /IS MAlMEHTOB paHHEro Bo3pacTa U
B CaMOM HayaJie 3a00JIeBaHMsI.

IIpu «cioxHOI» cracTUYecKoi maparuierud Mpu-
COEIMHSIIOTCS APYrue CUMIITOMbI CO CTOPOHBI HEPBHOI
cucteMbl. MHTesIekTyalibHasi HEAOCTATOUHOCTb MOXKET
ObITb Pa3HOI CTEMEHU BbIPA)KEHHOCTU B 3aBUCKMOCTH OT
KOHKpeTHoro 3aboJieBaHusi. MHorna ymMcTBeHHast oTcTa-
JIOCTb TPUCYTCTBYET y MALIUEHTA 10 MOSIBICHUST CIACTUKU
U JBUTATEJbHbIX HApylIeHUIl — peOGEeHOK MOXET OTCTa-
BaTh B Pa3BUTUU WJIX UMETb TPYIHOCTU OOYUYEHUSI B ILIKO-
Jie. UnTennekryanbHasi HEIOCTATOYHOCTh MOXKET yCyTry0-
JIATBCS 10 TSKEJION AeMEHUMUU (YTO MHOTIA OTMEeYaeTcst
MpU PeLECCUBHBIX (POPMax) WM OCTABAThLCSI CTAOUIbHOI
U Herpyooil B BUIe U3MEHEHUI JIMYHOCTU MO JOOHOMY
tuny. MHorna pasBuBaeTcst SMUIETICUSI, CHUXKAETCS OC-
TpoTa 3peHUsl (32 CUET ONTUUYECKOW HeUponaTuu u/uiu
JIereHepaTUBHBIX U3MEHEHUI ceTyaTku) u ciayxa. [loss-
JISIIOTCSl HApYILLIEHUsI KOOPAMHAIIMU BUXKEHUHN, NU3apT-
pusl, HUCTArM, KCTpanupamMuaHble HApYIIEHMUSI.
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Hwke paccmaTpuBaroTcst OTAEIbHBIE TPYITITBI CIIACTH -
YECKUX Maparieruii ¢ pa3HbIMM TUITAMU HACJIeAOBaHMsI.

AymocomMHO-00MUHAHMHbIe chacmu4eckue napaniecuu.
K «IpocThIM» TOMMHAHTHBIM MaparierusiM ¢ KapTUpO-
BaHHBIMU TeHamu oTHocsaTcd SPG3A u SPG3B, SPG4,
SPG6, SPGS8, SPG10, SPG12, SPG13, SPG19. K «cox-
HbIM» JTOMWHAHTHBIM MaparuierusiMm otHocsatcss SPGY u
SPG 17. HaubGoee pacnpocTpaHeHHO 1 XOPOILIO U3yYeH-
HOI1 U3 HUX SIBJIsIeTCs criacThyeckast naparuvierust SPG4.

AYTOCOMHO-TOMWUHAHTHAsI ClacTUIecKasl Iaparuie-
rust 4 (SPG4) sasnsiercss GeHOTUNTMYECKU IFeTepOreHHbIM
3aboJieBaHMEM, IUISI KOTOPOTO XapakKTepeH KaK BHece-
MEIHBII, TaK U BHYTpUceMelHbIi nosrumMopdusm. Cuu-
TaeTcs, 9To oHa coctaBisgeT 20—25% Bcex ayTOCOMHO-
JNIOMMHAHTHBIX cIracTuyeckux maparuieruii. ITen SPG4
cocTouT M3 17 3K30HOB M KOIUPYET IPOTEWH, ITOJTY-
YUBIIWI Ha3BaHWe — CIHACTUH [6]. OGHApYXXEeHO OKOJIO
200 mytauuit rena SPG4.

CpenHuii Bo3pacT Havyajia KIIMHUIECKUX MPOSIBIICHUH
— oT 29 5o 35 jnet, XoTd 3a001eBaHNE MOXKET OTMEYaThCs
u y pebeHkKa ogHoro rojaa. Kak mpaBuiio, TpyaHO 4E€TKO
ONpeNeUThCsl C BO3pacToM AebloTa 3a0oJieBaHMsI, TakK
KaK OHO HauyWHaeTcsl He3aMeTHO. YacTh MalMeHTOB, yKe
MMEIOIINX HeTpyOble XapaKTepHbIe KIMHUYECKUE CHMII-
TOMBI, MOTYT He TIPEIbSIBIIATh XKajl00.

