MPPUT ATUBHBLIE
HEMPOOEMEHEPALIMM

NMoprotoBunu
CTYOEHTKA 4 KYPCA NMEOUATPUYECKOTO ®AKYI
MAkAPbSAH ANUHA
CTYOEHT 4 KYPCA NEYEGEHOIO ®AKYN |
- Conoswit D,MMTPMM Y b f"




=" TEPMMHONOrMS

bonbluasa rpynna 3aboneBaHUn, Ans KOTOPbIX
XapaKkTepHa MeaneHHo nporpeccupytoLlas
rmbenb onpeaeneHHbIX rpynn HEPBHbIX KNETOK U
OJHOBPEMEHHO, MOCTENEHHO HapacTatoLlas
aTpoduns COOTBETCTBYIOLLINX OTAENOB
rOfIOBHOrO U/ CMMHHOIO MO3ra.

nonnmopdHag rpynna 6ore3Hen,

MOP(ONOrMyecKkyo OCHOBY Pa3BUTUA KOTOPLIX

npeacTaBnseT gereHepaumst HEUPOHOB
npeumyLLecTBeHHO ba3arbHbIX raHrnMes




% Xopesi [eHTUHrToHa

+ bones3Hb BunbcoHa-KoHoBanosa
+» bonesHb ['anneBopaeHa-LLUnaTua
% bonesHb Papa

% HenpoakaHTOLUNTO3



HacneacTBeHHoe
HeUpoaereHepaTnuBHOE

3aboneBaHne LIHC, koTtopoe
NPOSIBIIAETCA HEMPON3BOSbHbLIMMU
XOPENYECKNMUN OBUKEHUAMM,
NnoBeaEeHYECKNMU, NCUXNYECKNMMU
HapyLeHUaMn N AeMeHLnen




Knaccugpukauma

3 KNnnHmn4yeckmne oopmbl:
1. Knaccuyeckas unm runepknHeTnyeckas
2. AKNHETUKOo-purngHaga .

a)loBEHUNbHagaA pmrm,u,Haﬂ(BapmaHT
BecTtgans)

b)no3gHA4a purnaHas
. [lcnxunyeckas




MoneprugatoLune ABHKEHUA ronoBoM

[ pUMacHUYatoLLe ABUKEHHS NMLOM,
rybami 1 A3bikoM

KecTUKYNAUNA BePXHUMH

KOHEYHOCTAMM

MoaeprusatolLee ABIKEHHE
HIKHHUX KOHEWHOCTEH




Huntington’s disease normal

N, lateral / “X Ty
ventricle "8

\'.

-
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TeTpabeHasnH —
eOVWHCTBEHHbIN Npenapart, pa3paboTaHHbIN
cneunanbHO ans HUBENMUPOBaHUA
XOpenyeckux rmnepknHesos npu bl

dMaHTaguH U peMaueMn HaxogAdaTcAd B
cTagunm nccrieaoBaHm4d, HO NOKa3alin
NOJTIOXKUTESIbHbIE Pe3yJibTaThbl



U3 UHTEPECHOIO...

Hoeb1i noaxoa k nedyeHuro 6onesHu N'eHTUHITOHa co3aanu
amMepuKaHcKkue uccneposatenu. OHU HayYUNUCb UCMPABAATD
KOFHUTUBHbIE AeeKTbI, XapaKTepHbIe ANg 3TOoro 3aboneeaHus, ¢
MOMOLLbHO UCKYCCTBEHHO 3aCIGHHLIX B HEPBHYHO CUCTEMY
KYUCTUNBLUUKOB», KOTOpbIE He NO3BONSSIU MYTAHTHOMY FeHy, 13-3a
KOTOpPOro NMOSBMNETCS Heayr, NPOU3BOAUTL CBOW «HeMNpaBUSIbHBIN»
6enok, ybuearowmii HepeHble knetku. TToapobHocTU
ONyHONIMKOBAHBI B XypHane Science Translational Medicine.
Wccneposatenu He Tak AaBHO co3aany Tak Hasbieaembie PHK-
KWNUNbKU» — HebonblMe NocneaoBaTeNbHOCTU HYKNeoTUAOB
npotus MPHK HyxHOro reHa, coctas KOTOpbIX MOXHO NOAO6pPaTh,
NCXOAS U3 COCTABA 3TOFO reHa Mo NPUHLUMNY KOMMIIUMEHTApHOCTU
(aAeHUH-TUMUH, YPALMI-TYGHUH). DTU HYKNeOoTUAHbIE LienoYKm
npuKkpennaroTca k matpuuHou PHK v paspywarot ee, He aasas
cobpatb «nnoxon» 6enok. TToaobHLIN MeToA NeYeHUs yxe aaxe
oaobpeH B CLLUA ansa Tepanuu cnUHANbLHOW MbILWEYHOW aTpodum, a
Ha mopensax mbllwet ¢ 60ne3Hbro MeHTUHrToHa PHK-«wnunbku»
MOKA3anu XOpOoLWUA 3pPeKT OTHOCUTENbHO ABUXeHUM (UX BBOAUIU
B CMMUHHOMO3rOBOW KAHAs, U Takum o6pasom OHW NOMNAAAnU B MO3r)



TTIPOAONTKEHME ...

