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HACNEOCTBEHHbIE CMMTACTUYECKUE MNA-
PAMNErnMn: C TOYKN 3PEHUA KITMHUKO-
FTEHETUYECKOWU FEETEPOrEHHOCTH

B cratbe npvBegeH 0630p COBPEMEHHOW nUMTepaTypbl O FTEHETUYECKNX MEeXaHM3Max U KIMUHUYECKUX MPOSIBNEHUSX Pa3fnMYHbIX NOATUMNOB Ha-
CINeLCTBEHHbIX CNacTUYecKMx napannerui, obcyxaatotcs anddepeHumansHas AnarHoCTUKa U COBPEMEHHbIE BO3MOXHOCTY Tepanuu.
KnioueBble cnoBa: HacneacTBEHHbIE cnacTudeckue napanneruu, 6onests Ltpromnens, reH SPG, ToHKoe MO30nncToe Teno, 6onesHun asura-
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The article reviews the genetic basis and clinical manifestations of various subtypes of HSP, discusses differential diagnosis and modern

treatment options.
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BBepneHune. HacnegctBeHHble cna-
ctuyeckme napanneruv (HCI) npeacras-
NAT COBON reHETUYECKN U KIMHUYECKM
reTeporeHHyto rpynny HenpoaereHepa-
TMBHbIX 3a00neBaHnii, OCHOBHbLIM NPOSIB-
NEHNEM KOTOPLIX SIBMSIETCS MOBbILLEHWE
MbILLEYHOr0 TOHyca (CMacTUYHOCTB) U
cnabocTb MPEVMYLLECTBEHHO B HWBKHUX
KOHEYHOCTSIX BCINEACTBME MOpaXKeHUsi
nMpaMuaHbIX TpakToB. [5, 16].

[MepBoe HayuyHoe onucaHue 3abone-
BaHWA NPUHAANEXUT repMaHCKOMY He-
Bponory Aponbdy ¢oH LTtpromnento.
OH B 1880-x rr. Habnogan cembto, B KO-
TOpow oTey u OBoe OpaTbeB CcTpagjanu
CNacTUYHOCTLIO U CNaboCTb0 B HUBKHUX
KOHeYHoCTAX [7]. Ha cerogHsAWHWIA AeHb
B karanore OMIM 3aperncrtpmpoBaHo
82 reHeTnyeckne dopmbl HCII, koTo-
pble XapaKTepu3ylTCA ayTOCOMHO-AO-
MUHaHTHbIM, ayTOCOMHO-PELIECCUBHBIM
unu X-cuenneHHbiM TUNOM HacnegoBa-
Husi, obosHavatoTca kak SPG (Spastic
Paraplegia Genes) n HymepyTCcs B Mno-
psiake kapTtupoBaHusa reHa (1-82). Kpo-
me Toro, 1-2% nauneHtoB ¢ HCI1 moryT
UMETb MUTOXOHAPWANbHbIA TUM Hacre-
noBaHus [6].

[aHHbIN 0630p NOCBsLLEH 0OLWNUM BO-
npocam KrMHUYECKOW KapTUHbI, TEHETU-
YeCcKoW OCHOBE, METOAAM OUArHOCTUKM 1
ne4yebHbIM Bo3amoxkHocTam HCTT.

PacnpocTtpaHeHHOCTb. B xoge
KPYNHOro MeTaaHanusa, BKIIoYaBLLEero
pesynbratbl 22 uUccregoBaHWi U OxBa-
TmBwero 6onee 14 TbiCc. NAUMEHTOB M3
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16 cTpaH, cpegHsis pacnpoCcTpaHeH-
HocTb Bcex moatunoB HCI1 coctaBuna
1,8 Ha 100 000 HaceneHnus. Hanbonee
pacnpocTtpaHeHHbiMn HCI1 ¢ aytocom-
HO-AOMMVHaAHTHBIM TUMOM HacneaoBaHUs
6binn SPG4 n SPG3A, B TO Bpems kak
SPG11 n SPG15 npeBanupoBanu Mo
yactote cpeam HCI1 ¢ aytocomHo-pe-
LLleCCUBHLIM TUMNOM HacnegoBaHus [27].
CnegyeT OTMETUTb, YTO Hapsigy C Luu-
POKO pacnpoCTpaHeHHbIMU  hopMamm
CYLLECTBYIOT BHYTPUCEMEWNHbIE Cry4au,
KOTOpble 4YacTO MOMMMO KIacCU4ecKom
CYMMNTOMaTUKM UMEIT AOMNOMHUTENbHbIE
nnoc-npusHakn [6]. MeHeTnyeckasa ava-
rHOCTUKA MOCMeAHUX cTana BO3MOXHOW
NPenMyLLEeCTBEHHO C BHEOPEHWEM Cek-
BEHUPOBAHWSI HOBOTO MOKOJEHNSI.
MaTodusumonorua. LLnpoknin cnekTp
MOJEKYTSIPHO-TEHETUYECKUX  MOATUMOB
HCI ob6ycnoBneH AMWHHOM MNpPOTSKEH-
HOCTbIO KOPTUKO-CMMHANBHOIO TpakTa.
Benyuwee 3HaveHve B passutum HCI
NPUHAANeXuT MyTauusm B reHax, OT-
BETCTBEHHbIX 3@ MMWUTOXOHAPUWAIbHbIN
mMeTabonuam, akcoHarnbHbIA TPaHCMOPT,
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COCTOSIHME 3HAOMNMa3MaTUYeCKoro peTu-
kynyma (3IP), nu3ocomansHyto aytoda-
rmo n ap. [5, 9]. Ha puc. 1 npeactaeneHsl
natocusmonornyeckne MexaHu3Mbl pas-
BUTWSA AaHHOro 3abonesaHus.
KnuHuuyeckaa kaptuHa. 3abonesa-
HVe MoxeT AebloTnpoBaTe NPaKkTUYecKku
B NNto6oM Bo3pacTe: OT NepBOro roga Xms-
HK 0o 80 net. AyTOCOMHO-AOMUHAHTHbIE
hOPMbI HAYMHAIOT NPOSABMAATLCS PaHblue
B OTNnn4me ot hopM C ayTOCOMHO-peLiec-
CUBHbIM TUNOM HacnegosaHus [1].
Knaccunyeckum nposiBneHvem 6onb-
wuHctBa cnyvaeB HCI1 saBnsetca npo-
rpeccvpyiollee HapylleHue MOXOAKW.
OTnuunTenbHOM OCOGEHHOCTLIO — ABNS-
eTcsA MpeBanupoBaHne CnacTUYHOCTM B
NpuBOAALLMX U 3adHUX Mblwuax begpa,
a Takke KambanoBMAHbIX MbILILAX, KO-
TOpble MOryT ObITb Crnerka acuMMeTpuy-
HblMW. Ha paHHuX cTagmsx 6onesHu cna-
CTUYHOCTb BO3HMKAET Npu OTCYTCTBUM
cnabocT KOHEYHOCTEN W MpOosABMSETCA
TOMbKO BO Bpemsi xodbObl 1 ucyesaeT B
nokoe. o mepe nporpeccupoBaHus 3a-
6oneBaHusi cnacTnYHOCTb Habnogaertcs
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Puc. 1. MexaHn3Mbl pa3BuTus HacrneACcTBEHHbIX cnacTudeckux napannerui (no Blackstone
C., 2019; apanTnpoBaHO Ha PyCCKUI A3blKk aBTOpamM)



