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BPOXX/IEHHBIE TOPOKHU IEHTPAJIbHOM HEPBHOW CUCTEMBI

3ynapoBa Akuaa A6AyKOJUPOBHA
2-Pecny6aukaHCKuUll mexHuKyM obujecmgeHHo20 300p0o8bsi um. Aby Aau ub6H CuHo

Bpox/JeHHble MOPOKU LieHTpasibHON HepBHOU cucteMbl (LIHC) mpepcraBisioT
co60M aHOMaJIMM Pa3BUTHUSA MO3ra U CIMHHOIO MO3ra, KOTOpble MNPUCYTCTBYIOT C
POXAEHHUA.

ITU NMOPOKH MOTYT OBITh Pa3sHOOOPA3HBIMM WU BKJIKYATbh paClleJIMHbI, KUCTHI,
aHoMaJsiuM GOpMBI U pa3Mepa, a TaKKe HellpaBUJIbHOEe Pa3BUTHE MO3TOBBIX CTPYKTYP.

Hososiorun 6osie3Hel. 3TO Hac/Je[CTBEHHble CHUCTeMHble 060JIe3HU HEpPBHOU
CUCTEMBI: 3ab0JieBaHUA C MOpaXeHHWEM MO3KedKa, COYeTaHHble JereHepanuu
MO3K€YKOBbIX MyTeld U NepudepUdyecKux HepBOB, 60JIE3HU C MPEUMYIEeCTBEHHbIM
nopakeHueM 9KCTpanvMpaMHuHOU CUCTEMBI: 60J1e3Hb [TapkuHCOHa,
renarouepebpasbHas JUCTpodusi, xopesd ['eHTHHITOHA, CeMeWHbIM acolUaJbHbIA
TpeMop MUHOpa, reHepa/IM30BaHHbIN THUK, AepOopMHUPYIOILasa MbllIedHasd JUCTPOPUS.
BoJsiesHM ¢ NpeuMylLleCTBEHHBbIM IOpaXeHUWeM MUPAMUAHBIX IyTeW: CeMeWHbIN
cnactuyeckuil mnapaaud lItproMnens, ceMedHbId OOKOBOM aMUOTPOUYECKUM
CKJIepOs3.

