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ANMUNENTUYECKUE CUHAPOMDbI
AETCKOIOo BO3PACTA

: poKauecTBeHHas anunencua 4eTcKoro Bospacra
LeHTpoBUcoUYHbIMU nukamm (BCECTS),
WIn ponaHanyecKan SNUNeNncus, U POACTBEHHbIE el CMHAPOMbI

IH «POJIAaH/IMYeCKas IU/IETICUA» TIPUHAT B CBA3U C TEM, YTO B SMM/IENTOTEHHbIA
 BOB/IeyeHa 06/1acThb, PacloNIOKeHHas BOKPYT PONAHA0BOI GOPO3/bI, OIMCaH-
poceccopom Typunckoro yuusepcurera Luigi Rolando.

2 1. H. Gastaut BriepBbie omucan y HeKOTOpbIX fieteit Ha 99T monmmdasubie criait-
CTPOTOJi TOKa/IU3aLuel B IepuponaHindecko obmactu [386].




110 Snunencus y 0e

B 1958 r. P. Nayrac u M. Beaussart ipecTaBUIM ONMUCAHNE K/IMHUYECKUX OCOOEH:
cTeit aHHOTO 3ab0neBanus [740].

AnupgeMnonorna

Ponanpuueckas snunencus (P9) — nanbonee pacnpoctpanennas dpokanbHasm i
JIETICUsA B IETCKOM BospacTe. Berpeuaercs y 11-25% 6GonbHBIX anuiencueii aereit B
pacre fio 15 net [57, 258]. '

Brionine B03MOXXHO, YTO MCTMHHAsA YacToTa PO Bbillle, TaK KaK Y MHOTUX eTell MMex
Csl He3aMeYeHHBIE POAUTENAMM EIMHUYHbBIE HOYHBIE TPUCTYIIBL.

Cpeny mauueHToB npeo6afaoT MabyuKu B COOTHOIIEeHMH 3:2 [643].

SrHonaroreHes

Tounbre npyumnbr PO mnoka He ycranosnenst. B 20-60% nmeeTcss HaciecTBeHE
XapakTep 3a6oneBaHusA, OJHAKO NPAMOE aAyTOCOMHO-PELECCHBHOE WM ayTOCOMI
JIOMMHAHTHOE HacTefoBanue He HabmonaeTcs. HacencTBeHHAs OTATOEHHOCTD BECh
Bapuabenbra (9-59%). Onaum 13 BepupMIMPOBAHHBIX IOKYCOB AB/sAeTCA 15ql4.

YcTaHOB/IEHHBIM T€HOM, TTATONIOTMA KOTOPOTO XapaKTepHa /I TUTIMYHON U aTUIIH
Hout PO, cunraerca GRIN2A [147].

VckmiounrenbHo renetunyeckas o6ycnoBreHHOCTh PO 6ba ocropeHa HeaBHUN
6MM3HEIIOBBIMU MCCIIEOBAHUAMM, BMECTE C TeM ObI/IO [IOKa3aHO, 4To ¢ P cBA3aHBI Mi
T¥e TeHBI ¥ JIOKYChI [1142].

PasymHO npennonoxenye o BO3MOXXHOM 3HaYeHUM PUOOPETEHHBIX (PaKTOPOB.
Ke TIPUCTYIIBI Pa3BUBAIOTCA MeHee 4eM Y 10% meTeit ¢ ponmaHguuecKuMM CriaifkaMiu.

Cynoporu BOSHMKAIOT B PONaHAMYECKOi 06/acTM MO3ra, pacroloXKeHHO BOKP!
LIeHTpa/IbHOI 60PO3bI MO3Ta, TAK)Ke HA3hIBAEMONI LIEHTPOTEMITOPa/IbHOM 06/1acTHIO, pa
TI0/IOXKEHHOI BOKPYT PO/TaHAMYECKO 1wemu [74].

Ponanpuyeckas snmnencus BOSHMKAET BC/IEACTBUE HAPYILIEHUs CO3PEBAHMUA KO|
FOJIOBHOTO MO3Ta B LIeHTPa/IbHO-BMCOYHOI 06macTu. Y fieTeit MMeeTcst MOBBIIIEHHAS
OyaumocTb Mosra, 06ycnoBnenHas QyHKIMOHATIBHBIMU U CTPYKTYPHBIMIU OCOGEHHOCT:
MM, MIpeBaNMpOBaHMEM BO3OYKJAIONIMX HEPOTPAHCMUTTEPOB, HUZKUM COMEPHKA
I'AMK, nespenocrbio TAMK-penenTopoB, yBeuYeHHBIM YMCIOM BO36YKAAIOLINX B
BpaTHBIX CUHATICOB. [I0 Mepe co3peBaHNA TOIOBHOTO MO3Ta MPOUCXOIUT CHIOKEHNE eF
BO36YIMMOCTH U IIOCTENIEHHOE MICYE3HOBEHE SIU/IENITOTEHHOCTI 0YaroB Tpu J10¢
HUY TAIIMEHTOM ITy6epTaTHOTO Mepuopa.

