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CJIYYAU HACJIEQCTBEHHOW HEMPOMATUNA
LWAPKO-MAPU-TYTA B NEAUATPUA

HacnedcmeeHHbie 6one3Hu HepsHOU cucmeMbl S8/1S10MCS BAXHOU MeOUKo-coyuansHolt npobiiemod, hOCKOeKy MHoz2ue
U3 HUX UMerom msesioe medeHue, 8 CBA3U C YeM Hacmynaem paHHAs UHBaIUOU3ayus, a umeowjue memoodsl ie4eHUs He
npuHocam 00/KHO20 3ghhexma. B cmpykmype HaciedcmeeHHOU namosio2uU HeMAT08aXHY 10 POJTb COCMAB/SIOM HEPEHO-
MbllieyHble 3a060/1e8aHUS, Cpedu KOMOopbIX OOHO U3 hepsbiX Mecm no Yyacmome scmpedyaemocmu cocmasjisem 60s1e3Hb
Uapko-Mapu-Tyma.

Llens uccnedosaHus: HacnedcmeernHasa Hetiponamus lllapko-Mapu-Tyma (LLIMT) aensemcs Haubornee pachpocmpaHeH-
HoU KuHu4yeckol ghopmod HacredcmeseHHbIX nhosiuHetdpohamud. Llens — usyyume memoOds! paHHel O0UA2HOCMUKU,
NpoaHanu3uposams NpUYUHsI NO30HEU NOCMAHOBKU OUAZHO3A.

Memodei: B cmamee npusedeHsl pe3y/ibmamel KIIUHUYECKO20, UHCMPYMeHMansHo20 U 1a60pamopHo20 Ucc/1e008aHUS
pebeHka K.C. 12 nem.

Pezynemamer: HelipombiuwieuHsle 3a601€8aHUS akmyaabHel U NPUBIeKarm 8HUMAHUe KIIUHUUUCMO8 Yxe MHO020 Jiem.
3rauyumocme Heliponamuu lllapko-Mapu-Tyma onpedensemcs ee yacmou pachpocmpaHéHHocmeto. HacnedcmeeHHas
Hedponamus LIMT nopaxaem sce pacel U HAUUOHALHOCMU 6e3 803pacmHbIX pa3audud, HO Yawe cmpadaiom Jo0u
M07100020, MpyodoCnocobHo20 8o3pacma. Hecmompsa Ha mo, 4mo 8 hociie0Hue 2006l QOCMUXEHUS HelpozeHemuKxu
no3gosigiom 0aneko npoO08UHYMbCS 8 MexaHusmMe pazsumus HacaedcmeeHHod Hedponamuu LUIMT u cywecmseHHO
0671e24UMb BO3MOXHOCMUEEDUAZHOCMUKU, 8bI98/I€HUE3M0203a00/1e8aHUA 8pAYAMU NEPBUYHO2038€HA30pABOOXPAHEHUS
3ayacmyio belsaem yxe Ha NO30HUX cmMadusx pa3sumus NAmoJsioeu4ecKo20 hpouecca, K020a 3(hhekmusHOCM b /ie4ebHbIX
U peabunumayuoHHbIX mMeponpusmud HuU3kas. [loamomy 8axHyio posie 8 paHHel OuazHOCMUKe HacnedcmeeHHoU
Hedponamuu LLIMT uzparom mMexoucyuniuHapHoIl NooXo0 U HAGCMOPOXeHHOCMb 8 OMHOWEHUU OaHHO20 3a00/1e8aHUS
y npakmukyrowux spayel (Hegposnozos, neduampos, spadell obujell hpakmuku). B cmamee npedocmasser ciyydal
CO6CMBEHHO020 KITUHUYECK020 Hab1100eHUs, Komopobll 8 C8010 o4epedb MOXem NONOJIHUMb CNUCOK KITUHUYeCKUX C1y4Yaes
0aHHO20 3a00/1e8aHUS U y8e/IU4UM BO3MOXHOCMb CBOEBPEMEHHOU 0UAZHOCMUKU.

Knroueesie cnoea: LLIIMT, aymocomHo-0omMuHaHmHeIt mun HacsiedosaHus, PMP22.

