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OO1me TaHHBIE

bonesHb Llapko-Mapu-TyTta - obwimnpHasg rpynna
reHETUYECKN reTeEPOreHHbIX 3aboneBaHnn
nepuepnyecknx HepBOB, XapaKkTepuayroLwiasaca
CMMNTOMaMN NPOrpeccupyoLlen nonmMHenponaTnum c
NPEeNMYyLLLECTBEHHLIM NMOopaXeHnemM MblLlL, ANCTanbHbIX
OTAENIOB KOHEYHOCTEMWN.

Takxe nsBectHa Kak HeBpanbHaa ammotpodoua LLiapko-
Mapwu, HacneoctBeHHasds MOTOPHO-CEHCOPHad
Henponatusa (HMCH).

YacTtoTa BctpevyaemocTun: anga scex opm HMCH
BapbupyeT oT 10 0o 40:100000 B pasnmyHbIX
nonynaunsax.




[ lpparHBI BOZHUKHOBEHUS

na HacnegcteeHHon HeuponaTtuu Wapko-Mapu-TyTta 1 Tuna,
KoTOopas saABnseTcs Hanbonee pacnpocTpaHeHHbIM KIMUHUYECKUM
BapMaHTOM 3TOro 3aboneBaHusl, KAPTUPOBaHbI U
oXxapakTepusoBaHbl MyTauumn 4-x reHoB MUENUHOBBLIX DENKOB
(PMP22, MPZ, LITAF, EGRZ2), y4yacTByrOLLUMX B yrakoBKe CI0eB
MUennHa nepugeprndecknx HEPBOB N PErynupyoLLmnx
nponudepauunio u gudodepeHUNPOBKY LLIBAHOBCKUX KNETOK.
I'pun KapTUpoBaHHbLIX 12 NOKycax, OTBETCTBEHHLIX 3a pa3BUTUE
HacnegcrteeHHon HenponaTtumn Lapko-Mapu-TyTta 2 tuna,
ycTaHoBreHbl Tonbko 6 reHoB (MFN2, RAB7, GARS, NFL/NEFL,
MPZ/Po, LAMIN A/C), KOHTPOSNMPYIOLMX TPAHCMOPT MOJSIEKYI B
akconnasme, HapyLleHne KOTOpOoro NpnuBoauT K AereHepaumn
aKCOHOB nepundepuvecknx HepBoOB.



[ lpparHBI BOZHUKHOBEHUS

- Hanbonee pacnpocTpaHeHHON MPUYNHON BO3HUKHOBEHUS
bones3Hun (70-80% cny4vaeB) siBnsietca OybriuposaHue
bosibWwoz20 peauoHa 8 xpomocome 17p12, sKknoyarou,eao 8
cebs ceH PMP22. [1oka3zaHo, YTO KpUTUYECKMM d0aKTOPOM
nnga Bo3HnkHoseHna cumntomoB HMCH 1 A-tuna asnaetcs
yBenndeHune 0osbl reHa PMP22, kogupyroLlero oanH 3
MUENNHOBbLIX DENKOoB.

ITOT 6enok, coctouTt U3 160 aMMHOKNCOT,
9KCrpeccupyeTcs B LUBAHHOBCKMX KNETKax U
cocTtaBnsiet 2—5% ot Bcex benkos
nepundepnudeckoro MmenmHa.




[ lpparHBI BOZHUKHOBEHUS

. YBenudeHune akcrnpeccumn benka PMP22 npuBoguT K HapyLLUEHUIO
MUESNTMHMN3AaLUUN HEPBHbIX BONTOKOH. LLIBAHHOBCKME KNETKM HE 0OpasytoT
MHOFOCNOWHBLIM KOMMNAKTHLIN MUENWH, a rpynnupyoTCs BOKPYr OCEBOIO
UUNUHOpPa, HacnamBaloTca ApYr Ha apyra, nogobHo yellynkam
NYKOBMLbI. DTO CONpoBOXaaeTcs nponudepaunen sHOoOHEBParbHbIX
COeQNHUTENbHOTKAHHbIX 3J1IEMEHTOB, YTO NPUBOAUT K CYLLIeCTBEHHOMY
YTOMNLLEHMIO HEPBA U HapYyLLUEeHUIO NPoLEeCcCoB NPoOBEeaEHUS
ar1IeKTpuUYeckoro nmnynbsca. ITorom aTnx HapyLieHnn aBndeTcs
3amMefsieHme AnekTpnyYeckon nmnynbcaunm n TpOPUKN MblLLL.
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[ laTorenes