1 B NOKOE, NPUCOeaMHATCA napesbl. B
BEPXHMX KOHEYHOCTSIX YacTo onpenens-
eTca runeppednekcms 6e3 cnacTuyHo-
ctn [1, 23].

MouyeBble paccTpoicTBa, CBA3aHHble
C HecTabunbHOCTbIO [AeTpy3opa unu
OVCCrHepruen cduHKTepa [OeTpysopa,
HabntofalTca YacTo M BO3HUKAKT npe-
MMYLLIECTBEHHO Ha MO3HWNX CTagusx 3a-
6onesaHus [12].

Y nauueHtoB ¢ HCI1 Takke Habnto-
[aeTcsa HapylueHue BMOPaLMOHHOW YyB-
CTBUTENMBLHOCTW, KOTOpPOE OObSACHSIETCS
JereHepauuen 3afHNX CTon0boB CNMHHO-
ro mosra [22].

Mo «knuHuyeckomy deHoTtuny HCII
KnaccuuUMpyTCA Ha «4UCTbIEY» («Npo-
CTblE», «HEOCIIOXHEHHbIE») U «CIIOX-
Hble»  («KOMMIEKCHbIE»,  «KOCMOXHEH-
Hble», SPG-nnc cMHAPOMbI) NOATUMbI.
«Ynctole» HCI xapaktepusytoTca Ha-
NNYMEM NMpamMuaHOW HeaoCTaTOYHOCTU
(napa- unu TeTpanapesoB, CMACTUYHO-
CTu, runeppednekcnm, naTonorm4yecknx
pasrnbaTtenbHbIX 3HaKOB), KoTopasi Mo-
XKET COYeTaTbCsl C HapyLLeHNeM hyHKLMK
COUHKTEPOB 1 noTepen rnybokon 4yB-
CTBUTENBLHOCTW (BCNEACTBME [ereHepa-
umn 3agHux ctonoos) [17]. «CnoxHbie»
HCIT Bkno4aloT NOMMMO cnacTU4ecKom
napanneruv gpyrue HeBporiormieckme un
SKCTpaHeBpanbHble npusHakn (tabmn. 1)
[7,17,18].

«Yucteie» HCIM vawle accoummpyrotca
C ayTOCOMHO-AOMMWHAHTHLIM TUMOM Ha-
cnepgoBaHusi. «KOMOUMHMPOBaHHbLIM» he-
HoTUN 3aboneBaHust BCTpeyaeTcs npe-
MMYLLIECTBEHHO B CEMbSX C ayTOCOMHO-
peLeccuBHbIM TUMOM HacregoBaHUSa U
BbISIBMISIETCSA B CTPaHaXx C BbICOKMM YpOB-
Hem OrM3KOpPOACTBEHHbIX OpakoB, rae
pacnpoCTpaHeHHOCTb MOXET [OoCTuraTb
5,75 Ha 100 000 Hacenenus [3, 13, 16].