Y OGONBHBIX OTMEUYAIOTCS XapaKTepHbIe CHUMITOMBI
KJIACCUYECKOM «ITPOCTOM» CITAaCTUYECKOM Iaparieruum, He
MMeEIoIIeil OTIMYNIA OT APYTUX CIIACTMYECKUX Maparie-
ruii (cM. Bbile). B ogHOM TpeTu Beex ciyyaeB HabJto1a-
I0TCS HapylIeHUsT Modeucryckanus, y 50% nanueHToB,
HapsiLy CO CITACTUKOMW, OTMedaeTcsl ClIaboCTh B HOTax.
Bo3mozkHa runieppeduiekcust 1 B pyKax, HO OHa OTHOCH-
TEJIBHO MEeHee BBIpaXkeHa, yeM B Horax. CoITyTCTBYOIITE
CHUMIITOMBI (CYIOPOTHM, YMCTBEHHAsI OTCTAJIOCTh W Jp.)
BcTpeualores peako. [1pu 6osee mozaHeM Havasie (rocie
35 net) 3aboaeBaHue MporpeccupyeT ObicTpee. B 1enom,
ITOTepsT HaBbIKa CaMOCTOSITCTBHOTO TIEPEIBIDKEHUS Ha-
GogaeTcs TonbKo y 17—20% mauueHToB.

AymocomHo-peyeccugnble  cnacmuyeckue — napanie-
euu. K MOMEHTY HanMcaHWsI CTaTbU KapTUPOBAHBI Clle-
nywomue rensl: SPGS, SPG7, SPG11, SPG14, SPG15,
SPG20, SPG23, SPG24, SPG26, SPG27, SPG28, SPG30
u SPG32.

CpeaHuii Bo3pacT Hayaja 3abosieBaHUSI — OKOJIO
10 jteT, HO ¢ OYeHBb IMIMPOKUM BO3PACTHBIM KOPHIOPOM
(ot 1 roma no 58 net). BeinenasioT Kak «IMpocThie», Tak 1
«cnoxHbie» popmbl. CornacHo P. Coutinho u J. Loureiro,
pa3nmuyaloT 6 OCHOBHBIX (DEHOTUITIOB 3a00JIEBAHMS: «ITPO-
cThIe» (hOPMBI ¢ paHHUM JebtoToM (0T 1 roma mo 16 srert),
«IpocTbie» (HOopMbl ¢ MO3aHUM jaedlotom (ot 17 a0
58 n1eT), «CcioxHbIe» (POPMbI C yMCTBEHHOI OTCTAJIOCTHIO,
«CIIOXHBIE» (POPMBI C YMCTBEHHOW OTCTAJIOCTHIO W TIe-
pudepudeckoit Heilponatueii, «CioxHbie» HOPMbI C 1ie-
peOeIIIPHON aTaKCUel U «CIIOKHBIe» (POPMBI ¢ TOHKUM
MO3OJIUCTBIM TeJioM [4]. «ITpocThie» pelieccuBHbIE criac-
TUYEeCKWEe TapalieTUd C paHHWM IeOI0TOM ITPOTEKAIOT

NMCUXOHEBPOJIOINs

TsKeJiee, YeM IOMUHAHTHBIE: TIPU HUX, HApsIy CO crac-

TUYHOCTBIO, OBICTPEE PA3BUBAECTCS MblllIeYHasH C1a00CTb.
IIpennonaraercs, uro Haubosiee YacTOl U3 BCEX pe-

1IECCUBHbIX IMaparjieruii siBasieTcs cnacTuueckas naparn-

serust SPG11 [6]. HaubGonpmumit mHTEpeC TpencTaBisieT

O/lMH 13 ee (DeHOTUIIOB — HACJENCTBEHHAs CaCTUYeCKast

naparyierusi ¢ TOHKMM MO3OJIMCTBIM TeJIOM. XapaKTepHO

MOSIBJIEHUE U MOCTOSIHHOE MPOTrpeccupoBaHre MUPaMU/I-

HOIl CUMNTOMATUKU B MyOepTaTHOM BO3pacTe ¢ Mocje-

NYIOIIMM pa3BUTUEM JIeMeHIMU. Bo3MoxXHO coueTaHue

3TUX CUMIITOMOB C IIOJMHENpONaTueil, BPOXIECHHOMN

KaTapakTod wiu A0(GaMUHUYBCTBUTEIbHBIM MapKUHCO-

HU3MoM. Eciu Ha mepBbIX MATHUTHO-PE30HAHCHBIX TO-

morpamMmax (MPT) ronoBHoro mosra BU3yanu3upyercst

TOHKOE MO30JIUCTOE TEJIO, TO B IMHAMUKE OMPEAeIIsIeTCs

U cyOkopTukaabHasg arpodusi, U aTpodusi Mo3xKeuyka.