BbligensoT cnegyowmne Bnabl 60esHu:

nepsBuyHasa gemmenuHusupyowas Hemponatma (LUMT1,
LLUIMT3, n WIMT4) - pasBmBaeTca BCNeaCTBME CErMEHTapPHOM
oeMuenuHusaumm n pemmenmHmnsaunm, KOHUEHTPUYECKOro
pOCTa LUBAHHOBCKMX KNETOK (runeptpodunyeckas
HeBponaTus);

. nepBunYHasa akcoHanbHas Henponatug (LLUMT2) -
onpenenseTca aereHepaums akCoOHOB;

X-CLENNEeHHbIN TuMmM.

I'pn noBpexageHnn MMennHoOBon 00ONOYKM /1N akCcoHa
nepmngepnyeckmx HepBOB HapyLLAKTCA BCe BUAObI
YyBCTBUTENBHOCTUN N pa3BUBAETCH BTOPUYHOE NMopaXkeHune
MbILLL,, BKINOYas MbILLEYHYIO CraboCTb U MbILLIEYHYIO
aTpouio.



HaszeaHue

LUMT 1 Tuna
(LLMT 1)

LUMT 2 Tuna
T (WIMT 2)

LUMT 3 Tuna

(LUMT 3)

LUMT 4 tvna
(LLUMT 4)

LUMT X-cuenneHasn

* (LLIMT X)

Tun HacnedoeaHusi

AyTOCOMHO-AOMUHAHTHbIN

AyTOCOMHO-AOMWHAHTHbIN
(kpome LLUMT2B1)

AyTOCOMHO-peLIECCUBHbIN

AyTOCOMHO-peLeCcCUBHbIN

X-cLuenneHbln JOMUHAHTHbIN
(Tonbko LWUMTX1)

Yacmoma
B03HUKHOBEHUsl

Tun 1 BCTpeyaeTcs NpUMEPHO Y TpeTben
YacTu NaumneHToB 1 ABNsieTcs Hanbonee
pacnpocTpaHeHHbIM Tunom BLLIMT.

KnnHnyeckne cumMnTomMbl NOATUMNOB
paccTponcTBa - aHaNoOrM4YHbI.

2 Tn 6onesHn nopaxaet okono 20-40%
naumeHToB.

3T1OT TMN BonesHn BCTpeYancs TonbKo B
HeCKOMNbKMX NauMeHToB

70T TMN npoABnAeTcd B 0O4eHb Manoro
Konnyecrtea nauneHTOB.

LUMT X nopaxaet okono 10-20%
nauueHToB.

lMpumevaHusi

Bo3Hukaem u3-3a demuesiuHuU3ayuu,
KoTopasi MOXeT GbITb OBHapyXeHa nyTem
U3MEPEHNSI CKOPOCTU HEPBHOM
NPOBOANMOCTW.

AHamomuyeckue usMeHeHust
HenocpeaCcTBEHHO NopaxakT MUETTMHOBYHO
060mMoYKy, a No3xe MeHSIIOT OESTENBHOCTb
aKcoHOB. B panoHax LeHTpanbHom
OeMVenvHn3aumm, CKopocTb MMMyrbca
cHmxkaetcs. MNMpogomkeHne 3amennaer
CKOPOCTb NPOBEAEHUs MO CErMEHTY HepBa.

maBHoe BnusiHMe 6onesHb
OCYyLLieCTBMSAET Ha akcoH. CpedHss
CKOpOCMb HEP8HOU rpPo8oduMOCMuU HEMHOIO
HVKE HOPMbI, HO B Lienom Bbilwe 38 M/c.