% Wccneposarenu us HayyHoro LieHTpa HeBponoruu u
NHcTUTYTA MonexkynapHou reHetuku PAH usyunnu,
HACKOJbKO 3(PekTUBHOM OKa3anach rnepecagka
UHAY LIMPOBAHHLIX MSIFOPUMOTEHTHBIX CTBOSIOBBIX
knetok (iPSC) npu HempopereHepaTUBHBIX
3a60nesaHuax. Co3aaB XUBOTHbIe moaenu bonesHeu
TTapkuHCcOHa u MeHTUHITOHa, a Takxe paspaboTas
MeTOAUKY, KOTOpas NO3BONgeT NepernporpammMmpoBaThb
pubpobacTLI B CTBOMOBLIE KMETKU, U U3 HUX - B
HeMpOHbI, yUYEHbIE NPOBeSIU TPAHCNNAHTAUMUIO
onpepenieHHbIX TUMNOB KMeTOK B paspylueHHbIe
obnactu mosra u npocneaunu 3a TeHaeHuUneu K
BOCCTAHOBJIEHUHO NAMATU U ABUMATESNbHOM
QKTUBHOCTU



bonesHb BunbcoHa-KoHosanosa =
= renatoneHTUKynapHas AereHepauusa =
= renarouepebpanbHaa AucTpopus

% CuctemHoe 3abonesaHue, cBA3aHHOE C
HacnencTBeHHbIM U3ObITOYHBIM
HaKkonsieHMem meau BCreacTeue 3aAepPXKKU
ee BbIBeeHUsa U3 OpraHMU3mMa U OTSI0XKEeHUEM
yauie B FM(npeumyllecTseHHO B
YeYeBUAHBLIX 94pax) U nedeHU(renaTur,

LMppo3).
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doopm:
bproluHas

PurngHo-
apUTMOrnMNepKUHETNYECKAA, UNmn

PaAHHASA
[1poxxaTtenbHasd
[1poxaTenbHo-purngHag
JKCTpanmpamMmmaHoO-KoOpKoBas



(‘ Tlpvl BCEX (POPMAX TUMUYUHBIM
cumnTomom 6onesHu sensercall

*Konbuo Kansepa-&neunwepa-
OTNOXeHue 3eneHoBaTo-6yporo

NMUrMeHTa, coaepxallero meab, no

nepugepum poroBUYHOM
060104YKM.




YacTbie remopparmuveckme asneHus(
KPOBOTOUUBOCTb AecCeH, HOCOBbIe
KPOBTOYEHUS, NONOXUTesbHaa npoba
XryTa), MPAMOPHOCTb KOXU,aKpOLIMAHO3

OTmeuarotca cycTasHbIe 60nU, Npogy3HbIe
NOTbI, OCTEONOpPO3, NOMKOCTb KOCTEU

O6bIYHLI flenkoneHus u TpomboumToneHus,
FMNOXPOMHAa aHeMUs, aBrieHune
remopparu4eckoro auaresa, Kynpypus

B kpoBu CHWXeH ypoBeHb
LieppyOnNs1a3mmUHa



Co ctopoHbr LIHC otmeuaeTca:

BTopuyHas mukpouedanus

IamMeHeHne MblLLeYHOro TOHyca no
TMNOTOHNYECKOMY UMK
rTMNEePTOHNYECKOMY TUMY

[ Mneppedrekcusd, KNoHYC CTOM
[ nepKnHes:bl

B pasBepHyTON cTaaumn 3aboneBaHus
XapakTepeH cBoeobpasHbIn 3aTXIbIN,
«MbILLUMHBLIA» 3anax, CBA3aHHbIU C
NPUCYTCTBUEM B MOYE
doeHUNyKCyCHOU KUCNOThI



OcHoBHbIEe meToabl AUNGrHOCTUKU

MPT(ruapouempanusa, atpogpuyeckme nsmeHeHus)
Konbuo Kansepa-&neuwepa

LlepynonnasmuH cbIBOPOTKU KpOBU

Mepab cbIBOPOTKU KpOBU

JKCKpeumus meam ¢ Mo4vou

LLEJTECOOBPA3HO TIPOBOONTbL 3TU
NCCINEOOBAHNSA N BITNAKANLLAM
POOCTBEHHWUKAM BOJIbHOT O A4
BbISIBIIEHWNS FETEPO3UT O THBIX HOCUTENEN
TTATOJIOTHNYECKOT O TEHA C
BECCUMTTTOMHBIM TEHYEHWMEM BOJIE3HU
0149 CBOEBPEMEHHOTO HASHAYEHNS
S®PEKTUBHOW TEPATINM.