[Ipn atumranol PO mmeeTcs 04aroBbii rumepMeTabommsm KOPbI TOOBHOTO Mosra [248

[Ipn PO ectb pacnpocTpaHeHHble HAPYIIEHMsA B TIO3HAHWUM M TIOBEEHUM, YTO YK
3bIBAET Ha AHOMA/IUM B CETAX, KOTOPBIE BBIXONAT 3a MpPENIENbI LIEHTPOTEMIIOPA/IbHOIA O
/IaCTH, CNIEJOBATENbHO, C (PYHKUMOHATBHON TOUKM 3peHMs H06pOKavecTBeHHAs poiak
AudecKas SIMIENCHs HANIOMUHAET TeHepa/NM30BaHHOE, a He (OKa/lbHOE CYAOpO
paccrpoiicTo [399].

Knaccnduxanms

Mmerorca TunuyHas v atunmnynas P3.

IIpu atunmynoit PO Hapany ¢ «kmaccuyeckumm» MMEIOTCA APyIue IPUCTyIsl (Muo-
K/IOHUYECKIME, MMUOK/ITOHNYECKU-ACTATUYECKUE, ATOHMYECKUE, ATUIMYHbIE aGCAHCHL
a TaroKe 6oree paHHMIT BO3pacT aebioTa.

Kmuanyeckas kapruHa

3abonesanne HauMHaeTCA B Bo3pacte 2-14 siet, B 85% Manudectupyer B nepuoze 0"
4 o 10 ner ¢ nukom npumepHo B 8~9 neT u npexpaniaercs B 14-18 net. ITpucrymnsi s



enmuyeckue cCUHOPOMbI DemcKo2o 803pacma 111

-3 MuH, GBIBAIOT eMHUYHBIMU WM HAGMIONAIOTCA HECKONBKO pa3 B roay. Ilo mepe
BeienysA peGeHKa Hab/TofAeTCs MX YPexKeHue.

MIMYHBI 0co3HaBaeMble (okanbHble pucTynsl (OPDIT), xapakrepusyiommuecs aBu-
IbHBIMI TIPOABIEHMAMM, MHOT/IA C TTapecTe3naAMM ek u ry6. BoBnekaeTcs riaBHbIM
30M OpodapuHreanbHas MyCKy/IaTypa, YTO IPUBOJUT K CATIMBALAM U/ MU OCTAHOB-

ST
.

apTIHA IPUCTYIIA BBITAAUT CIEAYIOMMM 06pasom.

H ajie MOXKeT ObITh CEHCOPHAs aypa B BUJIE€ OfHOCTOPOHHEr0 YyBCTBA MOMIMIIbIBA-
anbIBaHWUA UM OHEMEHMA Ha JnIle, Ty6ax, lecHax, sA3bike, B IIOTKe. 3aTeM HacTy-
4OTOPHBI TTAPOKCU3M, IPOABIAIOUIMIACA KaK TOHUYECKMMM, TaK ¥ KIIOHUYECKIMU
SYHBIMM COKPAILIEHMAMMY, a TAK)Ke UX codeTaHueM. [Ipuctymns: MoryT 6b1Th remuda-
SHBIMM (CYOpPOTM B MBINIL[AX TTONIOBMHBI /MIIA) ¥ (papUHIOOpabHBIMU (OZHOCTO-
 CYIOpOTM B MBIIIIAX A3BIKA, TY6, IIOTKH 1 ropTann). VIMEIoTCA TuIepcanuBamis
yienua peun. IIpu cyoOpo>KHBIX COKPAILeHMAX MBI, TOPTAHY TOAB/IAIOTCS TOP-
: 3BYKM, HanlOMMHAOmuX GynbKaHbe, TIONI0OCKaHMe Top/ia Win Xpiokanbe. ITo Mepe
11 PO cynopoykHbIe IPUCTYIIbI MOTYT «IIOMEHATb» CTOPOHY.

1 60-80% mpuCTYNIOB BOSHUKAIOT B HOYHOE BpeMs. Peko HabmosaeTcs coueranme
¥X ¥ JIHEBHBIX MpUCTYNoB. POKa/IbHBII TIPUCTYIT C SBOMIOLMEN B GMIaTepabHblit
saerca y 20% manyeHToB, B OCHOBHOM CpeZi HOUM, TOIJja KaK JIBUraTe/IbHbIE TPy~
jalle CTy4aloTCA IPU 3aChITAHUMU WIM IPOOYKIEHUN.