2 Tvn 6onesnun LWapko-Mapu-Tyta
(LLUMT2) nopaxaeT HUKHUE KOHEYHOCTU
6onbLue, YeM BepxHUe. ITOT TUN
3aboneBaHWs YacTo KMUHUYECKN MEHEE
TPyAHbIM Yem LUMTA.

MpumepHo 10% X-cuenneHHbix LUMT
nauneHTOB NMEIT POPMbI PaCCTPOMCTBA,
KOTOpble HECKONbKO oTnuyatotcsa ot LUMTX.



CHUMIITOMBI

1 Tnn:

Ha4aro B cpegHeM OeTCKOM BO3pacTe,

NoCTerneHHO HapacTaeT crnaboCcTb B NOpaXeHHbIX
MblLLLAX;

CTAHOBMUTCA 3aMETHbIM, YTO MbILLLbI CTOM U rofieHeun
YMEHbLNINCL B 00bemMe (aTpodons MblLlL,);
n3meHaeTca doopma KoHeYHOCTeEWN: popmMa Hor
Ha4yMHaET HanNnoOMUHaTb BN «MNepPeBEPHYTON OYThINKU
LLIaMMaHCKOro» (Tak HasblBaeMble «HOMM ancrta);
dopmupyetcsa crmbartenbHaa gedopmayms CTon
(CHavana cTonbl MOryT nNpuobpeTaTb BbICOKNIN CBOA,
3areM popmMmpyeTcs Tak HasbiBaeMas «rosas cronay);



CHUMIITOMBI

CYXOXUIbHble periekCbl CHMXaKTCA N UCYE3alOT;
YTOMNUWEHHbIE HEPBLI MHOrAa AOCTYMHbI Nanbnaunm;
3aTpyaHaeTca xoabba: CTOATb U XOOUTb HA HOCKax
N/Vnn nNaTkax CTaHOBUTCA MPaKTUYECKN HEBO3MOXKHO;
nosaHee (4awe npumepHo 4Yepes 10 net nocne
NOSABMEHNA NepPBbIX CAMNTOMOB) B MATONTOrMYeCKNN
NpoLEeCC BOBMNEKAKTCSH PYKU (KUCTU 1 npeanneybs) - B
HUX NPOUCXOOAT Te XXe U3MEHEHUS, YTO U B HOrax, C
dopmumposaHuem gedpopmaunm rno TUMNy «KOrTUCTbIX
nany,;



CHUMIITOMBI

MHOrga noaBnaeTcs HEKOHTPONMpyemaa ApoXb B Nanbuax
KMCTen (MOCTypanbHbIA UM NOCTYparibHO-KUHETUYECKNN
TPEMOp);

BO3MOXHO NCKPMBIIEHME NO3BOHOYHMKA (CKOMNMMO3 UMK
KNJOOCKOMNMO3) 3a CHET BOBJIEYEHMA B aTPOdUNHECKMIA NMPOLLECC
MbILLL, TYNOBULLA.

3aboneBaHne He OorpaHNYNBaET HU PENPOLYKTUBHYIO PYHKLNIO,
HU NPOOOIMKNTENBHOCTb XXU3HW.

BOAE3Hb LWAPKO — MAPU —TYTA




CHUMIITOMBI

Al Tmn:

)

- Hayvano mbilwe4yHon cnabocTtn B Bo3pacte 16-30

net
3aboneBaHne nporpeccupyet MeaneHHee, Yem

- bonesHb Wapko-Mapu-TyTta | Tuna.




HaciaenoBanue

Tun HacnegoBaHUs 3aboneBaHnAa - ayTOCOMHO-AOMUHAHTHbIN, pexe -
ayTOCOMHO-PELIECCUBUHbLIN, a Takke cuensieHHbIN ¢ X-XPOMOCOMOWN.
[Tpn ayTOCOMHO-OOMUHAHTHOM TuMNe 60sie3Hb BCTPEYAETCS B KaXXO0M
NOKONEHNN, OOMHAKOBO rnopaxarTca oba nona.