AyTOCOMHO-AOMUHAHTHbLIE ¢op-
Mbl HCIM. Okono 70-80% nauuneHToB C

ayTOCOMHO-AOMVHAHTHbIM ~ TUMOM  Ha-
crnefoBaHnst UMEKT «YUCTbI» oeHoTUN
HCI, n3 Hux 6onee 40% obycnoeneHsbl
myTaumen B reHe SPAST (SPG4) [11]. B
Poccun, no pesynsratam obcnegoBaHus
90 cemen ¢ HCI1, pona SPG4 coctaBuna
56%, B moarpynne OOMWHAHTHbIX QOPM
—68% [4].

leH SPAST pacnonoxeH Ha 2-i1 Xpo-
mMocome (rnokyc 2p22.3), coctout n3 90
ThIC. MN.H., COOepXUT 17 3K30HOB U KO-
OVPYET 9H3MM CMacTWH, KOTOPbIA Mpwu-
Hagnexut Kk AAA-npotemHam (ATdasa,
accouuMpoBaHHast C pasfuyHbIMU Kre-
TOYHBIMW aKTUBHOCTAMM). OBHapyXeHbI
ABe m3odopmbl cnactuHa: 1) nsodopma
M87, aKkcnpeccuss KOTOPOW BbISiBMiEHa
KaK B CMMHHOM, TaK U B TONIOBHOM MO3r€;
2) nsogopma M1, akcnpeccus KOTOpOK
onpeaerneHa UCKNIYUTENbHO B CMIMHHOM
Mo3sre. yHKUMA hepMeHTa 3aknoyaeTcst
B pa3geneHun OJfIMHHbIX MUKPOTPYyOoYek
Ha Gonee kopoTkue. KopoTkue MuKpo-
TPyOOUKM CNOCOBHBLI BLICTPO U cormaco-
BaHHO MepeMellaTbCa BHYTPW aKCoHa,
obecrneunBasi ero poct u obpasoBaHue
HOBbIX akcoHanbHbIX BeTBen [10, 24].

CpenHuin Bo3pacT Havyana SPG4 co-
craensetr 31,7 net, nposiBNseTcs n3o0-
NIMPOBAHHOW  CMACTUYHOCTBI  HUXKHUX
KOHEYHOCTEN C HapyLlleHMeM yHKLUN
MOYEBOro ny3blpsi, BbinageHnem Bubpa-
LIMOHHOW 4YyBCTBMTENbHOCTM unn 6e3
TakoBbIX. B 5-10% crny4yaeB MOXeT Bbl-
ABMATLCSH aTakCusl U MNopaxeHwe nepu-
depnyeckMx HepBOB, a KOTHWUTWBHbIE
HapyLleHnsi, 9KCTpanupamugHble pac-
CTpovicTBa, Au3apTpusa v aucdarua ob-
HapyXunBalTca MeHee yeMm y 5% nauu-
eHToB [19, 22].

SPG3 gaBnseTcsa BTOpbIM MO pacnpo-
CTPaHEHHOCT! BapuWaHTOM ayTOCOM-
HO-OOMUHaAHTHbIX HCI (5-10%), 006-
ycrioeneH mytauuen B reHe ATL1. [eH
ATL1 nokanusdoBaH Ha 14- xpomoco-
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me (nokyc 14922.1) n kogmpyet 6enok
atnacTuH-1, KOTOpbIN MNpUHAANEXUT K
cemMenctsy MeMbpaHOCBA3aHHbIX, IO-
KannsoBaHHbIX B 3HOO0MMA3MaTUYECKMX
petukynymax [Tda3, n coBMECTHO CO
CNacTUHOM Yy4acTByeT B MeMOpaHHOM
TpaHcnopTe, poCTe akCOHOB, Mopdore-
He3e 9HAOMNMNasMaTU4YecKoro peTuKyny-
mMa u annapata Fonbaxun. KnuHnyeckm
XapaKTepusyeTcs «4YUCTOM» crnacTuye-
CKOW napannerven, ogHako B OTNMYune
oT SPG4 vMeeT 3HAUYUTENbHO paHHUI
BO3pacT Havyana 3abonesaHus (5,6 net
npotveB 31,7 neT) u 4yactoe pasBuTue
aKCOHamnbHOW MOTOPHOW HeBponaTum (B
25% cnyuaes) [11, 19].

TpeTbMM MO  pacnpoCTPaHEHHOCTU
noaTuUnom ayTOCOMHO-A0MUHAHTHbIX
HCTI1 siBnsietca SPG31, koTOpbI CBsI3aH
¢ MmyTauuen B reHe REEP1. Ten REEP1
rnokanu3oBaH Ha 2-ii XpoOMOCOoMe (ITOKyC
2p11.2), kogupyet 6enok 1, nosbiwato-
WM akcnpeccuto peuenTopa. PyHkuus
AaHHoro 6enka HegoCTaTOMHO M3y4veHa,
HO, BEpPOSiITHO, OH YyyacTByeT B YHK-
LUMOHUPOBaHUM MUKpoTpybodek n JTP.
SPG31 umeet gBa nuka 3abonesaemo-
CTU: B MEPBOM W 4YETBEPTOM AecsTune-
Tusix. KnuvHuyeckn nposiBnsieTcst Takke
«YMCTOW» CnacTUYecKon napannerven,
0OHaKo YyacToTa akCOoHanbHOW HeBpona-
Tum gocturaet 50% [19, 23].

AyTocoMHO-peLecCUBHbIE HMC.
OCHOBHbIMM ~ NMOATUMAMW  ayTOCOMHO-
peueccmBHbiX ¢opm HIC aenswTcs
SPG11 un SPG15. [MpuunHon passu-
Tma SPG11 aBngaTcs MyTaumm B reHe
KIAA1840 (SPG11), koTOpbIiA NToKanm3o-
BaH Ha 15-n xpomocome (nokyc 15q21.17)
1 koaupyeT 6enok cnaTtakCcuH, y4acTByto-
LM B POCTE HENPOHOB N NEPEHOCe BHY-
TPUKMETOYHBLIX KOMMOHEHTOB. 3abone-
BaHve AebloTupyet B Bo3pacTte oT 4 Oo
36 net. B BonblUMHCTBE cny4aeB npea-
CTaBMneH KOTHUTUBHBLIMWU HapyLUeHUAMN