20% cypopory uieBoit 06/1acTi pacpoOCTPaHAIOTCA HA TOMONIATEPANIBHYIO PYKY.
ab/miofiaeTcs BOB/IEUEHME TOMONIATEPAIBHOI HIDKHE KOHEYHOCTH. VIHOTa MOTryT
: bHbIE TIPUCTYIIBI C HapyleHueM cosHanus. [Ipumepno y 20% nanmeHToB Bo3-
T GunaTepanbHble TOHUKO-KIOHMYECKMe TIPUCTYTIB C (POKA/IbHBIM HAYa/IOM, C 110~
D3HAHNA, BO BpeMsA KOTOPBIX CYAOPOTY 3aXBaTHIBAIOT BCE MBIILIIBI TEa.

JKeT Hab/TI0aTbCA TIOCTUKTA/IBHBINA TPAaH3UTOPHBIN napes (mapanny Toapa). Ilpu-
¥ 3% 60/IbHBIX 1OC/IEe IPUCTYIIOB BO3HMKAET IPEXOAALINIA TeMUIIapes.

;THe HeBPO/IOTMYECcKIe HapyIeHs 0TCYTCTBYIOT. OHAKO Y HEKOTOPHIX MaljMeH-
MOYKHBI HAPYILIEHWsA peyun, po61eMbl BOCTIPUATUS TPOCTPAHCTBA.

IpoM fiepuuMTa BHUMAHWUA C TUNEPAKTUBHOCTDIO, TOBEieHYECKMe TpobieMpl
AI0TCA Yallle Ipy aTurmyHoit PO [262].

eTell C pONaHAMYEeCKOil dIuIencueil HabmoNaloTCA M3MEHEHUsI B apXUTEKType
[aTe/IbHbIX ITATTEPHAX CHA, HANIPUMEp NOBbILIEHBI MHIEKChI 0OCTPYKTUBHOTO arfl-
BCTPYKTUBHOTO alHO3-IUIONHOI. [109TOMY Iy JONTOCPOYHOM HAb/IONEHNM 32
ThMM HY>KHO YYUTBIBATh Ka4eCTBO cHa [426].

ghojtee TUIIMUHBIE KIMHUYeCcKue npospiaenus PO cnegytomue [659]:
ZOMaTOCEHCOpHAs aypa;

OAHOCTOPOHHME KJIOHNYECKIE, TOHUKO-KIIOHNYECKIE Cy0pOry;

3aTPyIHEHNA peyn;

HIlEpcanuBanms.

CTBEHHbIE CUHPOMBI

82 1. J. Aicatdi v ]. Chevrie BbIIenMIu, 10 MX MHEHUIO, HO30/IOTMYECKU CAMOCTO-
i CMHJIPOM C YETKO OUYepUYeHHbIMIU KIVMHMKOI, u3MeHeHuAMY Ha D3I u rporHo-
SHAUEHHDI KaK aTUIMYHbI BapuanT PO [49]. Y 6onmbHBIX HapAAY ¢ Oco3HaBae-
JKATBHBIMY TIpUCTYTIaMy (reMudananbHBIMU ¥ TEMUK/IOHUIECKUMM) UMETUCH
SHECKM-aCTaTUYeCKMe, aTOHNYeCKMe TIPUCTYIbI, Topoit ¢ abcancamu. Yacrora
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ero, cornacHo T. Deonna c coasr. (1986) [280], cocTaBnsier 5% cpeny Bcex 60/bHE
llpyrue aBTOpBI MpeANONaraloT Ha/InyKe AaTUIIMYHOTO BapuaHTa B pamkax P9 [279

Knunnyeckas cumnromaryka atunmyHoi PO HoCUT 4epThi 11e/10T0 pajia mm
CKMX CMH/IPOMOB: POJIAH/{MYECKas SIu/Iencus (HOYHble Oco3HaBaeMbie (OKa/lb

C Me/ITIEHHBIMU KOMII/IEKCAM IIUK-BO/IHA) ¥ STIM/IETICUM C MMOK/IOHMYECKM-aCTATHYE
My npucTynamu, onucanubimu H. Doose [303]. OcHoBHOe ot/mmyme aTunudHoit P

MM — OTCYTCTBHE Y MALMEHTOB HAPYUIEHWIT MHTE/IEKTA M XOPOIUMIL IIPOTHOS.