BBepeHme. HacnepacreeHHasd Herponatusa
LWapko-Mapun-TyTa — oblMpHasi, YacTo BCTpevae-

MaHVI(I)eCTaLI,VIFI CMMMNTOMOB 06bIYHO OTMeYaeTca
Ha rnepBomM UK BTOPOM AeCATUNETUN XXU3HN. Cpep,m

Mas rpyrnna Hac/ieACTBeHHbIX Gone3Hell HepBHOW
CUCTeMbl, KOTOpaa TMpOABMAETCA NPOrpeccnpyro-
wer cnabocTblo, aTpodunert MbllL, KOHEUHOCTEN B
OVCTanbHbIX oTAenax, gedbopmaLmert KOHEYHOCTEN,
N3MeHEeHNeM MOXOAKN N CeHCOPHbIMW HapyLleHWA-
MW. OHa XapaKTepunsyeTca rnoTepen MmbilleyHOM TKa-
HU N CEHCOPHOTO OLWyLeHNA, NPenmMyLLeCTBEHHO B
CTYMHSAX U HoTaX. fIBnAeTcA ogHMM U3 Hanbonee pac-
NPOCTPaHeHHbIX HacnefCcTBEHHbIX 3aboneBaHUN.
YactoTa BCTpeyaemocTn B Mupe 35: 100 000 veno-
BeK. MonekynapHasa nNpuynMHa BO3HUKHOBEHWUA Bbl-
3BaHa MyTaLMsAMKM, KOTopble Bbi3blBalOT AedeKTbl B
6enkax HeMpoHoB. HepBHble CUMHasnbl NPOBOAATCA
AKCOHaMM, KOTOpble B CBOK ouvepefb MOKPbITbl MU-
eNMHOBOIN 060/104KON. BONbIUMHCTBO MyTaumK NpK
LUIMT nopaatoT MUeNNHOBYHD 0O0SIOUKY U HEKOTO-
pble akCOHbI [1].
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BCEX BO3MOXKHbIX TUNOB HacnefosaHua LUMT npe-
obnafjaeT ayTOCOMHO-AOMWHaHTHoe. Monekynsap-
HO-reHeTnYecKne NccneqoBaHNA B TeueHre nocnen-
HUX ABYX AeCATUIETUI NoKasann, YTo HacnecTBeH-
Hble HEeBPOMaTUN XapaKTEePU3YKOTCA BblparKeHHOW
reHEeTUYEeCKoN reteporeHHocTblo. [2]. OTgenbHble
reHeTnyeckne sapmaHTbl LUIMT moryT He pasnnyaTtb-
CA Ha KIMHNYECKOM YPOBHe, NMOCKoNbKy ana LUMT
XapaKTepeH 3HauuTeNbHbIN MeX W BHYTpUCeMen-
HbIA TONUMOP$U3M, MPUBOAALLMIA K NepeKpPblBaHNIO
¢$eHOTMNOoB paznuHbIX ¢opm Hesponatui. LLIMT
HacnegyeTca No ayTOCOMHO-AOMUHAHTHOMY, ayTo-
COMHO-PeLLeCCUBHOMY CLIeNSIeHHOMY C X-XpOMOCO-
Mol Tuny. OBHapyKMBaeTCA cermeHTapHasa Jemue-
NIMHN3aLMA B HEPBAX, B MbllLaX — feHepBaLua C sB-
NEHUAMA «TYYKOBOW» aTpOdUN MbILLEUYHBIX BOSTOKOH.
B Hauane 6GonesHnW XapakTepHbIMA CUMMNTOMaMMK
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ABMAKTCA MbllleYyHaa cnabocTb, Matonornyeckas
YTOMAAEMOCTb B ANCTalNbHbIX OTAENAX HUMXHUX KO-
HeuHocTel. bonbHble GbICTPO yCTaloT NpKY ANTeNb-
HOM CTOAAHUW Ha OAHOM MeCTe N HepedKo AN YMeHb-
LeHMs yTOM/IeHMS B MblllLax NpuberaoT K xoapbe
Ha mMecTe («CMMMTOM ToMTaHuA») [3]. Pexe 3abonesa-
HNe HauMHaeTCA C PacCTPOMCTB YYBCTBUTENbHOCTY —
6051, NapecTesnu, OLyLLEeHNA NON3aHNS MypaLleK B
ANCTanbHbIX oTAeNax Hor. CUMMeTpUYHbIe aTpodunn
NepBOHaYasibHO Pa3BMBAKTCA B MbllLaX rofieHen
n cton. MNopa)kakTca NepoHeanbHas rpynna mbiwy
1 nepeaHas 6onbluebepuoBan Mbllwua. Bcneacteume
aTpodun HOMM Pe3Ko CYXarTCsA B AUCTAsIbHBIX OT-
Jenax un npuobpetatoT Gopmy «nepeBepHyTbIX Oy-
TbIIOK» UK «HOT amcTax». Ctonbl dedopmupyoTcs,
MX MeJIKre MbILLbl MCUe3at0T, CTAaHOBUTCS BbICOKMM
cBog. [Mapes cTon n3meHseT NoxoAKy 60MbHbIX [4].