o O O o 0
%P 00 00 00 o0






OcHosbr Tepanuu

HanpaeneHo Ha NPOPUNAKTUKY OTSIOKEHUS
Meau, AaHHOe mepornpuaTue aBngeTcs
NOXU3HEHHBIM

O-neHnumnnamuH-obpasyet ¢ meabto NpoYHOE
coefiuHeHue, KOTOpoe 3KCKpeTUupyeTcs
MNOYKaMU

ALeTaT UMHKa-YMeHblUaeT BCACbIBAHUE Xeresa
B KKT

NcknroyeHue u3 paumoHa 6oraton meabio
NULU-LIOKONAA, FpubbI,opexu ,Kakao

Yepes 12-24 mec oT Hayana nevyeHus
YMeHbLIArOTCA HeBpOormyeckme CUMNTOMBIL

Yepes 6-8 mec ncuesaet konbuo Kausepa-
®neuwepa

TTporHo3 B oTHOLWeHUS BbI3A0pPABIIEHUS
OCTAeTCsa TAXKEeNbIM



bonesHb "annepeopaeHa-Lnarua

< HacnepncrBeHHOe (AyTOCOMHO —
peLecCcUuBHOe) AereHepaTuBHOE
3aboneBaHne HepPBHOU CUCTEMBbI,
CBAA3aHHOE C HaKomMfieHnem
Xere3a B 0a3aribHbIX raHrnAMax



Pantothenate Kinase-Associated Neurodegeneration
Defective gene: PANK?

Mitochondria
Mitochondria

Pantothenate
kinase-2

Mutation of PANK? either prevents
formation of the pantothenate kinase-2 or
VR —— produces an altered protein, In either
Coenzyme A is produced from the instance insufficient CoA leads to impaired
vitamin pantothenic acid and is essential energy production, which in the eye i

incells for production of energy associated with retinal degeneration and
primarily from carbohydrates and fats, potentially optic atrophy.

PA = pantothenic acid
CoA = coenzyme A
Normal Cells

Marc E. Tischler, PhD

Deptof Chenisty & Mutated Cells
Biochemistry
Univ of Arizona




KnuHuyeckue ¢popmer bl LU

1) PaHHAA geTcKas(knaccunyeckas)
c Ae6roToM B 4-10 nerT;

2) HOBeHunbHasa ¢ Ha4yanom B 10-18
NneT;

3) B3pocnag (atunn4Has),
pa3BuBaloLwasacd nocrne 18 ner.



XapaktepHbin cumntTomokomnnekc bl Bkniovaer

. Hepepko moryT HaGnogaTbCca Takxke

. Mpwn paHHen bopme
bonesHu NannepeopaeHa—LLUnarya saboneesaHne o6bIYHO
Ha4yMHaeTcA C U3AMEHEeHUN NOXOAKW, NOBbLIWEHNUSA TOHyca B
Horax, c nocneAyrownumMm pa3BUTUEM reHepanmM3oBaHHOro
NapKMHCOHOMNOAOOHOro CUMHAPOMA U (MNUN) TAXKENbIX
OUCTOHUYECKUX rMNepKnuHe30B. XapaKTepHbl AU3apTpus U
ancdoHus, obycroBneHHble NnopaXeHneM CTBONMOBbIX
CTPYKTYp. MoryT HabnogaTbCcA TakXke MUOKINOHUS,
xopendopMHbIN rMnepknuHes, Tpemop. Ncnxmnyeckume
paccTponcTBa, OTMEeYaeMble yXXe Ha paHHeu cTagum 6onesHwy,
NPOSABNAIOTCA CHUXKEHNEM yCreBaeMOCTU AiIeTEeN B LUKONe,
arpeccuMBHOCTbLIO, acouManbHbIM NoBeAeHUeM, HapyLleHUuemM
namMmsaTU, CHMXKeHUeM Kpyra uHtepecoB. UMeHHO AnA eTCKOU
cboprl br'll Hanbonee TUNU4YHbI YyKa3aHHbIe Bbllle
< paccTpoucTBa 3peHUs, ANUnenTuYecKne Nnpunagkn, nopaxeHus
YyepenHbIX HepBoB. CoBepLUEeHHO NO-APYroMy MOXeT NpoTeKaTb
no3aHas coopma 6onesHn NannepsopaeHa—Llnarua, ocobeHHO
npv maHudectaumm CAMNTOMOB B KOHLIe BTOPOro AeCATUNeTUusA
XXU3HU unu nocne 20 net. B 3TUX cny4yasax B KNMHNYECKOWU
KapTUHe npeobnagaeTt CUMHAPOM MapKUHCOHU3MA,
XapaKTepusyrLMNCcAa rMnoKMHe3nen, purmgHoCTbo, TPEMOpPOM
NOKOSA, NOCTYpanibHON HEYCTOMYNBOCTLI. OTNNYNTENBLHOMU
0COOGEHHOCTbIO NAPKMHCOHU3Ma Npu no3aHem BapuaHTte BI'LU
ABMSIETCA cOYeTaHMne C ANCTOHUEU, NPpaMUAHbIMU
cUMnToMamu, nporpeccupyrowien gemeHumen. B 1o xxe Bpems
paccTponcTBa 3peHUs, anunenTu4Yeckue npmnaakm,
amMunoTpocum y aTuX 605ibHbIX BCTPE4YarTCs pexe, YeM npu
paHHen hopme 3aboneBaHus.