O. Dulac n coasr. (1989) [310] onmcanu ciydan HoKanbHOIN SMUIETICHA C
fe610TOM — MEXAY 8-M [jHeM M 3 rojaMy XKM3HU, OCO3HABAEMbBIMU (oxanbHBIMK
CTyIaMy, MHOTAA GuIaTepaNbHBIMM TOHUKO-KIOHUYECKMMM TIPUCTYTIaMy ¢ (oKals
Havasiom. [IporHos 6bi1 HE6/IArONPUATHBIM, IPUCTYIIBL He MOMABANUCH MeIMKAMER
HOM Tepanuu. [lo MHEHMIO aBTOPOB, OHM NPECTAB/IAIOTCA TIEPEXORHOI POPMOIL M
I06POKaveCTBEHHOI ANMIETICHEl HOBOPOXKIEHHBIX 1 PO,

Iunarnocruka

[Tpu puarnocTuke PO Heo6Xx0omMMO poBefieHNne HOYHOTO 93I-BUIEOMOHUTOPHI

Ha 93T onpepensiorcsa xapakreprble Goka/bHble SrunenTudopMHbIe paspss
KajIbHble IByX(pasHble MeJlIeHHbIe MK, BOTBTAXK OT CPEIHETO /IO BHICOKOTO, C I10
IOIMMY ME[VIEHHBIMM BO/THAMM, /IOKA/TU30BAHHBIMYU B LIEHTPOTEMIIOPA/IbHBIX 06
BO3MOXHO, ¢ iudysueit B cMexHbIe 06/1aCTH, IPOAB/SIONMECS Ha (OHE HOpPMAB
donoBoit akTMBHOCTH. Y G0TIee MOTOABIX ITAMEHTOB OTMEYAIOT CMelleHIte TOKA/IN3a
K3a/iu. DTU pa3pAJIbI MOTYT BCTPEUAThCA M30/MPOBAHHO MM KOPOTKMMY CepUAMM. U
HAO/TIONAETCA BPEMEHHOE UCUESHOBEHME M MUTPAIAsA TAPOKCH3MOB 13 OFHOTO IO
pus B apyroe. Pacripesienenne noisa — 1o TMITY TOPU3OHTAILHOTO AUTIONS (MO3NTHBHE
B 106HOI 30He, MAKCHMYM HETaTUBHOCTU B PONTAHNYECKON 06TacTH). N

®opma nuKos 6onee BaKHa /A AMATHOCTUKY, 9€M MX TOYHas Tonorpadus. Bo
CHA yBE/IMYMBAETCA YaCTOTA LEHTPOTEMIIOPATbHBIX MUKOB. Y OHOI TpeTu maij
OHJ BO3HMKAIOT TO/IBKO BO BpeMsi CHa. '

OCHOBHO#1 aKTUBHOCTU BBICOKOAMIITUTY/IHbIE OCTPbIe BOHBI (IIMKM), PACTIONOMKEH
B [[€HTPa/IbHO-BUCOYHBIX OTBECHMSIX. !
MexpyHaponHbIM TepMUHOM /1A 0603HAYEHUs «PONAHANYECKUX CITAITKOB» C/IY)
TepmuH benign epileptiform discharge of childhood (BEDC) [667]. BEDC npencra
10T co6oit MefIenHbie AudasHble BHICOKOAMIUIMTY/AHbIE IUKN WIN OCTPbIe BOTHSBI (1
300 MB), Hepenko ¢ TOCTEYIONMMIU MeJIEHHBIMI BOTHAMY, 0611l TIPONOTKITE
CThI0 0KO7I0 30 MC, KoTOpbie HanoMuHaloT 3y6ubr QRST KT (puc. 8).

99I-narrepusr PO usmenunssr ot ofHoii 3amvcu 33T K gpyroit.
Wuorpa pns yrounenus puarHosa nposopurcs MPT ronosHoro mMosra.
Kpurepun puarnosa:
«  BO3pacrt fiebioTa (B mepuop ot 4 1o 10 net);
» OcosHaBaemble (OKajIbHbIE TIPHUCTYIIbI, XAPAKTEPUIYIOUMECT COMATOCEHCOP
aypoii, OCTAaHOBKO# pe4y, TUIepcatmBaliueis;
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*  HOYHble OM/IaTepaibHbIe TOHNKO-KIOHUYECKIE IPUCTYTIBI C (POKATbHBIM HAYaioM;

HM3KasA YaCTOTA MaPKOCU3MOB;

. Hazmuye Ha O HOpMa/IbHOI OCHOBHOI aKTUBHOCTY ¥ 61(asHbIX CrIAiIKOB, /10~

. Ka/IM3YIOUUXCA B LEHTPa/IbHO-TEMIIOPaIbHOI 06/1acTH;

yBe/MyeHte YacToThl naTonornyeckux O3-narrepHoB B a3y MeIeHHOTO CHa,

~ 6e3 u3MeHeHus ux Mmopdonornu;

| HOpMaJIbHbI MUHTETI/IEKT;

*  HOpMaJIbHBIIl HEBPOIOTMYECKMIT CTATYC;

6/1aronpUATHBIA POTHO3.

ddepennmanbuan guarHocruka

pdepenumanbhas auarHocTMKa MPOBOAUTCA € APYTMMU (OpPMaMM SMUTETICHN.