Kiunnyeckne nposiBieHust «CJI0KHBIX» («koMOuHMpoBaHHbIX») HCII (SPG-1utroc)
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UNU TPYOHOCTAMKU B OOydyeHun, cnactu-
YecKkui napanapes pasBuBaETCs Ha 2-M
pecsatunetuun. bonee 4em y MONOBUHBI
nauueHToB HabniogatTca Au3apTpus,
aTakcusl, akcoHarnbHasi MOTOpHasi HEBPO-
naTus Unm TsKernble MOYeBble paccTpon-
cTBa. Hepegko mopaxarTca n BepxHue
KOHEYHOCTHW, pa3BMBakOTCA aMMoTpoduu,
pes cavus, neBoAona-y4yBCTBUTENbHbIN
NapKUHCOHU3M, opomaHaunbynsipHasi
OVCTOHMS, AnunenTuyeckne npucTynbl 1
CHWDKEHMe OCTPOTbl 3peHns BCneacTeme
JereHepauun xentoro natHa [7, 16, 23].
Ha MarHWTHO-pe30HaHCHbIX TOMOrpam-
Max TOJIOBHOTO MO3ra MOXHO BbISIBUTb
NCTOHYeHMe mo3zonucTtoro Tena (SPG11
— Hanbonee yacTbiii BapuaHT HCIT ¢ ToH-
KMM MO30MUCTbIM TEMOM), CUMNTOM «YLLN
pbICK», a TaKke Nerkoe pacLuMpeHne xe-
NYL,04KOB, aTpoUto KOpbl U MSITKUE CUM-
METPUYHbIE W3MEHEHUSI MEPUBEHTPUKY-
nsipHoro 6enoro BewectBa (puc. 2) [20,
21, 27].

ckn SPG15 noxox Ha SPG11, xoTa akco-
HanbHas HeBponaTns MOXeT ObITb Gonee
BbIPaXXEHHOW, @ MApPKUHCOHU3M BCTpeYa-
erca vaule [23].

Mogtun SPG7 cBasaH ¢ myTauusmn B
reHe SPG7 /PGN (nokyc 16p24.3), koTo-
pbi kogupyeT 6enok napannermH — Mu-
TOXOHOPWAnbHYH NPOTEMHA3y, y4acTBy-
IOLLYI0 B Aerpagaumm MUCHONAMHIOBbIX
6enkoB 1 cospeBaHumn pubocom [9]. daH-
HbI MOATMN OTNM4YaeTcsa bonee No3gHUM
Hayanom (cpegHui Bo3pact 41,7 roga),
NPOSIBNSIETCA CMACTUYHOCTBIO  HUDKHUX
KOHEYHOCTEW B COYETAHUM C MOIKEYKO-
BOW aTakcuen, kotopasi Habniogaetcs y
57-90% naumeHToB. Kpome Toro, Moxet
ObITb Hanuune NpoKCcMMarbHOW Muona-
TUM N NPOrpeccupyoLLen Hapy>XHon og-
Tanbmonnernn. Xorst 60MnbLWMHCTBO Cy-
YaeB MMeEKT ayTOCOMHO-PELECCUBHBIN
TUM, BCTPEYAIOTCS TAKKE PEAKO CeMbM C
ayTOCOMHO-AOMWHAHTHbLIM TUINOM Hacne-
nosanug [23].

b c

Puc. 2. MPT ronoBHoro mo3sra y naumeHTta ¢ SPG11: a — TOHKOe MO30nucToe Teno; b — KOHTponb;
c — cumnToM «ywm pbicuy» Ha FLAIR-pexume MPT (no F. Da Graca et al., 2019; Rajakulendran

S. etal., 2011)

Mogtun SPG15 (cungpom Kjellin)
accounvpoBaH C MyTauuMsMM B TeHe
ZFYVE26, KkoOTOpbIN rfoKanu3oBaH Ha
14-i4 xpomocome (nokyc 14q24.1) n ko-
anpyeT 6enok cnacTuauH, y4acTBYHOLLMI
B POCTE aKCOHOB CMMHamNbHbIX HEPOHOB
N nusocomarnbHon aytodarun. Aytoda-
rMs NO3BOMSET KNeTkaMm aganTypoBaTbCs
K M3MEHEHMSAM OKpY)XatloLLen cpeabl, Ko-
OpAVHUPYSA Aerpajaumio 1 yTunm3aumio
KNEeTOYHbIX KOMNoHeHTOB [11]. KnuHuye-

OunarHocTtuka. [na nogTrBepxaeHus
mMonekynsipHoro avarHo3da HCI1 Heobxo-
OUMO nNpoBedeHne MONEKYNAPHO-TeHeTU-
Yyeckoro aHanusa. B To ke Bpemsi Kntou
K OMarHo3y AawT AaHHble KITMHUYECKOW
KapTUHbI, B 0OCOOEHHOCTU Hanuuve cna-
CTMYHOCTM, KOTOpasi pasBMBAETCs Mpu
OTCYTCTBMM MbILEYHOM crnaboctn unu
npv ee MMHMManbHOM nposiBreHnn. MNpu
aHanm3e pPoAOCIOBHOW CrnepyeT y4uTbl-
BaTb, YTO Yy HEKOTOPbIX YNIEHOB CEMbU

MOryT OblTb MWHUManbHblE HEBPOMOr-
YecKMe HapyLleHus.