HeobxoaMmMo DUoOXMMUYEecKoe
ncknoyeHmne bonesdmn BunbcoHa-KoHoBano
= pakynsTaTMBHO — UCKMKOYEHne
| HempoakaHToLUMTO3a, Npexae BCEero ¢
nomowibio MPT. B MPT B T2- B3BELLUEHHbIX
n3obpaxeHuax aBnsTcs TUMUYHBIMUA —

O6yCJ'IOBJ'IeHHbIe OTINOXEeHneM xeresa —
TMMMNONHTEHCUBHbLIE O4aln B 6J'IGQ,HOM Lape, (

' LeHTpanbHbIM 04aromMm rmnepUHTEHCUBHOCTH
Tak Ha3blBaeMble «rnasa Turpa». OToT '
CUMNTOM ODHapYyXNBaeTCH Yy BCEX OOMbHbIX

- PANK2-myTaunamu. B reHeTndeckom '

| obcnegoBaHMM MOryT obHapyXuBaTbCc

¥ wmyTtauum B PANK2-reHe. Tem He MeHee,
YBEPEHHO MOXXHO rOBOPUTbL O ANArHo3e TC
nocrie natorioroaHaToOMMU4YeCKOro '
nccrniegoBaHus.




JleyeHue

AddekTnBHoro nevyennsa brill He cywecTByeT
(cnmMnTOMaTM4YeCKUU XapaKTep)

CUHAPOM NapKMHCOHN3MA - afTOHUCTbI A0 aMUHOBbLIX
peLieTopoB(MUpaneKkc, NPoHopaH) MM aMaHTaAUHbI

'MnepKknHe3bl — aTUNU4YHbIe OeH304Ma3ennHbI,
BaNbnpoarbil

CnacTU4YHOCTDb — MUNoperiakCaHThbI

KoppeKkuunsi KOrHUTUBHbIX HapyLWeHUN(HENPOMUAMH,
rMuaTusninH)

lNepcneKkTMBHbLIN MeTOA- UCNONb30BaHNe
NaHTOTEHOBOW KUCJIOTbI U MeToA rMy60KOM MarHUTHOM
CTUMYNALUMU

lNMporHo3 y bonbwUHCTBA NaLMEHTOB CO B3POCIION
dopmon BI'LL oTHOCUTENBLHO DNAaronpUATHOM, TaK Kak
OoTMe4yaeTcsl MeaANneHHoe TeyeHune 6one3Hun c
coxpaHeHnem pyHKLUMOHaNIbHON aKTUBHOCTU B
TeyeHue 15-40 net



bone3Hb Papa

< [ereHepaTuBHOEe 3aborneBaHue
(ayTOCOMHO AOMUHAHTHbLIN TUN
HacneaooBaHUs), cBA3aHHOe C
MaCCUBHbLIM OTNOXEHUeM
KanbLuus B rofIOBHOM MO3re,
KOTOopoe npeobriagaeT B cepom
BellecTBe 0a3anbHbIX FAHITIVEB,
a TaKXXe B CTeHKe MeJIKuX
apTepun n apTepuon



1)

2)

3)

My>X4uHbI OoneroT Yalle

ITropun noboro Bo3pacTta

STUOSIOrNA He yCTaHOBIIEeHa
PacnpoctpaHeHHOCTb MeHee 1/1000000

[laToreHes — HapyLweHue Kanbuumn — poccpopHOro
MeTabonnama

NMepBUYHLIN(AYTOMMMYHbLIU) UNKU
nocrneonepaumoHHbIN SHOOKPUHHbLIN aleHOMaTOo3
LWMTOBUOHOUN NUOO NapawmMToBUAHOM Xenes3

XpoHU4YeCKUn pecnmpatTopHbIU ankanos,
NPUBOAALLUNMN K NTeKTPONIUTHLIM HapPpVLIEeHUAM:
rmnepkKkanbumMemMus, rmnoHarpueMums > rMnoKkcus
Mo3ra

[eHeTnYeCcKMe MexaHM3Mbl HapyLUeHUs ooOMeHa
Kanbuus




["pynnbl 60nbHLIX

1)