P3O xapakTepeH HOPMa/IbHBI HEBPOIOTMYECKMIA CTATYC, HET PACCTPOMCTB TOBeJe-

OXPaHHbII MHTEJIEKT, HOpMa/IbHass OCHOBHAA aKTMBHOCTb Ha DIT.

I0I7la HapyIUEeHuA peun pu PO MoryT MHTEprnpeTMpoBaThCcA KaK HapyIIeHus Co-

Hauusie IO npu 106HOI U BUCOYHOI STIVJIETICUM IEMOHCTPUPYIOT (hOKa/IbHbIE

YA aKTYBHOCTY TOJIOBHOTO MO3T'a B COOTBETCTBYIONIMX OTBENEHMSAX.

ApoM 1ceBno-JleHHOKca MOXKeT HabmiofaThcst y 5% GONBHBIX C CUMIITOMaMuU

CoveTanne TUNMYHBIX PONAHAVYECKUX SIUIIPUCTYIIOB C aTUIIMYHBIMM abcaHCcaMM,

UIOHWYECKMMY Y aCTeHWYeCKMMM IIPUCTYIAMY, MHTE/IEKTYambHO-MHECTUYECKN-

IeHMAMM, a Takoke BbiABneHne Ha D3I auddysHoit MMKOBOI aKTUBHOCTY WK

BIX KOMIIZIEKCOB, TUIIMYHBIX /1A cuHZIpoMa JleHHOKca-TacTo, cBueTenbCcTByIOT
3y CMHZIpOMa TIceB/I0-JIeHHOKCa.

euenme

eHye ATIM MoxxeT OBITb ONpPaBIaHHO, €C/IM OHO YMEHbBIIAET CYOPOrH, IIPefoT-

11aeT 3BOJIIOIMIO B aTUIIMYHbIe (JOPMBI UMY yMEHbIIaeT HerarvMBHble KOTHUTVBHbIE
SACTBYSA, CBA3aHHbIE C 3a6oneBanueM [720].
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- MUOKJIOHUYECKUE
ANUNENCUN

_' e3Hb YHpeppuxrta-JlyHabopra
Jnverricht-Lundborg disease)

TOpMYECKas CIPaBKa
Ie3Hb Ha3BaHa B 4ecTb HeMelKoro uHTepHucra Heinrich Unverricht, xoTopbiit
sie ormcan ee B 1891 1. [1059, 1060], u mBeckoro Tepamnesra, ICUXUATPa, HEBPO-
renetuka Herman Bernhard Lundborg, xotopbiit 6onee mofpo6Ho uccnenosan ee
1 [669] 1 1903 rr. [670], mpeacTaBUBILIErO IeTaNbHOE OMMCAHME CUHIPOMA Y CEMBH,
Topus Obia OTC/IEKEeHa Ha IPOTAKEHUN BYXCOT /IET.

HAEMVOTIOT M

Do7IeBaHIe BCTPeYaeTCsi BO MHOTMX CTpaHax. EquncTBenHas crpana, rae 60mesHn Yu-
ira-/lynn6opra nMeeT 3aperncTpUpOBAHHYIO 3a60/I€BaEMOCTD, — 310 OUHAAHAMSA,
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rie oHa BcTpevaercs y 4 us 100 000 uenosex [561]. Bonesnp Yudeppuxra—Jlyss
B OUH/IAHAMN TPOTEKAET HECKOIBKO TsDKeNee, YeM B [PYTUX CTPAHAX, MHBATIHIM
HACTYIIaeT PaHo, a CMEPThb NpeX/eBpeMeHHO [963].

Jlpyrue cTpaHbl C U3BECTHBIMY CTy4asMU BKTIOYAKOT CTpaHbl CpeinseMHOM
peruona: Viranuio, @pannmio, Tynuc, Amxup u Mapokko, a raxxe Coefune
Amepuku. B mocnefume gecATUNIETUS B CBA3M C MOBBINIEHNEM JOCTYIHOCTH Te
CKOTO TeCTMpOBaHMsA HOBbIe (aKThl 3a60/1eBaHMA ONMUCHIBAIOTCA BO BCEe HOBBIX M
CTpaHax, B TOM uuce u B Poccun.