MPT y 6onblUMHCTBa NaLMEHTOB C
HCI1 BbISIBNSE€T WCTOHYEHME CMUHHOIO
Mo3ra. [MNepMHTEHCUBHOCTb CMUHHOIO
Mo3ra Ha T2-B3BELUEHHbIX K300paxe-
HUSAX OOMKHa NobyamnTb Bpada K MOWUCKY
OPYrMx NpUoBpeTEHHbIX MPUYMH CrlacTu-
Yyeckoro napanapesa. ATpodus MO3KeY-
Ka vawe Bbisensaetcsa npyu SPG7 [20, 23].
B Tabn. 2 npeacraBneHbl M3MEHEHUSA Ha
MPT npwu pasnuyHbix nogtunax HCI.

CornacHo AaHHbIM Tabn. 2, WUCTOH-
yeHve wmosonuctoro Tena (thin corpus
callosum) siBNsieTcs ogHWM U3 pacnpo-
cTpaHeHHbiX MPT-npu3HakoB npu ayTo-
comHo-peLeccrBHbix HCIT  (ocobeHHo
npu SPG11 1 SPG15) n MOXeT HaLennTb
Ha npaBunbHbIV AnarHos [1, 14]. B ceasn
C 9TM Mbl MpocymMmupoBanu B Tabn. 3
knuHuyeckme nposinexHnsa HCI, conpo-
BOXJAKLLUNXCS TOHKMM MO30SUCTbIM Te-
1IOM.

OnekTpoHenpomuorpadunst BbiSBNAET
OVCTanbHYl0 aKCOHarbHY MOTOPHYHO
HEBPOMNATUIO Y MOSIOBMHbI MALMEHTOB C
HCI1, yawe npu SPG7, SPG11 n SPG15.
TpaHcKkpaHuanbHast MarHUTHas CTUMynsi-
uusi o6HapyxuBaeT BbiNageHWe unu ya-
NIVHEHWE BPEMEHM LIeHTparnbHOro MoTop-
Horo nposefenus [7, 23].

B Tabn. 4 npencrasneHa andpdeper-
umanbHasa anarHoctuka HCI ¢ gpyrumum
3aboneBaHuAMN.

MporHo3. Bce noatunbl HOCAT Npo-
rpeccupyoLLMin XxapakTep, B TO e Bpems
HabntofaeTcs Wwupokasi BapmabenbHOCTb
Temna HapacTtaHus cumnToMoB. Bbico-
Kasi cTeneHb HBaNMau3auum n beiCTpbIii
TeMN NPOrpeccrMpoBaHus  XapakTepHbI
ana SPG11. Mpu «uncteix» HCIM nauwm-
€HTbI peaKO yTpaymBaT yHKLMIO nepe-
OBWKEHWsl, MoXxodKka 3aTpyaHsieTcst 3a
CYeT CNacTUYHOCTM MNPU OTHOCUTENBHO
NErkon MblleYHoN crabocTn unm B OT-
CYTCTBUU €€, y 3TUX XKe NaLueHTOB BO3-
MOXHbI Nepuopbl cTabunmsaumm cocTos-
Hus. OBHapyxeHa 3aBMCMMOCTb MeXay
Bo3pacToM febrTa 1u Temnom nporpec-
cupoBaHua HCI1: npu paHHem Hadvane
HabntofaeTcs «MSArkoe» TeyYeHue, B TO

Heiipopm3yanusannonnsie uamenennsi npu HCII (o F. Da Graca et al., 2019)

IIpuznak

TToptunsr HCIT

ToHkoe MO30JIMCTOE TEIIO

SPG4, SPG7, SPG11, SPG15, SPG18, SPG21, SPG35, SPG46,
SPG47, SPG49, SPG50, SPG54

Atpo¢us CIUHHOTO MO3Ta

SPG4, SPG6, SPG8

CHMITTOM «YIIU PBICK»

SPGI1, SPG15

PaCH_II/IpeHI/Ie JKCIIYIOYKOB

SPG1, SPG4 (penko)

T2-runepuHTEHCHBHOCTH OEJIOr0 BEIIeCTBa

SPG2, SPG11, SPGS, SPG35

bunarepanbubiii T2-runoMHTEHCUBHBIN CUTHAI OT OJIeHBIX IIAPOB

SPG28, SPG35, SPG43

T'mapomuenys Ha TPYIHOM OTAETE

SPG56
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Kiannuuyeckuii moaumopdusm ayrocomuo-peneccuBubix HCII ¢ TOHKUM M0O30JIMCTBIM TeJ10M

Tum

Jloxanmzanus rexa /
TTPOITYKT

Bospact nebrora

I[OHOJ'IHI/ITSJIBHBIG CUHAPOMBI

HeiipoBuzyanuzanus

SPG7

16q24.3 / napannerun

JleTckuii, B3pocCiblii

MA, napyxHas odTanbMoIUIerus,
HIIB, ckonmos, arpodus 3H

Juddysnas arpodust KOpsl U MO3KEUKa,
BBI'M

SPG11

15¢g21.1 / cnarakcux

Jerckuii, B3pociblit

MA, KH, BAC-nogoGHbIii CcHH-
npoM, aMuoTpoduu, aucdarus, He-
Bpomnarust, [TJDKII

Ipusnak «ymu peicu»  (“ears-of-the-
lynx”), merkas AuaTamys >KEITyTOYKOB,
aTpodusi KOpbI

SPG15

14g24.1 / cnactu3uH

IOBeHUIBHBIH,
B3POCIIBIT

JucranpHast  amuotrpodus  pyk,
JM3apTpHUsi, CHIDKCHHE CIyXa, Jie-
reHepalys CEeTYaTKH, PeKO — He-
BpOIIATHH, TICUX03bl, MA, mapKuH-
COHM3M, IWIETICHS], pes cavus