2)
3)

Monoablie nuua c npu3Hakamu
MaCCUBHOrO LiepedpanbHOro
KanbLUWHO3a

[TlaumeHTbI C rMnonapaTupeo3om

[Moxxunble nauueHTbI C
OTHOCUTENMbHO HEeOOoNbLUOU
Kanbundunkaumen B rorioBHOM
MO3re






OCHOBHbIM ANarHOCTUYECKUM MEeTOA0M,
MO3BOSIAIOLMM HEBPOMOrY JOCTOBEPHO  YCTAHOBUTH  HanmuMyMe  O4varoBs
KanbuMHO3a B MO3roBblX TKaHaXx, aBnaetrca KT ronoBHOro moara.
MHTEHCMBHOCTL 04aroB Ha TOMOrpamMmMax OTpa)aeT YpOBeHb KOHLUEeHTpauuu
kanbumsa. MPT _ ronioBHOro  mosra 3HauMTenbHO  XyXXe  Budyanusupyert
Kanbundwukatbl, HO NO3BOMSAET OLUEHUTb COMYTCTBYKOLUME AereHepaTuBHbIe
npoueccbl. C uenbio NOATBEPXKOEHUS WOMOMATUYECKOro XapakTtepa
\ naTonornm NpoBOAMTCSA Lenbl psa AONONHUTENbHbIX 06crneaoBaHuU:

Bnoxumuuyeckun  aHanu3s  KpoBu. [lpousBoauTcs  onpeaerneHue
SMNeKTPONUTOB KPOBW: Kanbuus, docdopa, xenesa, Hatpus. OTcyTcTBUE
CYLLECTBEHHbIX OTKIMOHEHUA MO3BONSAEeT WCKMYUTL O0OLne OOMEHHbIe
| HapyLleHns B opraHuamMe, NpuBOASLLNE K OTIIOXEHUIO KanbLms.

OnpepeneHne YypoOBHA MapaTtropmMoHa . HopmanbHble nokasaTenu
KOHLEHTpaUuUM roOpMOHa B KPOBW WCKIIOYAKOT Hanuyue runonaparvpeosa,
ncesgormnonapaTnpeosa, Kak Haubonee pacnpoCTPaHEHHbIX MNPUYMH
Kanbumdurkaumu.

Y3U wmnMTOoBMAOHOU U NapawmMTOBUAOHBIX Xenées3. Y nauMeHToB ¢ 00nesHbo
dapa oaxockonuyeckass KapTMHa OCTaeTcs B npedenax HOpPMbl, YTO
NCKOYAET CBA3AHHbIE C MOPaXEHMEM 3TUX XKENE3 ropMoHarIbHO-0OMEHHbIE
HapyLLEHWs.

TKOI uepebpanbHbIX cocyaoB. Heobxoouma Ans OLEHKA MO3roBOW
reMoanMHaMUKK, BbISABIEHUSA XPOHUYECKOMN  LlepedbpanbHON  ULLIEMUN KaK
NEepPBOMNPUYNHBI AereHepaTuBHbIX N3MEHEHUN, COMNPOBOXAAIOLLMXCS
Kanbundunkaumen.

MUP-nccnepoBaHusa. HanpaeneHbl Ha  BbIIBNEHWE  TOKCOMSasmbl,
LUuTOMEranoBmpyca u Apyrmx MHOEKLUMOHHbIX areHTOB, CMOCOOHLIX Bbi3biBaTb
BOCManuTenbHble  WU3MEHEeHUsI MO3roBblIX TKaHem C obpasoBaHUEM
KanbumunkaTos.




JleyeHue

e AddhekTnBHOro neyeHns bdP He cyuwectyeTr
(cuMnTOMaTUYeCKNN XapakTep)

e CuMHOpPOM NapKUHCOHM3MA — npenapaTbl IeBoAOoNbI
(Mmaponap, cMHeMeT, HaKoMm)

e Ha3HayeHue aHTUOKCUAAHTOB

* [Mpu runonapaTupeose NokasaHbl Npenaparsbl
Kanbuua n BuTamuHa D

* [lporHo3 npu b® oTHOCUTENbLHO GNaronpUATrbINU, TakK
Kak 3aboreBaHue xapakTepnsyeTcs OTHOCUTENbHO
MeAs1IeHHbIM nporpeccupoBaHnem nmoo
CTauMOHAPHbLIM Te4YeHNemM




g

HeupoakaHToLUUTO3

< MNMonumopdHasa rpynna reHeTUYECKMU
AeTepPMUHUPOBAHHbIX
3aboneBaHnN, KOTOpbIE
xapaktepusyrrca aedopmaunen
3PUTPOLIUTOB C NOSIBIIEHNEM
aKaHTOLUTOB B nepudepuyecKkoun
KPOBU U Nporpeccupytowien
aereHepauven 6asanbHbIX
raHrnuvesB. B Hen BbigensaloT ABe
noarpynnbl: «4nctbiny HA U HA,
CcBsi3aHHbIU C OOMEeHOM
NIVNONpPOTEUNHa.