CuuTaercsi, YTO UMEET MECTO He TUIIOIIa3Usl MO30JIUC-

TOTrO TeJsa, a ero arpodus.

Takxke npeAcTaBisIeT UHTEpEC CracThyecKas rnapar-
serust SPG7, peHoTun Kotopoii He coBceM siceH. Cun-
TaeTCsl, YTO OHA MPOTEKAET KaK KJIACCUYECKOEe MUTOXOH-
nipuanabHoe 3a00sieBaHue, C Pa3BUTUEM aTpo(puU TUCKOB
3pPUTEJbHBIX HEPBOB, aTpodureil KOpbl FOJOBHOIO MO3ra
u Mo3zxeuka, 1o faHHbIM MPT rosoBHoro mosra, u no-
BBILIEHUEM aKTUBHOCTHM YPOBHSI KpeaTMH(OChHOKMHA3bI
B KPOBH.

W3 rpynmbl peliecCMBHBIX CMACTUYECKUX Maparieruii
BBIICJIEHO €llle HECKOJIbKO CUHIPOMOB C XapaKTepPHbI-
MU KJIMHUYECKUMU MposiBIeHUsIMU: cuHApoMbl Kjellin
(SPG15), Mast (SPG21) u Troyer (SPG20) [6]. 3 Hux
TOJILKO TIOCJIEIHUI HAuMHAETCsl B JETCKOM BO3pac-
te. KpoMe crmactuueckoil maparieruu, Juisi CUHIApoMa
Troyer (SPG20) xapakTepHbl YMCTBEHHasi OTCTaJOCTb,
HU3KUI POCT, BbIpaXKeHHast aTpodust MEJTKUX MBIILILL PYK,
nuzaptpus u cmoHoteyenue. Ha MPT rososHoro mosra
00HAPYKUBAIOTCSI TOHKOE MO30JIMCTOE TEJI0, TUMOTIA3UsI
LIMHTYJIIPHOM M3BWJIMHBI, HE3HAYNUTEIbHOE MOBBIIIEHUE
CUTHaJja B IEPUBEHTPUKYJISIPHOI 30HE.

X-cuennennvle cnacmuyeckue napanieeuu. Bolnensiior
TPU OTIEJbHBIX CUHAPOMA U 3a00s1eBaHUs ¢ X-CLEIJIeH-
HbIM TUIIOM HaCJIeJOBAHMUSI:

— crnactuyeckasi mnaparierust |
MASA/CRASH);

— aJpeHoMuesoHeponaTus (ajuiebHa X-ClerieHHOH
afpeHoJeikoaucTpodru, Ha4YaI0 KIMHUYECKUX MPO-
sienenuii ¢ 20 no 30 yer);

— cnactuyeckas naparuierus 2 (SPG2).

Cnacrtuueckas naparmerust 1 (SPG1) npencrasisier
c000i1, KaK MpaBUJIO, «CJIOXHYI0» Taparuvieruio ¢ pas-
JIMYHOM TI0 TSAXKECTU KIMHUYECKOW CUMIITOMATUKONM.
K nHaubGonee jerkum BapuaHTaMm 3a0o0JieBaHUSI OTHOCSIT
deHoTUIT CO cnacTUUecKOl Maparuierueii, yMCcTBEHHO
OTCTAJIOCThIO W OTCYTCTBUEM u3MeHeHuit Ha MPT ro-
JIOBHOro Mo3sra. bosee TsKeablM BapuaHTOM SIBJISIETCS
cunapom MASA (ot anri. mental retardation, adducted
thumb, shuffling gait, aphasia — yMcTBeHHast OTCTaJIOCTb,

(cunapombl SPG1/
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TIpUBeICHUE OOJIBIIOTO IMajblla KWUCTH, IIapKarolast mo-
xonka, adaszusi). [Toxoxuii MO KIMHUYECKUM MPOsIBIIE-
HMSIM CUHIPOM, HO C THIOIUIa3Weli MO30OJIMCTOTO Tejla 1
runpouedanuein noayuua HazBaHue CRASH cunapoma
(ot aHra. corpus callosum agenesis, mental retardation,
adducted thumb, spastic paraplegia, hydrocephalus —
areHe3Wsl MO3OJIUCTOTO Tesia, YMCTBEHHAsl OTCTaJOCTh,
TIpUBEICHUE OOJIBIIIOTO TaJblla KWCTH, CIACTHYECKast
naparuierusi U ruapouedanust). Camasi TsoKeaas CUMII-
TOMaTHWKa HaOJIomaeTcs MPU KIMHUICCKOM BapUaHTE,
MTPOTEKAOIIEM IT0 TUITYy X-CLEIICHHOW TUApOoIehaTn
CO CTEHO30M cuibBHeBa BomorpoBoaa (cokp. HSAS).
J1st MIazeHIIeB XapakTepHa MBIIIeYHast TUTTOTOHUSI, HO
C BO3pacTOM HapacTaeT MBIIICUYHBIN TOHYC (IPEeUMYIIIec-
TBEHHO B HOTaX) M MOTYT Pa3BUThCSI KOHTPAKTYPHI CycTa-
BOB. XapaKTepHa YMCTBEHHAs] OTCTaJIOCTb OT CPEIHETSI-
JKEJIOM 110 TSIKEJIOi CTeTieHU BeIpakeHHOoCTU. B Hanbonee
TSDKENBIX CITydassx rumpoledaiis MOXKET pa3BUBaThCS
yKe y TUTOZia, YTO MMPUBOIUT K €TO TUOETN WJIM CMEPTH B
HEOHATAJILHOM TTEpPHOJIe.