Tpe6oBaHusA K BK/IOYEHHIO B nporpaMMy. HaciencTBeHHble 60J1e3HH HEPBHOM
cucrembl (HBHC) - 3TO 3a6osieBaHus, nepejawuMecss U3 MOKOJEHHUSI B MOKOJEHUE
WJIK Yepe3 M0KOoJIeHHe, 00YCJI0BJIeHHble TeHHBIMU UJIM XPOMOCOMHBIMU MYTaLUSAMH.
[Ipy XpOMOCOMHBIX MyTallMdaX B OJHHUX CJAydadX pas/ydyaloT HapylleHHWe Yucia
xpoMmocoM (y[BOeHHe, yTpOeHHe, OTCYTCTBHE) HWJU HMeeT MeCTO HapylleHHe
CTPYKTYpPbl XPOMOCOMBI (ZieJIelluy, UHBEPCUHM, TPAHCIOKALMWH, AyMauKauuu). [pu
TeHHbIX MYTalUAX HW3MeHeHUs HaOJIJalTcad COOTBETCTBEHHO B TIeHax Ha
onpefieJIeHHbIX y4acTKax XpoMocoM. MyTanyMu MOryT BKJO4YaTb WM ofHy /IHK
M0CJIeIOBATENbHOCTh (MPOCThlE MYTAIMM) WX OOMeHbl MEXAY aJlIeJIbHbIMH HJIU
HeaJsleJbHbIMU JIHK-nioC/1Ie10BaTeIBHOCTAMHU. ITH U3MEHEHUA ABJATCH IPUYUHON
MOHOreHHbIX 3abo0JieBaHUH - JOBOJIbBHO pPA3HOPOJHOM 1O KJIMHUYECKUM
NposIBJIEHUSAM Trpynnbl 6GosiesHed. Hasnuue BbIpaXeHHOTO (QEHOTHUIHUYECKOrOo
noiuMopdusMa  MNPUBOAUT K  pPA3JMYHBIM  KJIMHUYECKUM  IpPHU3HAKaM y
npeAcTaBUTeseN Jaxe o4HOU ceMbU. HeBposiornyeckass CHMITOMaTUKaA MOXET ObITh
npeAcTaBjJeHa KJACCMYECKMMHM  pa3BepHYTbIMM  (QoOpMaMH, pPasHOOOpa3HbIMHU
aTUNHWYHBIMUA TPOSIBJEHUSIMU U «CTEPTBIMHU» KJIWHUYECKMMH cuMnToMamu. [lpu
M3y4YEeHUU pacClpOCTPAHEHHOCTU U UCXOL0B TsKe bIX porpeccupyromux HBHC Hamu
ObLJI0O TMOKAa3aHO, 4YTO [0 OINpeJe/IeHHOT0 BpeMeHU 3TU NalMeHThbl SBJAKTCH
JlOCTaTOYHO KOMIIEHCUMPOBAaHHBIMU M a0OCOJIIOTHO 3J0POBBIMM JIIOJABMHU U 00JIE3Hb Y
HUX J1eGI0TUPYEeT B caMble pa3Hble MepUO/bl UX )KU3HU (B IeTCKOM WJIU MyGepTaTHOM
nepuose WJAM B Bo3pacte OT 35 go 60 JseT) B pe3yJbTaTe pa3HbIX I3TH
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naToreHeTu4eckux GpakTopoB. YesioBeK y3HaeT 0 60JIE3HU TOJIbKO TOT/A, KOTJa OHa
HauMHaeT NpPOrpeccMpoBaTh M 3TO [JIaBHOE TpeOOBaHUE K Y4aCTHI B JJaHHOM
NpoTOKoJIe. Y 60JIbHOTO J0J’)KHO ObITh IPOTpeccHpoBaHUe HAc/AeACTBEHHON 60JIe3HU.
B  GosbumiuHCTBE  cay4daeB, ¢GOpMHUpPYeTcs  JIaBUHOOOpA3HOe  HapacTaHue
JlereHepaTUBHO-aTPOPUUYECKUX MPOIECCOB B pPa3/JIMUHbIX y4YacTKaxX IeHTPaJbHOU
HepBHOU cucteMbl (LIHC), mpuBOASIIUX K IJIyGOKOH JeMEeHIIMU NMPU aTPOHUU KOPBI
MO3ra, TSDKeJIOW aTakKCUW NpUh aTpoPUU KOPbl MO3KedKa, aKMHETUKO-pPUTHUHBIX
PacCTPOMCTBAX U AYMCKUHE3UU NPU JlereHepayuy CTpUONIA/IMJAPHOM 30HbBI MO3ra WU
aTpoduu MBI, NpPYM MOBPEXJEHHWU MOTOPHBIX HEWPOHOB. B psajae ciayyaes,
JIEKOMIIEHCAllUsl TMPUBOAUT K TJyOOKOM WHBaIWAW3ALMUA H3-32 AYTOUMMYHHBIX
HapylLIeHUW UK [aXKe K JIETaJIbHOMY UCXO/ly U3-3a BOSHUKHOBEHUS OHKOJIOTUYECKUX
OCJIO’KHEHUW. ITHU BHUTaJbHble OCJI0XKHEHHUS O0OYCJOBJEHbI B MEPBYI OYepejb
bopMHUpPOBaHHEM TE€HOMHO-NPOTEOMHBIX CTPYKTYPHBIX HapylleHUH (Jeseluy,
MHBEPCHUH, TPAHCJOKAIMU, AYIJIMKAIMKA) B TeMONO3THUYECKUX CTBOJIOBBIX KJIETKax
(FCK) kak ciexactBue mnoBpexjaeHuil u paspeiBoB JHK B Hux. Takum o6Gpasom,
NOsIBJIEHUE JIOTNIOJIHUTENbHbBIX MyTallMi reHOB MPUBOJUT K I'IyOOKOU UHBAJIUAHOCTH,
JleMEeHIIMU WJIM JIeTaJIbHOMY HCXOJAYy B pe3yJibTaTe€ ayTOMMMYHHOIO BOCIaJIeHUS,
JlereHepalUd HEPBHOW TKAaHU WM KaHLEPOTEHHOTO IepepoX/JeHUs TKaHeu
nanueHta ¢ HBHC.