ITHoNaTOoreHes

[IpnumHoit 60nesHn CayXuT MyTauus rena cystatin B gene (CSTB), xopu
6enok cystatin B (muruburop mporeassi) [553]. bonesup Yudeppuxra-JI
ayTOCOMHO-peLecCUBHOe 3ab0/IeBaHue, TO eCTh Pa3BUBaeTca y pebeHka, 1o
OT KaXK/IOTO M3 KIMHUYECKM 3[J0POBBIX PORUTEIEl 110 PELleCCUBHOMY a/l/Iefio Tek:
[553]. Hepepko y manpenTa ¢ KIMHUKON 3a60/eBaHMA MMEIOTCA 3j0poBbie Gparh
CTPBI, KOTOpbIE MOTYT 6BITh HOCHTE/ISAMYU TOMHKO OfJHOTO PELieCCHBHOTO TeHa. ¥ §
MPOABAAIOTCS NPU3HAKM 3a607eBaHMA, XOTA MHOIZIA MOTYT MPUCYTCTBOBATH
CUMITTOMBI.

Heitponos. Hemocrarok cystatin B us-3a myrauuu resa CSTB npusogut x yMeHbS
YMC/Ia UHIUOUTOPHBIX HeifpoHOB. OTCYyTCTBME MHTMOMPOBAHUA J€N1aeT K/IETKH i
ocobenHo runmnokamma, 6onee Bo3OynumbiMu. BosHukaiommit neduumuT TOpM
U TIOBbILIIEHNE BO3OYMMOCTY BBI3BIBAIOT MUOKIOHMYECKME CYJOPOTY U TOHUKO-E
yeckue NMpUCTYymbl y naumentos [236]. Kpome toro, cystatin B cumTaercs «3au
MOJIEKY/IOiA, TIPENATCTBYIOweN r1beny HePOHOB IIPU KPUTUYECKOM AMcOanaHce &
TPAHCMUTTEPOB ¥ HACTYNMBIIETO TOKCHYECKOTO YPOBHA HelipoMeinaTopoB. Takus
30M, OTCYTCTBME HOPMA/IbHOTO Genka BefieT K rubeny HeifpoOHOB, YTO, OYEBUIHO, €
TIPUYMHON COMYTCTBYIOWIMX IIPUCTYTIAM HEBPOIOTMYECKX HapymeHnii [365].

IMony4aeTcs cnepyiomyii MaTONOTMIECKUIA KacKas. OrcytcrBue cystatin B
IUT K TM6EN MOpaXkeHHBIX HEPOHOB, YTO CIOCOOCTBYET MOBPEX/IEHMIO YaCTH
9T0 TMOBpEeX/eHNEe B COYETAHUN C MOBBILIEHHON BO36YIMMOCTBIO KIETOK 3aTeM M
auT K eue GonblueMy MOBpeXeHNI0, YTo u Aenaer GonesHp Yudeppuxra-Jlys
IIPOIpeCCUpYIOLEN,

Cystatin B MoxeT GbITh He eIMHCTBEHHBIM (PaKTOPOM, BOB/IEYEHHBIM B 60/1es
beppuxra-Jlynn6opra. [TauueHTsl ¢ JAHHON MaToNOrMel uMeoT Gonbie Kodam
PELIeNTOPOB B CTPUATyMe 1 TalaMyce, 4eM 31opoBsie oy [608].

Knunnyeckue nposBaeHns ‘

IIpu nanHOM 3a60/MeBaHUM UMEETCA CeyIoas OCHOBHAsA TpUaja IPUSHAKOS
MY/I-CEHCUTUBHBINA MUOKJIOHYC, SIM/IENCHUS, MPOrPeCCUPYIOINIA HEBPOIOTUYECK
¢bunurt. 3a6onesanue fedoTUpyeT Mexay 6 u 18 rogamu ¢ nukom B 11 et u xa
pusyercst KOMOMHALVET MUOKIOHUYECKIX U TeHEePaNTM30BaHHBIX TOHUKO-K/IOHMS
IPYUCTYIIOB.