3abosneBaHusl, BbI3BaHHbIE MyTauueir reHa SPGI
(mpoaykT reHa — LICAM), MOXHO 3amoJ03puTh y pe-
OeHKa ¢ ruapoliedainei, YMCTBEHHON OTCTaJIOCThIO U
TIPUBEICHUEM OOJIBIIIOTO TIaiblla KHUCTU. KIcTUHHOTO
IIPOTPECCUPOBaHMS 3a00JIEBaHMS HET, TaK KaK 3TO CKO-
pee HapylleHWe Pa3BUTHsI, a HEe NeTeHEPAaTUBHBIN IPO-
mecc. Hammuwe XoTst ObI YaCTMYHOM areHe3uu MO3O0JIHC-
TOTO TeJIa W TUIOIUIA3UK TTUPAMUJ CITMHHOTO MO3Ta Ha
MPT ronoBHOTo Mo3ra MOATBEPKAAET AMArHO3. 3aKJI0-
YUTETBHBIM TaTllOM TUATHOCTUKM SIBJISIETCS ITOUCK MyTa-
muii LICAM, K HacTosilieMy MOMEHTY MX OTMcaHo OoJiee
130 [7].

Cnactuueckast mnaparmieruss 2 (SPG2) amienbHa
neiikonuctpodpum Ilenuneyca—Mepiibaxepa, MO3TOMY
KJIMHUYECKN HATlOMWHAET 3TO 3abosieBaHme. [lammmeHThI
co cnactuyeckoii nmaparerneit SPG2 o0bIYHO OTCTalOT
B IBUTATEILHOM Pa3BUTHU Ha ITEPBOM TOIY KU3HM. Y He-
KOTOPBIX OOJIBHBIX HUCTATM SIBJISICTCST OTHUM U3 TICPBBIX
CHMIITOMOB, y IPYTMX OH ITOSIBJISIETCS Ha 00Jiee TTO3THUX
cTamusx 3aboneBaHusl. HaBBIK caMOCTOSITEIBHON XOJIb-
OBl TIpHOOpETaeTCsT T03Xe, YeM Yy 3MOPOBBIX IeTeil, HO
yTpauymBaeTCsl TI0 Mepe TIPOrPecCUpoBaHMs 3a00IeBaHUS
K ITOIPOCTKOBOMY WMJIM B3POCIOMY BO3pacTy. MIHTeIeKT
MOXET OBITh KaK HOPMaJbHBIM, TaK U HETPYyOO CHIDKEH-
HBIM.

ITpu «cnoxubix» SPG2 KpoMe crnacTUyecKoil maparn-
JIETUW, OYEBUIHOM Ha 1—2-M romy XW3HU, OTMEYAIOTCS
3a7epKKa IMCUXUICCKOTO PAa3BUTHS, TU3APTPUS, aTaKCHSI
1 aTpodust 3pUTETHHOTO HEPBA.

Ha MPT rojioBHOro mosra oOHapy>KMBalOT JIEHKO-
MUCTPOMUUIECKUIA TATTePH B BUIE CHIKCHUS TTIOTHOCTH
GeJoro BelecTBa, HO OH MEHee BhIpaXeH M OoJiee JIoKa-
JIeH, yeM mipu Jieiikoauctpodun Ilenuneyca—Mepida-
xepa. OO0HapykeHue XapakTepHbIX Wit reHa SPG2 myTa-
uuit nporeonunuaHoro nporerHa (PLP1) nonteepxaaet
nuarHos [6].