Judoysuas
HUBBI'M

arpodusi  KOpbI, JIETKHe

SPG21

15¢g22.31 / mactiapauH

IOBeHUMBHBIH,
B3POCIbII

KH, skcTpanupamuiHbie Wik MO3-
JKEYKOBBIC 3HAKH, OyJIbOapHbIE pac-
CTpOICTBA

Atpodusi T0OHO-BHCOUYHBIX OTIEIIOB

SPG44*

1g42.13 / KOHHEKCUH

IOBeHUIBHBIIH,
B3pOCIbIT

MA, KH, cumxenue ciyxa, he-
OpUIIBHBIE CYIOPOTH, CKOJIHO3

JletikonucTpodus

SPG46*

9p13.3 / mmoKo3uII-
epaMmasa

Jlerckuit

MA, xudockonmos, pes cavus, OJH-
roppeHus, TPEMOp TOJIOBBI, TU3ap-
tpusi, KH, HenopasButue suuex,
Oecrutonue, Karapakra

BapuabenbHast aTpoust KOpBI 1 MOZKEUKA

SPG50*

7q22.1/ APAMI

[lepBble roambl )xu3HU

Crnactudeckuil TeTpamnapes, TsKe-
nast onurodpenus, nceBnooynpoap-
HBII CHHAPOM, HapymeHue (QyHK-
MU CUHKTEPOB, PEKypPPEHTHbIE
pecruparopHble MHQEKIUH, IH3-
MOpP(U3MBI, LEHTPAIbHOE allHO?,
CYIOpOTH

BenTpukynomerainus, arpodus MO3KedKa

SPG55*

12q24.31/ C120RF65

JleTckuii, FOHOIIIECKUI

ITporpeccupyroriee CHIDKCHHE
3penust, arpodus 3H, crtpabusm,
nuctanbHas HeBponarus, KH, nu-
LeBbIE TU3MOP(PH3MBI

ToHkoE MO30IICTOE TEIO

SPG56*

4q2 / CYP2U1

Jlerckuit

AKCOHaJIbHasi HEBPOIIATHSI, JAUCTO-
aus1, KH

HUBBI'M, OaszajbHbIX

TaHIJIMCB

KaJbLIU(HKALUS

SPG63*

1p13.3/ AMPD2

Jlerckuit

Hesbicokuii pocT

NBBI'M

SPG71*

5pl13.3/ ZFR

HeonaTtanbHbIN

CriacTuueckuii napamnapes

ToHKOE MO30JIMCTOE TEJIO0

[Ipumeuanue. MA — mo3xeuxoBas atakcusi, HIIB — nanbsanepssiii napanuy B3opa, 3H — 3purensuslil Heps, KH — korHuTuBHBIC HapyIieHUs,
[TJIKIT — murMeHTHAs qereHepanus skentoro msatHa, UBBI'M — u3MeHeHuns: 6eoro BEemecTBa roJIOBHOTO MO3Ta, * - OMUCAHBI B €IMHHYHBIX

CEMbAX.

3aknoueHue.

BpemMs Kak maHudecTaumss B No3gHEM
BO3pacTe COMpoBOXAaeTcs ObiCTpbIM
nporpeccupoBaHunem [1, 23].

JNleyeHue. B HacTosiLLee Bpems neye-
Hue HCI1 octaeTca cMMnTOMaTU4YeCcKnm
M HarnpaeneHo Ha 6opbOy co cnacTuuy-
HOCTbIO, kpamnu 1 gecdopmauuamu. Ona
COoXpaHeHnsi MobunbHOCTM Heobxoaumo
paHHee MCnosrb30BaHWE OPTE30B Ha fo-
ObBKKM 1 cTonbl. Mpu ncnons3osaHun 6o-
TYNWHNYECKOTO TOKCUHa PEKOMEHAYETCS
coyetatb C PU3NYECKMMU MeTodamMu
peabunutaumm Ans nonyyYyeHus ny4iero
pesynerata [1, 15, 23]. OpanbHble cnas-
MONUTUKM (6aknodeH n TM3aHNaWH) Npu-
MEHSITCS AN CHKEHUS CMACTUYHOCTH,
XOTS OOMbLUMHCTBO MAUMEHTOB HE OT-
Me4alT Kakoro-nnbo adpdekta. 310 00-
YCNOBIEHO TEM, YTO AaHHble Npenaparhbl
MNI0X0 MPOHMKAIT Yepes remaToaHLeda-
nnyecknii Gapbep, crieqoBaTenbHO, Ans
nornyYeHnst TepaneBTM4ecKkoro adpdekTa
Heobxoaum nprem 6onbLUMX 003, YTO He-

n30eXHO NpuBedET K pa3BuTUO NobouY-
HbIX 3 dheKToB. B TO e Bpemsi XxopoLuunii
aHTMcnacTnyeckum apekT MOXHO no-
Ny4YnUTb NPU MHTPaATEKaNbHOM BBEOEHUMU
6aknodpeHa (intrathecal baclofen therapy
— ITB) [2, 23]. Ons ynyyweHnsa XoabObl
MMEITCS AaHHble 06 ycnewHom npume-
HEeHUU (PYHKUMOHAmNbHOW 3NEKTPUYECKON
CTUMYNAUMM 00X ManobepLiOBbIX He-
PBOB C [BYX CTOPOH U XPOHWUYECKOW CTU-
MynsiLMK CNIMHHOTO Moa3ra [8, 25, 26].

leHHas Tepanusa 3abonesaHus He pas-
paboTaHa, 4YTO CBA3bIBAOT C MHOrO4YMC-
NEHHbIMU NaToU3NONOrNYECKUMU  Me-
XaHW3MaMW, PenKoCTbi OnpeaeneHHbIX
reHeTnyeckux noatunoe HCI, a Takke
MeASIEHHbIM TeYeHneM B OOnbLUMHCTBE
cnyyaeB. Tem He MeHee, UccnefoBaHus,
HanpaBfeHHble Ha M3yyeHue crneundu-
YeCKUX METOOB NeYeHUsi, NPOAOKaKoT-
CHl, YTOYHSIOTCA nartodumanonormyeckme
nyT¥ U ycTaHaBNMBaKTCs TepanesTu4e-
CKre muieHn [23].