CUHAPOMBI HEeUppOAKAHTOLUTO3A

«Yuctbin» HA

= Xopesi — aKaHTOLMUTOS3.

= CuHpgpom Mak - Jlayaa.

= Cxoxum c xopeen FleHTUHITOHA 2

= [laHTeTOHaTKMHa3HaA
HeunpoagereHepauus.

HA, cBA3aHHbLIN C OOMEeHOM
nunonpoTenHa

= AGeTanunonporenHemMmus

= CemenHas
runodoeranmnonporenHeMus.

= bone3sHb AHaepceHa.
= ATunu4yHas oonesHb BonmaHa



e Cunppowm JleBuHa-Kputunu npeacraBnser
cobou reHeTUYECKU AeTepPMUHUPOBaAHHOE
MYyNbLTUCUCTEMHOE 3aborneBaHue
npenmyLlecTBeHHbIM NopaXXeHnem
NOAKOPKOBbIX raHrMMeB Mo3ra u aHomanuveu
aputponoa3a. [lechekTHbIN reH pacnonoXeH B
NoKyce 9q21 neBATON XpOMOCOMbI. OOLIYHO
npocriexmBaeTcs ayTOCOMHO-PeLeCCUBHbIN
nyTb Nepega4yun HacneacTtBeHHOro gedexra.

e [MlaToreHeTU4YeCKUe MeXaHU3Mbl N3YYEHbI
HepgocTtaTo4yHo. OOHapyxeH
AeTePMUHNPOBAHHbLIN FTEHETUYECKUM
AedeKkToM CMHTEe3 aHOMaribHOro oenka
xopeunHa. MHorne uccnepgoBaTtenu CHMTaloOT, YTO
OaHHbIN 0erloK BnuseT Ha
HeMpPOCMHaNTUYECKYIO nepeaady, y4acTBysa B
(pyHKLUMOHUPOBAHMN NOHHbIX KaHanoB
KFIleTOYHOM MeMOpaHbl.



KnuHuyeckas kapTuUHa

Anpo KITMHNYECKOM KapTUHBI cuHOpoma JleBnHa-Kputunu coctaBngder
coyeTaHne [MNepPKMHE30B C NCUXNYECKMMU PACCTPOUCTBAMU. TUNMYEH AeOT CMMATOMATUKA BO
2-4 pexkape XM3HW. VicnogBonb BO3HUKAET NErkasi OMCKUHE3WsT MbllL, opbuTtanbHon obnactu,
nvua, nepepacralwasa B opodaumnanbHbl rMnepkMHes. XapakTepHbl NOABMAIOWMECAS NOMUMO
BONM OONMbHOrO CTEPEOTUMHbIE TpUMachl, MNPUYMOKMBAHUA, >KEBATENbHbIE ABMKEHUS,
00nu3biBaHUS, BLICOBbIBAHUA s3blka. BoamoxeH 3y6Hon ckpexer (BGpykcusm), chnasm
XeBaTernbHblX MbIWL (Tpu3Mm). [OMCTOHUA MblWL A3blka MPUBOAUT K HENPOU3BOSIbHOMY
BblTaNkMBaHWO MOMELEHHONW B poT nuwn. B HeBponorvv CUMANTOM HOCUT HasblBaHWE
«OWNCTOHUS edbl».

TuUNMYHOM OCOGEHHOCTLIO TMNEepPKMHEe3a BbLICTYNAET ayToarpeccus: MauueHTbl MPUKYCbIBaloT
BHYTPEHHIOI MOBEPXHOCTb LUEK, OOKycbIBalOT si3blk M rybbl. HacumnbCTBEHHbIE COKpaLLeHus
MbILL, FNOTKA M ropTaHu oOycrnaBnvBalOT PacCTPOMCTBO [MoTaHWUs (MonepxvBaHUe epnow,
3aTpyAHeHVe npornaTbiBaHUS [OaXe >XWOKOCTEW), HapyleHus paboTbl apTMKYNSLMOHHOrO
annaparta c pasBUTMEM AM3aPTPUN — Hepas3bopunBoi, NpepbIBUCTON peyn. B nocneayoliem
NOSIBNSAOTCA BOKalbHbIe TWKW, MPOBOLIMPYIOLLNE HEMPOM3BONbHOE MPOM3HOLLEHE OTAeNbHbIX
3BYKOB. MOTOpHbIe TukK BynbbapHON rpynnbl MbilL, 0OyCcrnaBnmMBalOT HACUIbCTBEHHYIO UKOTY,
XploKaHbe, ConeHue.