benoycosa E.JI. HacnenCcTBEHHbIE CnacTUYeCcKmne napaniermmn

Juaenocmuxa HacredcmeeHHbIX CHACMUYECKUX na-
panaeeuil. be3ycloBHO, pelllalolliee 3HauYeHUE HUMEIOT
HaJluuMe B KJIMHWYECKOW KapTUHE MpOorpeccupyloleit
CMacTUYECKOU Maparjerui u ceMeiiHasi OTsroleHHOCTb
M0 aHAJIOTUYHBIM 3a0o0sieBaHUsAM. ONHAKO MpU aHaIu3e
POJIOCJIOBHO# cliefyeT MOMHUTb O BO3MOXXHOCTU MUHU-
MaJIbHOi CTE€NEeHU BbIPAXKEHHOCTU CUMIITOMOB 3200J1eBa-
HUS Y POICTBEHHUKOB.

MPT rosioBHOro Mos3ra HeoOXoIMMa B OCHOBHOM
st b GepeHIIalbHOTO auarHo3a (MCKIoYeHue Jeii-
konuctpoduil), Ho UHOTAA Y OOJIbHBIX OOHAPYKMUBAETCS
atpodusi Kopbl rojjoBHoro Mmozra. MPT cniuHHOro mosra
JNEMOHCTPUPYET ero arpoduio. DiekTpoHeipoMuorpa-
us He sIBIsIeTCs HEOOXOIUMOI 151 AMarHo3a, HO MO3BO-
JISIET OXapaKTepu30BaTh COIMYTCTBYIOLIYIO HeWpomnaTuio,
€C/IM OHa €CTh, U CTelneHb ee TskecTu. OmnpeneneHue
COMATOCCHCOPHBIX BBI3BAHHBIX TOTCHIIMATIOB HUKHUX
KOHEYHOCTE MOoKa3bIBaeT 3alePXKKy MPOBEACHUSI UM-
MyJibca Mo 3aJHUM CTOJ0aM cliMHHOTO Mo3ra. KopkoBbie
BbI3BAHHbBIE MOTEHIIUAJIbI IEMOHCTPUPYIOT 3HAYNUTETBHOE
CHUXEHHUE CKOPOCTU MPOBEACHUS MO0 KOPTUKOCTUHAIb-
HOMY TPaKTy M CHIDKEHUE aMIUTUTYIbI BBI3BAHHBIX T10-
TEHIIUAJIOB.

MosexyasipHO-TeHeTUYeCcKasl AMarHOCTUKA BO3MOXK-
Ha, HO, Kak TpaBuio, umeeT cMmbic 1151 SPG3A, SPG4,
SPG6, koTopble B COBOKYITHOCTU TpeacTaBisioT 60 %
BCEX ayTOCOMHO-JIOMUHAHTHBIX ciydyaeB. Cpeau ayTo-
COMHO-peLIECCUBHBIX (pOpM HaubdoJsee pacrpocTpaHEeHbI
SPG5 u SPG7 [6].

IIpoero3. CtenieHb BBIPaXKEHHOCTU CUMIITOMOB U CKO-
POCTb UX MPOTPECCUPOBAHUS UYPE3BbIYANHO pa3inyaloT-
csl axe y 4jieHOB ofHoW ceMbU. [1pu «mpocTbix» dop-
Max CHMIITOMbl MEUIEHHO MPOTrPECCUPYIOT B TEUEHMUE
HECKOJIbKUX JIET, 3aT€EM B HEKOTOPBIX CEMbSIX TEUEHUE
00JIE3HU K TMOAPOCTKOBOMY BO3pACTy CTaOWUJIU3UPYETCSI.
VY npyrux nalueHTOB Te€YeHUE HEMPEPHIBHO U MELJIEHHO
nporpeccupytoiee. HecMoTpst Ha 3HauUTEbHbIE TPYI-
HOCTU TIE€peBUXKEHUSI, OOJbHbIE C <«ITPOCTBIMU» CIAC-
TUYECKUMU TMaparuierusiMu peko yTpauyuBaloT CIOCO0-
HOCTb K CAMOCTOSITEJIbBHOMY TIEPEIBUKEHMUIO.