GonbHOM OTeL, - 3A0P0EAA MATE
om (g b) aE
B Hopra
[ ] myTauma 1<:;
om || | (1] om

60anom CblH s3nopoBaA
A04b

50% 50%

3A0POBLIM  GonbHaa A04b
CbiH

50% 50%



HaciaenoBanue

['1pn ayTOCOMHO-peL,ecCMBHOM TUNe HacnegoBaHUS
nopakaroTcst oguHakoBo oba nona

ecnn 6ornbHbl 00a poguTensi, Bce AeTn oyayT
BonbHbI

B Opake DOfbHOro Co 340POBbIM POXOAKOTCS
HOpMarbHble OeTu

NPU reTepo3nroTHOCTU 0bonx poanTenen, pUck
borne3Hn y peten — 25%



HaciaenoBanue

X-cuenrieHHbI JOMUHAaHTHbIN TUM HacneaoBaHUSA:
00NbHbIE XXEHLLUWHbI NnepeaatoT Oone3Hb 0MHaAKOBO
N Marnb4nkam, U geBovkam

OONTIbHOW MYXXYMHA nepenaeT BCEM A0HeEPSM



Jlnarnocruka

Bo3pacTt Havana 3aboneBaHuns, ero Tunn4yHas
KIMUHMKA, CUMMETPUYHBIN XapaKTep NopakeHus,
Measf1eHHOe HeYKITOHHOe pacnpocTpaHeHue
aTpoun n ycyryonsoLiadacsa B CBA3U C 3TUM
cuMnToMaTnKka BO MHOMMX Cry4aax no3BonsioT
npeanonoXuTb HEBpPanbHYD aMUOTPOUIO.
I'poBoANMEIN HEBPOIOrOM OCMOTP BbIABNAET
MbILLIEYHYIO CrlaboCTb B CTONAX U roneHsx,
oedopmauuo cTon, OTCYTCTBUE UNU
3HAYNTENBHOE CHMXEHUE axXUNIOBbIX N KONMEHHbIX
pedsiekcoB, rMNecTe3nto CTon.



Jlnarnocruka

ona anddeperHumaunm LUMT oT gpyrnx HepBHO-
MbILLEYHbIX 3aborieBaHnn (MUOTOHUN, MMONATUMN,
BAC, HeBponaTmnen) NpoBOAUTCA:
arekTpomMmuorpadus (onpeaenaeTcs CHMKeHne
CKOPOCTEN NpOBEeaAEHUSI NO YYBCTBUTENBbHbLIM U
ABurateribHbIM BONTOKHaM nepudoepuyecKkmnx
HepBOB)

ANeKTpoHenporpaus.



Jlnarnocruka

C uenblo ncknroveHnss metabonnyeckon HeeponaTum
NpoBOAUTCS onpeneneHne caxapa KpoBu, nccnegosaHue
FOPMOHOB LWNTOBUAHOW Xenes3bl, TECT Ha HAPKOTUKW.
Bcem nauueHTam ona yToMHEeHUa guarHoaa
pekoMeHOoBaHa KOHCYyNbTauusa reHeTuka 1 nposeaeHue
NHK-onarHoctukn. lNocnegHas He gaet 100% To4yHOro
pes3ynbrarta, T.K. NoKa N3BEeCTHbl HE BCe reHeTn4yeckmne
mMapkepb! LLUMT. bornee To4HbIM cnocobomM ANarHOCTUKM
aBnaetcsa BeeaeHHoe B 2010r. cekBeHUpoBaHMe reHoma.
Ipun Buoncum Mol HaxXo4saT TUMNYHYIO KAPTUHY
OeHepBauun € ABNEHUAMU «NMYyYKOBOW aTPORUN»
MbILLUEYHbIX BOJIOKOH. [locTaTo4HO XapakTepHO Hanu4ue
rmnepTpodUPOBaHHLIX BOSTOKOH, nNpuiem no4vtn B 75%
cnydaeB runeptpodus KacaeTtcda BOSIOKOH | Tuna.