HCIM npeacraenstor
obwmpHyto rpynny 3aboneBaHui C K-
POKOM KINMHUYECKON W  MONEKyNsipHO-
reHeTUYECKON reTeporeHHocTbio. Oco-
GEeHHO CMOoXHOW OCcTaeTcsi AuarHocTvka
ayTOCOMHO-PELIECCUBHbIX MOATUMOB, AN
KOTOPbIX XapaKTepHO pas3BUTUE MIIHOC-
cMMnTOMOB. BHegpeHue B KNMHUYECKYo
NpakTUKy — AWarHOCTUYECKUX NaHenewn
CYLLECTBEHHO NMOMOraeT AuarHocTuke, B
TO e BpeMsi HeAOCTYMHOCTb UCCreaoBa-
HVSA B yaaneHHbIX oT LleHTpansHon Poc-
CUW PervoHax n OTHOCUTENbHas BbICOKast
CTOMMOCTb CO34aloT onpeaeneHHble npo-
6rnembl. ABTOpbl WCKPEHHE HaperTcs,
4YTO MHOPMaUWs, NpeacTaBrneHHas B Ha-
CTosILLen cTaTbe, MOBbICUT HACTOPOXEH-
HOCTb Bpa4ei-HeBpOroros, MeavaTpos,
reHeTUKOB, TepaneBTOB B OTHOLUEHWUU
HCI1 n nomoxeT NpoBeCTN CBOEBPEMEH-
Hyl0 OnddepeHumnanbHy AnarHOCTUKY
AN UCKMoYeHns OpyrMx NpuyrH cnactu-
YeCKVX napannerui n ynyywmT BeaeHve
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Juddepennnanbuas puarnoctuka HCII ¢ apyrumu 3a60/1eBaHUSIMH, CONPOBOKAAIOIUMHICS PA3BHTHEM CHIACTHYECKOIO

napamnape3sa

3aboneBanue

Knuangeckue ocobeHHOCTH

ApeHoNeHKOIUCTPO(HS

X-cIeTIeHHOE PeliecCHBHOE HaclieqoBaHUe (00ICI0T NCKITFOYUTEIBHO JINIA MY>KCKO-
IO 110J1a), TIOBBIIICHNE YPOBHS OYECHb JUIMHHOLCTIOUCYHBIX )KUPHBIX KUCIOT B KPOBH,
MPU3HAKU HAAMOYCUHUKOBOM HEJOCTATOYHOCTH, OYary JICMUCIHHU3ANNH [0 JAaHHBIM
MPT rosoBHOTr0 U CIHHHOTO MO3ra, OOHapyKeHHe MyTauuu B rene ABCD1

Bonesns [lenuneyca-Mepubdaxep

B3pocnas ¢popma aedrotupyet B 20-30 sieT, IPOABIACTCS CMACTUYCCKUMH Mape3ami,
MHTEIUICKTyalbHBIMU HapyIISHUAMH 1 HapymieHneM xoopauHauu. Ha MPT romxoss
BBIIBISIETCSE AN (y3HOE OpaKeHUE OeJIOro BelecTBa NOyIapruii MO3ra 1 KOPTHKO-
CIMHAIBHBIX TPakTOB. OOHAPYKUBAIOTCS MyTaluu B reHe PLP-1

BoxoBoit aMnorpoduyeckuii CKIIepo3

[MpeBanupoBaHue Mape30B HAjJ CMACTUYHOCTHIO, HAMYHE MPH3HAKOB MOPAKEHUS
nepudepruIeckoro MOTOPHOTO HEHPOHaA, MPOrpecCHpyrollee TeYEeHHE, OTCYTCTBUE
HACJIEICTBEHHON OTSTOIIEHHOCTH, OTCYTCTBHE HAPYIIEHUH BUOPAIMOHHON TyBCTBH-
TEJILHOCTH, Pa3BUTHE OyIBOApHBIX M JBIXaTENbHBIX HapylleHui, nanasie DMI (me-
pEIHepOroBOe MOpPaKeHHUE)

qruterust (0ose3ns JInTms)

JleTckuii nepeOpanbHbIil Mapaand, CacTHYeCKas

Hannuue noBpexaaonmx (pakTopoB B MEPUHATAIBHOM IIEPHOAE, HEIPOrPECCHpPYIO-
1iee (CTalMoHapHOEe) TEYCHHE, BOSMOXKHA KOMIICHCALHSI HEBPOJIOTHYECKOTrO CTaryca

CrnHouepeOeuIsIpHble aTakCUH

[MpeBammposanue atakcun (CLIA3 MokeT HayaThesl ¢ Mapesa), IpeBaIPOBaHUE Ta-
PE30B HaJ CIIACTHYHOCTBIO, HAJTWYME YKCTPAHEBPAIBHBIX NMOPAXKEHUH (cepaua, Moa-
JKETyZOYHOH JKeJe3bl, Ia3 ¥ KOXH 1pu Oore3nu Ppunpeiixa), MOICKyISIPHO-TEHETH-
YECKMI aHaIu3