Jleuenue cnacmuueckux napanaeeuil. He cymectByer
crnelu@uueckoro JiedeHus, KOTOpoe MOIIO Obl Mpeno-
TBPaTUTh Pa3BUTHE WU 3aMEUIUTh MPOrpeCcCUpOBAHUE
CcMacTUYeCKuX Tmaparuvieruii. JledeHrue HOCUT CUMIITO-
MaTUJeCKuil xapakTtep. B Hacrosiiee Bpemsi MMeeTCs
MHOTO TIpernaparoB, CMOCOOHBIX peajbHO MOBJIUSTH HA
YMEHbIIEHWE CNAaCTUYHOCTU. OHU MOTYT YJIyYIIUTh BO3-
MOHOCTb MallMe€HTa CTOSITh, CUAETb, XOAUThb, a TaKXKe
MOIIEPKUBATH aIEKBATHYIO MO3Y. 32 CUET YMEHbIIEHUS
CITACTUYHOCTU MBI TOPTAHW W SI3BIKA YIYIIIAIOTCS
dyHKIIMY peun u obieHus. [IpenapaTsl, yMeHbBIIAIONTHE
CITACTUYIHOCTH, MOKHO TIPUHUMATH ITePOPaAIEHO, BBOIUTH
MECTHO (BHYTPUMBILIEYHO) U SHAOJIOMOAIBHO.

IMpenapatbl 1is1 MEPOPATBLHOTO MPUMEHEHUST AAIOT
KpaTKOBPEMEHHOE U YaCTUYHOE YJydllleHWe y AeTei U
MOAPOCTKOB €O crnactuyHocThio. [lpu Bceit cBoeit adh-
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(beKTUBHOCTH HY OJIMH U3 TICPOPATHHBIX ITPETIApaTOB HE B
COCTOSTHUM TIOJTHOCTBIO JIMKBUIMPOBATH CPETHETSIKEIIBIC
U TSDKeJble SIBAEHUST CITaCTUYHOCTU. Bece oHM 0b6nanaior
JIOBOJIBHO CEPbE3HBIMU MTOOOYHBIMU PdeKkTamu.

K o6muM mpwHIIMIIaM TTPUMEHEHUST MUOpETaKcaH-
TOB OTHOCSITCSI CJICIYIONITHE:

— JIeYeHWEe HaYMHAETCS] ¢ MUHUMAJIBHOM O3B Ipe-

rapara;

— JI03a TIperapaTa yBeJIMIMBaeTCs TOCTETIEHHO;

— 03y He CllemyeT yBEJIWMYWBaTh, €CJIA SIBJICHUS
CITACTUKM CYIIECTBEHHO YMEHBIIUIUCH WIA BO3-
HUKJTU TTOOOYHBIC TIPOSIBIICHUS;

— OTMEHa IIpemapaTta, B cjlydae HEOOXOIMMOCTH,
TTPOM3BOMUTCSI TTOCTETIEHHO, TaK KaK BO3MOXCH
CHUHIPOM OTMCHBHI.

K Haumbosee yacTo TpUMEHSIEMBIM TperaparaM OT-
HOCSITCST GaKIo(heH, MUIOKAIM, JWa3eriaM, JTaHTPOJICH
(Tabu. 2) [8].

[Tpu TsDKeoit cMacTUYHOCTH B 3apy0esKHOM TTPaKTH-
K€ MpuberanT K UMIUIAHTALMUA TIOMIIbI ¢ 0aKJI0(heHOM.
Bakioden mocTernieHHO BBOIUTCS B JIMKBOP Yepe3 Kate-
Tep. KaTerep, B cBOIO ouepenb, COCAMHEH ¢ MaJeHbKOMN

NMCUXOHEBPOJIOINs

ITOMIION, WMITIAHTUPOBAHHOM ITON KOXY XwuBoTa. Mc-
rnoJjib3yeMasi [UIsl 3aroJIHEHUsI TOMIIbI 03a OakiodeHa
coctapysieT 1/100 yacTh OOBIYHON MEPOPAIbHON JO3bI.
WMMrmutantauusi momribl BO3MOXHa y pebOeHKa crapiie
3 jieT, SBASIETCSl AOCTATOYHO JOPOTOCTOSIIIEH MpoLery-
poii U He TMoJlyyusa MoKa IIMPOKOTo pacnpoCTpaHEeHUsI
B Poccuu. Ho BnosHe poctyneH apyroi Meton 60pbObl
CO CIAaCTUYHOCTBIO — BHYTPHUMBIIIICUHOE BBEIEeHUE 0O-
TyJMHUCTUYECKOTo TokcrHa [9]. [Tpu BBeaeHUM B UKPO-
HOXKHBIC MBITIIIIBI U 33 JHYE MBIIIIIBI Oeep O0TYIOTOKCHH
MOXET yJIydIaTh MOABMKHOCTD Y ITAIIMEHTOB CO CTIACTH-
YeCKUMM TTaparuieTUs MU U TpohUIaKTHPOBATh YKOPOUe-
HUE MBILIEYHBIX CYXOXUIINIA [4].