JleueHue

IpumeHsieTca cumnTomaTunyeckas Tepanus. IpoBoaaTca NOBTOPHbIE
KypCbl BHYTPUMBbILLEYHOrO BBEAEHNS BUTAMUHOB rpynrbl B 1 BUTaMuHa
E.

C uenbio yny4dweHna MbllleYHOW TPOJOMKM NUCMONMb3YIOT PUDOKCHUH,
KoKkapbokcunaay, rntoko3y. HasHayarotTcsa MHIMbUTopbl XONMHACTEpPasbl
015 NOBbILWEHUA NPOBEAEHUSA HEPBHbLIX MMMNYSIbCOB (HUBAsVH,
NPO3epUH, OKCa3usl, ranaHTaMmnH), npenaparbl 4ns yny4veHus
MUKPOLUMPKYNSALUUN N aHTUOKCUOAHTbI (HUKOTUHOBAA KUCOTa,
NEHTOKCUUNIINH, MUNAPOHAT, MEKCNOON).

IpumeHaloTca cnegyrouwme suabl pusnoTtepanun: anektTpodgopes
NeKapCTBEHHbIX cpeacTs (MPO3epuH, Xropua Kanbums),
avagnHamumnyeckue TOKU, MMOCTUMYNALUIO CUHYCcoMaarnbHbIMMA
MOOYMPOBAHHBLIMU TOKaMU, SNTIEKTPOCTUMYIIALMIO HEPBOB, YIbTPa3ByK,
0O30KEpUT, rpaA3eBble annnmkaumn, pagoHoBble, XBOWHbIE, CyNbUOHbIE
N CepoBOOPOAHbLIE BaHHbI, OKCUreHobapoTepanuto.

I'loka3zaHo opToneanyeckoe fneyveHne rnpu KOHTpakTypax KOHEYHOCTEN,
yMepeHHon gedopmaumnm no3BoOHOYHNUKA U aCUMMETPUYHOM
YKOPOYEHUN KOHEYHOCTEWN. [1oKasaHbl NosTHOLEHHbIE DESKN, Kanuesasd
aveTta, BUTaMUHBL.



[IpodumakTuka

I'podunnakTruka HacnegcTBEHHbIX aMMOTPOMUI 3aknyaeTcs B MeauKko-
reHETUYECKOM KOHCYINBETUPOBaHUM.

B kayectBe npodunnakTukm passnTmua paHHen gedopmauumm cton
HeobXxoaMMO HOCUTb YOODHYI0, HE CTECHSIIOLLYHO CTOrMbI, OOYBb.
CooTtBeTcTBytOLas 0byBb SBMASAETCA O4YEHb BaXXHbIM MYHKTOM A1 NO4EN,
CcTpagaruwmx HacrneacrtseHHon HenponaTtuen Lapko-Mapu-TyTa, HO
4aCTO OHW UCTIbITLIBAKOT TPYOAHOCTU MPU NOUCKE Nnoaxoadawen um odysu
N3-3a BbICOKOro nogabema u cneundpunyeckon popmbel HOrM («nonas
cTona») v nanbueB HOr («MONOTOYKOOBpa3Hble nanbubi»).

LeTtam u B3pocrbiM, CTpagatowmnm HacrneacTBeHHOW HenponaTnen
LLlapko-Mapu-TyTta Heobxoammo mnsberatb Ype3amMepHbIX PUINHECKUX U
NCUXUYECKUX Neperpysok, Tak Kak 3TO MOXET CnpoBoLUMpOBaTh
yXyOLleHne cocTosiHuS (HapactaHme crnabocTu B MblLlLAX PYK N HOT U
HapyLlEeHMNE YYBCTBUTENbHOCTU B KOHEYHOCTSX).



N cTOYHUKU:

http://www.eurolab.ua/diseases/977/
http://vse-pro-geny.ru/ru_disease 1 _Dystrofiya-Sharko-Mari-Tuta-2
http://meduniver.com/Medical/Neurology/bolezn_sharko-mari-tuta_u_detei.html
http://ghr.nlm.nih.gov/condition/charcot-marie-tooth-disease
https://www.foundationforpn.org/livingwithperipheralneuropathy/causes/heredita
ry-cmt.cfm
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