ApTepI/IO-BCHOSHLIe MaJ'IB(bOpMaLII/II/I CIIMHHOI'O MO3ra

CryneHyaroe wiH nopoctpoe Hadano; noarsepxnaaercs MPT umu KT ¢ xonTpactu-
poBaHHEM

HapaHeonnaCTquCKax MHUECJIOIIaTuA

[MomocTpoe Hadao, coueTaHue C MO3KEUKOBOH aTaKCHEH, TTOIMHEBPONATHEH, yCKOpe-
nue COD, BbIABICHUE aHTHHEHPOHANBHBIX aHTUTeN (damie GAD-65 anturena)

B12-pepunurHas muenonatus

@axTopb! pucka (arpopUUECKHil FaCTPUT, FACTPIKTOMHUS, PE3CKIMS KEJIyaKa U 1p.),
MakKpoIHTapHasi aHeMUs], THIEPUHTEHCUBHEIH T2-CHTHAJI OT 3aJHUX CTOJIOOB CIIMH-
Horo mosra Ha MPT, Huskoe conepkanue ButamuHa B12, oOparHoe pazBuTtHe mpu
HazHauYeHUU BUTaMuHa B12

BUY-muenonaTus

[TonoxxutenbHbIil anann3 Ha BIY

CupHuHTOMHUETHUS

JluccouuupoBaHHOE PAcCTPONCTBO UYBCTBUTEIBHOCTH, Yalle Ha IIEHHO-IPYIHOM
YpOBHE, coderaercs ¢ status disraphicus WM OIyIIeHHEM MHHIAINH MO3XKEYKa, CH-
pUHTOMUEIUTHYECKAs! KUCTa, 10 AaHHbIM MPT

PaccesiHHBII ckiepo3, 6one3Hs [leBuka

IpeBanupoBaHUe Mape30B Haj CNACTHYHOCTBIO, CHIKCHHE OpIONIHBIX peduieKcoB,
3PUTEINILHBIE PACCTPONCTBA, PEMUTTHPYIOIINI XapaKTep NPOrpecCHPOBAHNUS, HATHYNE

Oo4yaroB A€MHUECIIMHU3AUX B T'OJIOBHOM U CIIMHHOM MO3T€, 110 JaHHbBIM MPT

NaLMeHTOB C PACCMOTPEHNEM TaKXkKe BO3-
MOXHOCTV NpoBefeHUst 6OTYNMUHUYECKOW
Tepanuu 1 umnnaHTauuym 6aknodeHoBon
nomrbl.
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ACCOUMNALNA NOJTTUMOPDOUIMA
OJOPAMUHTPAHCIOPTHOIO BEJIKA
SLC6A3/DAT1 C PUCKOM HU3KOIO
AJANTALUMOHHOIO NOTEHUUATNA
B AKYTCKOM nonynauuu

B ctatbe npeacraBneHbl pe3ynstatbl NMUAOTHOTO UCCIEN0BaHMS BNepBble MPOBEAEHHOTO MOMEKYNsiPHO-TEHETUYECKOro aHanmaa accoumauum
nonumopdHoro BapuaHTa rs27072 reHa gocdamuHtpaHcnopTHoro 6enka SLC6A3/DATT ¢ puckoM HU3KOrO aganTauMOHHOIO NoTeHumana B aKkyT-

CKOW nonynsaumn.

YCTaHOBMNEHO, YTO 6OMBLLUMHCTBO YY4AaCTHUKOB UCCINEAOBAHNSA HY>XAANUCh B OMOSHUTENbHbIX UCTOYHUKAX MNONOXUTENbHBIX 3MOLMIA A11s BOCCTa-
HOBJEHUSI MCMXO3MOLIMOHANBLHOTO COCTOSIHWUSI MOCHe CTpecca, YTOo NpeAronaraeT NOHMKEHHbIN YPOBEHb aflanTaunoHHbIX pe3epBoB. Monekynsp-
HO-FeHETUYECKNIN aHann3 pacnpeaeneHnst YacToTbl FeHOTUMOB M annenen yoeauTensHo NPOAEMOHCTPUPOBATT, YTO Cpean yKasaHHbIX MHOAVBUOOB
npeobnaganu Hocutenu reHotuna GG v annensa G, Torga kak MHAMBUAbI, HE UCMONb3YHOLLMeE ANsi NPEeoAoNeHNs cTpecca AOMOMNHUTENbHbIX Mep,
XapakTepu3oBanvcb npeobnagaHnem retepo3uroTHoro reHotuna AG u annens A.

KnioueBble cnoBa: reH SLC6A3/DAT1, nonumopdunam, TpaHCnopT AodaMuHa, aganTalMoHHbIA NoTeHUMarn, CTPece, Ky Thbl.

The article presents the results of the first molecular genetic study of the association of the polymorphic variant rs27072 of the dopamine trans-
port protein gene SLC6A3/DAT1 with a risk of low adaptive potential in the Yakut population.
It was found that most of the study participants needed additional sources of positive emotions to restore their psychoemotional state after
stress, which suggests a lower level of adaptive reserves in the population.
Molecular genetic analysis of the frequency distribution of genotypes and alleles convincingly demonstrated that among individuals in need of

additional correction of their psychoemotional state, carriers of the GG and G allele prevailed,
while individuals who did not use additional measures to overcome stress were characterized by
the predominance of the heterozygous AG genotype and allele A.
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