Hapsiny ¢ pa3HBIMA aHTHCITACTUYECKUMU TIperapa-
TaMU UCIOJIb3YIOTCSI METOAUKY JIEYeOHOMN (PU3KYIBTYPHI,
OCHOBHbIE 1I€JIM KOTOPOil — MOAAEpXKaTh MMEIOIIUICS
YPOBEHbB ABUTATEIILHON aKTUBHOCTU Y MBIIIICYHO CHITHI,
MUHUMU3UPOBATH aTpO(UIO MBI, MPODOUIAKTUPOBATH
paszButue kpammu. [TokazaHo TiareapbHOe OpTONearyec-
KOe HaOJIIoJIeHUE U JIeYeHUE C UCIOIb30BAaHUEM OPTE30B
U TIPOBEJIEHUEM OPTOMNENMYECKOTO XUPYPTUUECKOro Jie-
YEHUS TIPU Pa3BUTUN KOHTPAKTYP.

Tabauya 2. Tipenapatsl 4715 IEpOPATLHOTO NPUMEHEHHS, YMEHbIIAIOIIHE COACTHYHOCTh

OCHOBHbIE

XapaKTCPpUCTUKU GaKITO (1) eH

MHUOOKaJIM

Ipenapar

Juras3eram JAaHTPOJICH

dopma BeIycKa Tabnerku mo 10 u 25 mMr

Hpaxe 1o 50 mr

Tabaerku 1o 2 u 5 Mr Kamncynbl mo 25 u
50 MmT, cycIieH3Ust
(25 mr/5 M) Bo iia-

KoHax 1o 120 ma

Mexanusm Aronuct TAMK INonasneHue naroso- Aronuct TAMK TopmoxeHue BbICBO-

JNeUCTBUS peuenTopoB TMYECKU MOBBIILIEHHOU 0OOX/IeHMST BHYTPUK-
CIIMHHOMO3TOBOI ped- JIETOYHOTO KaJIbIIUST
JIEKTOPHOM aKTUBHOCTU

HavanbHas Swmr 5 Mr/Kr 5 mr 0,5 mr/kr

CyTOYHasI 1032

TMopnepxuBatomass  20—30 mr Mo 6 tetr — 5—10 mr/kr, 0, 12—0, 8 Mr/kr 1—2 Mr/kr

CyTOYHasl 1032 ¢ 7 ner — 2—4 Mr/Kkr

MaxkcumanbHast 30—0 mr Bepxusist rpanuia moa- 0,8 Mr/kr 3 Mr/Kr

CyTOYHasdA 103a

JEP>KUBAIOIIEN TO3bI

KpatHocTb 3—4 pasza B IeHb 3 pa3za B IcHb
TPUMEHEHUST
TToGouHbIe COHJIMBOCTD, aTakcusi, TOIIHOTA, PBOTA, PEIKO:
apdexTr* TOJIOBOKpYKEHUE, COHJIMBOCTb, aJlJIEPIU-
TOIITHOTA, CyXOCTh BO YECKUE PeaKLUU
DTy, apTepuaibHast
TUITOTEH3USI
IIpoTuBoMOKa3a- Onutericusi, 60JIe3Hb MuacteHust, BO3pacT 10
HUS IlapkuHcoHa, Icuxo3 3 mec

Or 2 10 4 pa3 B IeHb
B 3aBUCUMOCTH OT
BEJTUIMHBI TO3bI

COHIMBOCTB, TOJIO-
BOKpPYXXEHUE, PeIKO:
aTakcHsl, TUTIIOTIHS,
IA3apTpUsl, 3a10p, TOII-
HOTa, HeJiep>KaHue MOYH

Tsxenass MmuacteHust

2 pa3a B IcHb, €CITU
11032 HeOObIIAs;
3—4 pa3a B icHb,
€CJIi OHa 3 MT/KT

B CYTKH

Hapyienust pyH-
KL meyeHu™*,
TOLIHOTA, PBOTA,
Quapest, mapecTe3nu,
cefauus

V nereit MmeHee 5 1eT
0€30IMacHOCTb Ipe-
rnapara He JoKa3aHa

Tlpumeuanue. * Bo3amoxxHble TOOOUHbBIE A(DHEKTH (32 UCKIIOUEHUEM MIMOCUHKPA3Mii) HOCSIT 10303aBUCUMBII XapaKTep, MO3TOMY OHU PEIKU
TPpY NIpHeMe yKa3aHHBIX HeBBICOKUX JIO3MPOBOK TIpernapaTa, TPaH3UTOPHBI M TTPOXOASIT IIPU YMEHBIIIEHUH TO3bI.