JlaHHbIe MPOsAB/IEHNSA MOTYT BCTPEYAThCA U TIPY APYTUX 3a60/IeBaHMAX, HO OOR
Yudeppuxra-Jlynp6opra npucyuym nporpeccupyioniee Tedenue 60me3HM, PEIKUE |
GaHMsA MHTEHCUMBHOCTHM TMIIEPKMHE30B B OTHEeNbHbIE JHM. MMOK/IOHUYECKUE CYA
IPOUCXOAAT B MPOKCUMATIbHBIX MbIIIIAX KOHEYHOCTEN U MOTYT NMPOBOLMPOBATHES
TOM, (pM3MIECKOI HATPY3KOIA, CTPECCOM.
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TMaumenTsl ncuxmyecky 3nOPOBbI, HO MPOABIAIOT AIMOLMOHATIBHYIO Ta6M/IBHOCTD, fie-
ECCUMI0 M YMEPEHHOE CHIDKEHME MHTENIEKTYaIbHOM paboTOCIOCOOHOCTH C TeYeHeM
enu [561]. ITo Mepe nporpeccupoBarus 601€3HM IPOUCXOAT UBMEHEHUA TUIHOCTH
BuTHe cnaboymus. 3abonesanne mporpeccupyeT MeieHHO. B HayanbHbUi nepuoz
IO[IAI0TCsT SMOUMOHATbHAA TAGMIBHOCTD U fenpeccus. [TanueHTbl CTaHOBATCA YIPIO-
M, KalPU3HBIMU, T/IAKCUBBIMY, 37T0OHBIMY, HA30/TMBBIMY, TIOPOI ypaliIMBLIMK,
TOpbIe YCU/IUBAIOTCA TIOC/IE STU/IENTUYECKMX IIPUCTYIIOB. B ma/bHeifieM HapyuaoTcsa
b, BHMMaHMe, CY)KUBAETCA KPYT MHTEPECOB, HACTymaeT rmybokoe craboymue. Yepes
O/IbKO JIET TIOCTIE Hayasia 3a60/1eBaHMA Pa3BUBAIOTCA aTAKCHsA, HAPYIIEHE KOOPANHA-
TPEMOp U [U3apTPUSL.

JINYNE OT 0BEHUIbHOM MUOKIOHMYecKoi smmnencuy (FOM3) — orcyrcTBme cBA-
OK/IOHMIA C HEeJJOChITTAHMEM, TIOCTENEHHO ITPOTPeCCUPYIONTasg MO3XKEUKOBAS ATAKCHSA,
PEHHOE KOTHUTUBHOE CHIDKEHME M PE3UCTEHTHOCTh MUOK/IOHYCA K Tepamnuu. C yde-
4 BhIIIETIEPeYNC/IEHHBIX (PaKTOPOB Yepe3 HECKONBKO /IET mocre gebrora 3abonesanns
a9aM, KaK IPaBU/IO, CTAHOBUTCA OYEBMIHBIM, YTO peyb uzeT He o FOMD3, a o 6onee

CranpapThsie MeTonbl AuarHoCTuKy snmnencuu — O3 u MPT — npu 6one3nn Yu-
puxTa-Jlynn6opra He MMeIOT MATOTHOMOHUYHBIX M3MeHeHuit. Hanpumep, na 33T
2610Te 326071€BaHNMA HEPENKO BHIABNIAIOTCS TUdysHBIE CIIAK- WM TIOMUCTIANK-BOT-
blE Pa3psfibl, BOSMOXKHA TTPOBOKALVA Pa3pANoB POTOCTUMYNALMENA. AHANOTMYHbIE
TUITMYHBI [ TIOAPOCTKOB C TeHETUYECKMMM IT'eHepanM30BaHHBIMY STIU/IETICH-
. [To Mepe nporpeccupopanya 60/esHy YacTOTa SMUAENTUPOPMHBIX Pa3psALOB CHU-
A, YTO TAKXKE XapaKTePHO /1A TeHeTUYeCKUX IeHepanu30BaHHbIX snurencuit. MPT
oTe 3a607eBaHNA 0OBIYHO He BHIAB/AET IATONOTUM, IO MEPE €ro MPOrpecCUpoBa-
40Ty T BBIAB/IATHCA HeCMeNUPUIHBIE TPU3HAKY IIOPAXKEHNUA MO3T4A. «30/I0THIM CTaH-
TOM» CTy)KMT F€HETUYECKOe UCCIeoBaHue, KoTopoe B Poccun focrymnHo. JJuarnos
T ObITh YCTAHOB/IEH ITyTeM BbIAB/IEHUS IIATO/IOTMYECKMX My Taluii B reHe cystatin B

puc. 29 npencrapnena 9L maLMeHTKM C reHeTNYecKy BepubuLupoBaHHOI 6071e3-
adeppuxta-Jlynabopra, cHaTas B Bodpacte 14 et (depes 3 roga nocre ee gebiora).
/Y [AaHHO} TNalMEHTKM OTMEYaeTCA CTaHJApPTHOe TedeHue OoOne3HM — [ebioT