C TeyeHMeM BpEeMEHU TUMEPKMHE3 PacnpOCTPaHAETCS Ha MbILLUbl KOHEYHOCTEW, TYroBuLLA,
NPUHUMAET XapakTep xopeudeckoro. B HavyanbHOW cTagnm nauyeHTbl CNOCOOHbLI NPOU3BOSBEHO
KOHTPONUPOBaTb HACUITbCTBEHHbIE ABUraTesibHble akTbl, MOCTENEHHO CMNOCOBHOCTb K KOHTPOI
ocnabesaeT. HenpoakaHTOLMTO3 OTNMYAETCS co4veTaHMeM ObICTPbIX HEKOOPAMHUPOBAHHbLIX
pasMallUCTbIX OBWXEHWUA reHepanu3oBaHHOrO XOPEeuvyeckoro runepknHesa C  TUKaMu,
AncToHMYeckuMn heHoMmeHamu. NocneaHne BO3HWKAKOT BCIEACTBUE TOHUYECKOTO MbILLEYHOIO
COKpalleHusi, MpOsIBAAKTCA 3acTbiBaHMeM ©OonbHOro B BbldypHOM no3e. [lo mepe
nporpeccupoBaHnsa 6onesHn rMNepKMHETUYECKUN CUHOPOM CMEHSIETCA T[UMNOKMHEe3nen —
CMHAPOMOM fapkuHconnama. Cnyvam paHHen MaHudectauumn cuHgpoma JlesuHa-Kputunu
OTNNYaTCA BO3HNKHOBEHMEM OpaMKMHE3NM U CKOBAHHOCTM Ha HaYanbHOM 3Tane KNMHUYECKnX
NPOSBMAEHUN, X COMETAHNEM C TUKAMU, OTCYTCTBMEM XOPEMW.

MapannensHo ¢ rMnepkMHe3amMm HapacTaT HEMPOMCUXOSTOrMYECKNE HapyLLUEHUS. TUMWYHBI
HEBPOTUYECKME PACCTPONCTBA: HEBPO3 HABSA3YMBBLIX COCTOSAHUI, 0OUYECKMIA CUHOPOM.
Bo3moxHbl adhdeKTUBHbIE HAPYLLIEHWS, ANIeMEHTbI anpakcuun (HapyLweHUst NiaHMpoBaHUA
OEVNCTBUI), CHUKEHNE NaMATUN, MHTENNeKTyanbHbix cnocobHocTen. 40% 60MbHbIX, UMEIOLLNX
HenpoakaHTOUUTO3, CTpadaloT reHepanmM3oBaHHbIMK ANUNENTUYECKMMU NAPOKCU3MaMM.
Mpuctynbl geboTnpytoT B Ntobom nepmnoge 3abonesaHnsd, MHOr4a NPeaLLecTBYOT NOSBNEHUIO
9KCTpanMpamMuaHbIX pacCcTporcTB. B GonblnMHCTBE cnyvYaeB HabnogaeTca NonMHeBPONaTusS.
[MauuneHThI XanyTca Ha OHEMEHWE ANCTarbHbIX OTAEN0B KOHEYHOCTEN. [locTeneHHo
pasBMBaEeTCsa AuUCTanbHbIA BAMbIM Napes, runopednekcust.




D,MarHocm Ka

3anofo3puTb HEMPOAKAHTOLMTO3 NO3BONSET HACNeCTBEHHbI aHaMHe3, TUNM4Has
KNMHMYECKasi KapTUHA C COYETaHUEM SKCTpaNMpamMUgHbIX CUMATOMOB (XOPEs, TUKK,
NMapKUHCOHW3M), HapyLUEHUI NCUXUYECKON N KOTHUTUBHOW cdhepbl, NPU3HaKoB
nonvHeBponatuun. OnpepenstoLlee 3Ha4eHNe MMEET 0OHapY>KEHNE aKaHTOLMTOB,
cocTaBnstowmx donee 15% Bcex aputpouunToB. O6crneqoBaHNe NaUMEHTa BKIOYAET:

. OcmoTp HeBpornora. BeiaBnaTCs runepknuHesbl UM NapkKUHCOHNYECKUA CUHAPOM
(OpagmnknHesnsi, CKOBaHHOCTb, TPEMOP), TMNECTE3NS KOHEYHOCTEN MO TUMY «NepPYaToK U1
HOCKOBY», MblLLEYHas OUCTOHUS, AUCTarnbHbIE NAapes3bl, CHKEHNE axmUnoBbIX, KOMEHHbIX
pednekcoB, [JaHHblE HEBPOMOMMYECKOro CTaTyca CBUAETENbCTBYIOT O NMOpaXeHun

d 3KCTpanUpaMnaHbIX CTPYKTYP, COYETAIOLLUMXCHA C HEMPOreHHOW aMUOTPOOUEN.