** HeoOX0IMMO KOHTPOJIMPOBATh (DEPMEHTBI TICUCHMU.
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Jlaypearbl HoGeneBckoii npemun-2009 B 00;1acTH MeAUIMHBI M (DH3HOIOTHH

Jlaypearamu HobGenesckoii mpemuun-2009 B o6act MequiinHbl U husnoaoruu cranu Jauzabem basxbepr, Kapon Ipeii-
dep u Jlncex Illocmak 3a OTKPBITHE MEXaHU3Ma 3aIMThl XPOMOCOM TeJIoOMepaMu ¥ (hePMEHTOM TeJIOMepa3oii. DTO MPeMUsI
(bakTaecku coBMenIaeT B cebe 1Be «<MOTHBIS» TEMAaTUKKM — CTapeHe M OHKOJIOTHI0. HobeneBCKMii KOMUTET TTOTYEePKUBACT,
4YTO Hay4yHast paboTa, yIOCTOEHHAS IIPEMUH, UMEET OOJIBIIOE 3HAUCHIME IS IIOMCKA HOBBIX ITyTEl JICYEHUS paKa 1 TOHUMAa-
HUSI TIPOLIECCOB CTapEHMsI OpPraHM3Ma, a TakKe Ul pa3paboTKM HOBBIX JIEKAPCTB, CITIOCOOHBIX OCTAHOBUTD POCT U Pa3BUTHE
PaKOBBIX KJIETOK.

JI1s MOHMMAaHUST CYTH PabOThI HEOOXOAMMO HAIIOMHMTb, YTO XPOMOCOMAa — YacTh siipa KJIETKUM — CIIOCOOHA K CaMO-
BOCIIPOM3BOJICTBY. DTO CBOMCTBO SIBJISICTCS 3aJI0TOM XKU3HM. HO XpOMOCOMBI TTOACTeperaeT OmacHOCTh, KOTOPasi UICXOIUT OT
TeJIOMEpP — TaK HA3bIBAIOTCS yIaCTKU XPOMOCOM, KOTOPBIE PACITOJIOKEHBI Ha KOHIIaX. Eciii OBl B KaXkIOM ITUKIIE JIeJICHUS
TEJIOMEPHI IEMCTBOBAI O0BIYHBI MexaHn3M Konuposanust JIHK, To xpomocoma ykopaunBaaach Obl K B KOHIIE KOHIIOB JEJIO
JIOIILIO OBl IO MOTEPH BaKHbBIX T€HOB B yIiep6 opranu3my. Ho B KiieTkax nMeeTcst 0coOblid (hepMeHT TeJoMepasa, KoTopast
TIPY KaKIIOM KOTTMPOBAaHWH BOCCTAHABIMBAET TEJIOMEPBI, TEM CAMBbIM COXPAHSISI ITOJTHOCTHIO BCIO XPOMOCOMY.

Tenomepasa 6buta o6HapyxkeHa Kapon [peiinep B 1984 . OgHako ee cylecTBOBaHNE W 3HAYSHUE JIST KOMITEHCAIIUN YKO-
poueHus TeJoMep ObLUIO MpeacKa3aHo TeopeTudecKu elie B 1973 . coBeTcKUM yueHbIM AsekceeM OJIOBHUKOBBIM, O KOTOPOM
HoGeneBckuit KomuteT He yrmoMuHaeT. OH Xe BBIIBUHYJ OPUTMHAIBHYIO TUITOTE3y O MeXaHW3Me CTapeHMs, B KOTOPOM,
MpaBaa, IJIaBHAs POJb OTBOAUTCS HE TeJloMepase, a MHbIM cTpyKTtypaM. B 1985 . Kapon [peiinep nu Dnm3aber baskoepH
00HapyXWJU TeJloMepa3y B KJIeTKax, a B 1998 I. aMeprKaHCKUM UCCIIEe0BaTeNsIM YIAIOCh «OMOJIOAUTb» KYJIBTYPY KIETOK
C TIOMOIIBIO TeJoMepasbl. OTKPHITHE 3aIIUTHON (YHKIIMU TeJIOMepa3bl KpailHe BaKHO W OOBSICHSIET OIMH M3 OCHOBHBIX
MEXaHM3MOB HACJIEACTBEHHOCTH 1 BOCIIPOM3BEIECHMS TEHOB.

OnuzabeT baskodepH poaunack B ABctpaiuu B 1948 . Kopon Ipeiinep — u3 bantumopa, eit 48 net. JIxxeky Illocraky
57 ner, oH ponuiics B JlongoHe, padoraet B [apBapae. Cymma HobGeneBcKkoi TpeMun 3TOTO rojia CoCTaBIIsIeT B Kaxk /10 HOMU-
Haru 10 MiTH mBeacKux KpoH (975 Teic. €Bpo).

11.B. Hosuxos (MockBa)
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