€T ¢ MUOK/IOHUYECKMX B3IParMBAHMIl B PyKaX, 3aTeM IMPUCOEMHUINCH IATKOCTh
KM, pefiK1e CynopoXKHble TpUcTymsl. B mepuop ¢ 18 o 23 ner reHepanusoBaHHbie
TYIbl OTMEYANUCh BCero 2 pasa. B Bospacre 24 rofja y Hee HaM4eCTBYIOT MO3XKeY-
€ HapyIeHNs B BU/le yMEPEHHDBIX KOOPAMHATOPHBIX PACCTPOICTB, KOTOPBIE Mac-

eHue peun. [TanmenTka crabunbHa Ha 1,5 r Bajbnpoara 1 5 T mupaieraMa B CYTKH.
pebenxka.

leuenue

leyenye nanyeHToB ¢ 6oesnbio YHpeppuxra-JlyHa6opra sBIseTCsA CUMITOMATHYE-
A CYlOPOT ¥ MUOK/IOHYCA HapAAY C Ma//IMATUBHBIMMU, TIOAEPKUBAIOLIUMY U Pe-
TalMOHHbIMM MepaMyu. OTBET Ha Tepamuio BHaYazle MOXeT ObITb OTHOCUTENBHO
MPUATHBIM, OJTHAKO BITOCTIENCTBUM MPUCTYIBI MOTYT CTaTh 60/Iee YacThiMu U TIpo-
Iporpeccupyiollee HeBpOIOTMIecKoe CHIvKeHue [783].
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Puc. 29. 33T naumneHTKn C reHeTUYeckn BepudrumpoBaHHon 6onesHbio
Yrudeppuxra-JlyHabopra, cHatana B Bo3pacte 14 ner.
Ha ¢poHe 3amedneHus hoHo80U AKMUBHOCMU — 2eHEPanu308aHHbIl pa3pAod
HepezynapHbix cnatik- U NOUCNAatlik-oH

Banbrnpoesas Kucnorta, Gyfy4u rnpemnaparom mepBoro Bbi6Opa, yMeHbIIaeT
HYC M YACTOTY reHepPaIM30BaHHBIX TPUCTYIIOB, IIPU Ha3HAYEeHUM BCKOPE MOC/e K
CKOro 71e610Ta MOXXeT OTCPOYUTD M/IM OTPAHUYUTH IIPOTPEeCCUpOBaHme 6ONesHM.

Kronasenam u BbICOKME O3B MMpaljeTaMa, Kak JOMNOTHUTETbHbIE MpernapaThl
panmu BajbIIpOEBOil KMCTOTOM, UCTIONb3YIOTCA /1A Ie4eHUA MUOK/IOHYCA, TOIfA
BeTUpALeTaM, [O-BUAMMOMY, 3 deKTUBeH Kak Py MUOK/IOHYCe, TaK U IIPU reHepam
BAaHHBIX TIPUCTYTIAX, :

[lepammaHen MOXeT NPOABNATH 3aMeTHYI 3(PEKTUBHOCTD MPOTUB MMOK/IOH
u cypopor. Ero npuMeHenue orpaHnYeHoO 13-3a IMCUXOOTNYECKUX M TTOBEIeHYeCKHX
60unbIx 9 dexToB npu gosax 6onee 6 mr/cyT [238].

CyliecTByeT psji areHTOB, KOTOPbIE YTAKENAIOT KIMHUIECKOe TedeHie 60rest
HUTOMH YCUIMBAET HEBPONIOTMYECKME CHMIITOMbI M YCKOPSAET [ereHeparnio MO3KE
Briokatopbl HaTpueBbIX KaHaoB (kapb6amasenuH, okckap6asemn) u TAMKepr
npernaparsl (TuarabuH, BurabaTpun), a TakKe rabareHTHH U nperabaauH MOTyT YCi
JIATh MUOKIIOHYC M MMOKTIOHMYeCKue cyfoporu [561]. k.

Muok/ioHyc MOXKeT ObITh PE3UCTEHTEH K MEVKAMEHTO3HON Tepamnuu, TeHepas
BaHHbIE IPUCTYIIbI YAETCA KOHTPOIMPOBATh AHTUIIPUCTYITHBIMU MeIMKaMeHTaMM.

ITanMeHTH HY>KAAIOTCA B TIOXKU3HEHHOM K/IMHNYECKOM Hab/MIOfleHNH, BK/TIOYast O
Ky MeIMKaMEHTO3HOTO JIeYeHNA ¥ KOMIUIEKCHYIO peabuanTanmio. ;

ITporuos

Bonesus Yudeppuxra-Jlyngbopra — camaa fobpokauyecTBeHHas (€C/mu TaK Me
BBIPasuThbCs) popMa cpeayt BCexX NMpOrpeccupyromux MUOKTOHMYECKIX STM/IeTICHIA.