[Ilpunnun Tepanuu. Ocobass aKTyaJbHOCTb JAaHHOW MNpo6JeMbl 00yc/0BJIeHA
oTcyTcTBUEM 3(PQPEKTUBHBIX MeTO/0B JiedeHUs1 nporpeccupoBanus HBHC wu
CYLLECTBYIOLLEH BO3MOXXHOCTbIO MOBTOPHBIX CJy4daeB B IMOCHAEAYIOLIUX ITOKOJIEHUAX.
OcHoBHble Hajzex/ bl npu JedeHun HBHC BossaratoTcst B Oy/ylleM Ha TEXHOJOTHUH
reHOMHOTO peAaKkTUpoBaHus. Ho 4To AesnaTh cerofHs eciu 3ab60JjieBaHME HEYKJIOHHO
nporpeccupyeT? Mo>HO Jid ero oCTaHOBUTB? /[a, MOKHO M OTBET Ha 3TU BOIPOCHI
Jla/ld HallK 3KCIepUMeHTaJibHble pab0OThl IO pecTaBpalUd CMepPTeJbHbIX MyTalUU
noBpexxgeHHbix [CK ¢ wucnosib3oBaHMEM  NPUPOJONOJO0OHOM  TEXHOJIOTUH
TOMOJIOTUYHOU peKOMOWHANuu (PpaBHO3HAYHOU 3aMeHbl) MyTaHTHBIX yyacTkoB ['CK
Ha gasyxuenodeunyo JHK (aquJHK) 3popoBoro goHopa. Moseky/isipHble
McCJie[JoBaHUA 10 pecTaBpaldu cMepTeibHO noBpexaeHHbix 'CK 1 MCCK c 60b1iuM
KoJiM4ecTBOM MyTauuid W mnoBpexaeHur JIHK, oO6ycinoBieHHbIX 3-5 KpaTHOH
daTasbHOU [1030M MOHU3UPYIOLIET0 OOJyYeHUS TMO3BOJIMJIO CO3/laTh MPUPOJ,
NOJIOOHYI0 PEBOJIIOIMOHHYI0 HWHHOBAIMOHHYI OWOTEXHOJIOTUI0 pecTaBpalud |
3aMeHbl MyTaHTHbIX y4acTKoB JIHK Ha nofo6HbIe yyacTku 310poBon foHopckon JJTHK
B nporecce aeneHus 'CK 6oabHoro ¢ HBHC. Yactb aTux pecraBpupoBaHHbix ['CK u
MHK  nepudepuyeckoii  KpoBU  NpUMeHseTCAd s  PeuH]PY3UM  3THUX
pecTaBpUpPOBAHHBIX KJIETOK B KPOBb, a APYTYI0 YaCTh UCMOJIb3YyeTCA /IS peCTaBpanuu
NOBPEX/IEHHbIX HEPBHBIX KJETOK MO3ra NyTeM HWHTpPAaTeKaJbHbIX BBEJEHUU 3THUX
KJIETOK B CHUHHOMO3TOBOU KaHaJl.

PesysabTaT. TexHoJ/IOTHSI He MO3BOJISET BbLIEYUTH BCE TE€HETHUYECKUE 00JIE3HU
yeJI0BeKa, 0c00eHHO Takue cyoxHble kak HBHC, 1a 1 He cTaBUT cebe 3TO B 3a/1a4y, HO
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OHa JlaeT peaJIbHbIY IIaHC OCTAHOBUTH NPOrpeCcCMPOBaHUe HAC/IeCTBEHHON HEPBHOM
60J1e3HA 3a CYeT NPHUPOJ NOJOOHOr0 MOJIEKYJISPHOTO MeXaHW3Ma TOMOJIOTUYHOU
peKoMOUHAMKM MYTaHTHbIX U mnoBpexaeHHbIX KyckoB [IHK I'CK m MHK na JHK
3l0pOBOr0 JIOHOpAa M B psAfie C/Ay4aeB CTaOWJU3UPOBATh MOJIEKYJSPHO-
O6MOJIOTUYECKYI0 CTPYKTYpPY HEYCTOMYUBOTO TeHOMa HEeHpPOHOB, O6JIOKUPOBATh
$YHKIIMOHUPOBAaHME PAKOBBIX CTBOJIOBBIX KJETOK omyxosu y 6osibHOoro ¢ HBHC, a
TaK)Xe KOMIIEHCUPOBATb HEBPOJIOTUYECKOE U COMaTUYeCKOe COCTOSHUEe MalheHTa C
HBHC.

TexHosiorusi mo3BoJisieT Npodu aKTUPOBATh BO3MOKHOCTb BO3HUKHOBEHMS
JlekomneHcauuu pasandHbix dopm HBHC y 370poBbIX KOMIIEHCUPOBAHHBIX YJIEHOB
CeMbH C HaCJIe[[CTBEHHOW CeEMENHOU OTArOLEHHOCTbIO YU BBICOKMM PUCKOM pPa3BUTHSA
6os1e3HU nyteM cbopa coocTBeHHbIXx MHK v I'CK B cocTossHMM KOMIeHcAllUU U 3TUM
obecre4yuTb OUOCTPAxXOBKY OT BO3MOXKHOTO NpPOTrpPecCHMpPOBAaHUs HAC/EeCTBEHHOMN
60J/1€3HU NyTeM per Py3ur UX IPU BO3SHUKHOBEHUHU IeKOMIIeH calluu 6OJIe3HU.
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