: J Odranbmonornyeckoe o6cnegoBaHue. Npy odbTanbmockonu odpTanbMONOr BbISBASET

i - NMPU3HaKW NUTMEHTHOIO PETUHUTA, YACTO CONPOBOXAAOLLIEro HEMPOAUCTPOUYECKNE

npovuecckl. B nonoBnHe cny4yaeB HEMPOAKAHTOLMTO3 NPOTEKAET C MUTMEHTHBIM PETUHUTOM.

1 o Henponcuxonornyeckoe TeCTupoBaHue.
OcyLecTBnseTcsi HeMPONCUXONOroM Unn ncnxmaTpom. NMo3BoNAET NPOBECTN KOMMNEKCHOE

i ncuxorornyeckoe obcrnegoBaHne, onpeaenTb COCTOSHUE KOTHUTUBHOWM cdoepbl.

. s ) . NabopatopHbie nccnegoBaHus. KnmHnyeckni aHanms KpoBW AOSMKEH BKAOYATb

- MUWKPOCKOMNMIO Ma3ka KpoBU, KOTOpast 0OHapY>KMBAET akaHTOLUTbI — aHOMarbHbIE
3PUTPOLINTBI, UMEIOLLME LUMMOBUAHBIE BbIPOCTLI. B Broxnmmuyeckom aHannse Kpoeu
oTMeYaeTcs noBbllleHne KoHLeHTpauun KOK, ypoBeHb NMnonpoTenaoB COOTBETCTBYET
HopMeE.

o AnekTpodm3nonoruyeckme nccnenoBaHnUA. AreKTpoHenpoMmorpadua AnarHocTupyeT
aKCoHarbHYylo NonuHenponartuio. SrekTposHuedanorpadus BoIABAAET aNUIenTU(POPMHYIO
aKTUBHOCTb MO3ra.

o HenpoBusyanusaums. KT, MPT ronoBHOro mMosra Bu3yanua3upyot HecneumpuiHble
aTpodnyeckme n3MeHeHus1, Hanbonee BblpaXKeHHbIE B XBOCTATOM S4pe, NOIocaTom
Tene. [13T ronoBHOro mMosra onpeaensieT runomMmetabonmam cTpuatyma, CHUXKEHUE Yyucna
O0aMNHOBBIX PELIENTOPOB.

o FeHeTUYeCcKylo AMarHoCcTUKy. [poBOAMTCS KOHCYNbTALMA FEHETUKA C COCTABMNEHNEM
reHeanorn4yeckoro Apesa Asis onpeaernieHns HacneacTBEHHOro xapakrepa 6onesHu, tuna
HacneaoBaHUs. Bo3aMoXXHO KapnoTMNUpoOBaHME C LIENbIO BbISIBNEHUS aHOMarbHOro reHa

ucbdpepeHuMpoBaTh HeMpoakaHTOLMTO3 CrieayeT oT xopeu [eHTUHIToHa, GonesH
PeTTa, AUCMETaboNnMyecknx, MeguKkaMeHToO3HO




INTeyeHue

Cneuundmnyeckasa tepanusa cuHgpoma JieBuHa-Kputunu
otcyTtcTtByeT. [I[poBOAUTCA CMMNITOMaTUYECKOEe JfievyeHue.
fMnepKnHeTN4YeCKUU CUHOPOM KynupyeTcs
Henponentukamu (ranonepugon). lNpu coyetaHum
rMNepKUHe3oB C aNUNenTu4YeCKMMM Nnpuctynamm
Ha3Ha4varTcs beH3oana3enunHbl (KNnoHa3enam).
NMapKUHCOHU3M CIYXUT NOKa3aHUeM K Tepanuu
npenaparamMmu fieBoaonbl, aroHMcTaMmu AohaMMHOBbIX
peuenTtopoB (nupnbenun). Ncuxmnyeckne paccTtpomncTea
TPeOyrT Ha3Ha4YeHUA CHOTBOPHbIX, CeAaTUBHbIX
cdapmnpenapaTtoB, HEMPONENTUKOB, aHTUAENPECCAHTOB.

U3-3a nporpeccupoBaHus 3aboneBaHns nauueHTbl CO
BpeMeHeM Bce 0osiblLue HYXXAaloTCA B NOCTOPOHHEM
yxoge. C yuetom agncodarmm BaxkHbiIM MOMEHTOM
ABnseTca obecnevyeHne NOSIHOLEHHOro NMTaHUA
OonbHbIX. [Ans 3aWMUTbI CIM3NCTON OT HaKyCbIBaHUA
NPUMEHSAIOTCA cneunanbHble NpoKknaakn. PaHku
pPOTOBOM NOJSIOCTU OOpabdaTbIBalOTCA aHTUCENTUKAMU
And npegynpexaeHnsa MHULMPOBaHUS.



CIIACUBO 3A
BHUMAHUE!