HdnarHos cTponTCa Ha OCHOBAHWW AAHHbIX reHe-
anornyeckoro aHanmsa (ayTOCOMHO-AOMWHAHTHBIN
ayTOCOMHO-PeLeCCUBHbIV, PeLecCUBHbBIN CLenseH-
HbIA C X-XpOMOCOMOW TUM HacneoBaHnA), 0cobeH-
HOCTe KIMWHWKN (aTpodun ANCTalNbHbIX OTAENOB
KOHEUHOCTel, pacCTPoNCTBa UyBCTBUTENBHOCTU MO
NOSIMHEBPUTUYECKOMY TUMNY, MeNeHHoe nporpec-
cupylollee TeueHWe), pe3ynbTaToB MMobanbHON,
NronbyaTon N CTUMYNALUWOHHOWM 3SNeKTpOoMMorpa-
bumn n B page cnydaer 6roncun Hepsos. Jdudde-
peHuMpoBaTb 3aboneBaHne ciefyeT oT ANCTaNIbHOW
Muonatnun loeepca-BenaHpepa, HacneacTBeHHON
ANCTaNbHOW CMUHANbHOW amMnoTpoPUKn, MUOTOHW-
yeckor ancTpodun, nepudeprnyecknx HerponaTui,
WHTOKCUKALUMOHHbBIX, WHPEKUMOHHbBIX MNOANHEBPU-
TOB 1 Apyrux 6onesHeri [5].

TpyaHoctn gnarHocTnkn LUMT cBA3aHbl ¢ KNWHK-
YyeckMM NoNMMOpPPU3MOM N FreHeTUUYeCKOWN retTepo-
reHHOCTbK. BaXHOW cocTanawowen paHHern Ana-
rHocTuKK LLUMT sBnsieTcs TwaTenbHO cobpaHHbIN ce-
MeMHbIN aHamHe3 (aHann3 pPoaoC/IOBHOM) 1, NO BO3-
MOXHOCTW, obcnenoBaHWe BceX OONbHbLIX USIeHOB
CemMby NepBON N BTOPOW CTerNeHn POACTBa, BKOUas
KIMHNYECKN aCUMNTOMHBIX («<340POBbIX») HOCUTe-
Nen MyTaHTHOrO reHa. 3TO BaXHO ANA YTOUHeHWA
TVMNa Hac/flefOBaHNS N pacyeTa reHeTMYecKoro pu-
CKa HacnepoBaHus LWMT B gaHHoOW cembe [6-10].

Y KNUHUYECKN CUMNTOMHBIX 60MbHbIX OCHOBHbIM
METOAOM [MArHOCTUKN sBnfeTca ¢$eHOTUNUpPOoBa-
HWe. Ha JoKNnHMYeCcKon ctaamn 3aboneBaHns, Npu
oTcytctBUM  SHMI-NpU3HakoB gemMuennHu3aumnn

NN aKCOHOMAaTUK, MOJNEKYNAPHO-TEHeTNYeCKoe NC-
CnefloBaHVe ABMAETCA eMHCTBEHHO BO3MOMXHbIM Me-
TOOOM paHHeln anarHoctnku WMT [11, 12]. Ho B ¢cBA3n
¢ Tem, yto [OHK-gnarHoctuka ABnAeTca Aoporocrod-
MM METOAOM AMArHOCTUKK, PefKo Aaxe KITMHNYECKN
NOCTaBNEHHbIN ANAarHO3 NOATBEPKAAeTCA MONEKYNAp-
HO-TEHETUYECKNM TeCTMpOBaHMeM. B OTAroleHHbIX
cembsax Npodurnaktnka LLIMT ocHoBbIBaeTCcA Ha Meau-
KO-TEHETNUYECKOM KOHCYMbTMPOBAHUN WM MpeHaTallb-
How AHK-anarHoctuke [13, 14, 15].

Lienb pa6oTbl. B cBs3K C yyalleHnem u pacnpo-
CTpaHeHNeM HacneACTBEHHbIX HepBHO-MbILLEYHbIX
3aborneBaHUN — MPUBECTU CBOE HabnoageHne N3 K-
HUYECKOTro CSlydad, KOTopoe MOXeT NMoMOoUb pacnos-
HaTb JaHHOe 3abo/eBaHMA Ha paHHeM 3Tane.

Matepuanbl u metogbl. B Pecny6nnkaHckyio
LETCKYI KIMMHUYeCKyto 60/IbHNLY T. ANMaTbl B OTAe-
neHve Hesponornu noctynui nauyneHt K.C. 12 net ¢
Xanobamuy Ha MblLLeYHYLo cNabocTb, yTOMAAEMOCTb,
ronoBHble 6onn. N3 aHamHeza 6bI710 M3BECTHO, UTO
pebeHok 6oneH ¢ 2007 rofia, Korga BrepBble 3ame-
TWNW YacTble CMOTbIKaHNA, YTOMIAEMOCTb MpPU He-
3HaunTeNbHON PU3NUECKON Harpyske. Ha snekTpo-
Helipomunorpadum ¢ 2010 roga: rpyboe cHUXeHne
amnnTyabl M-oTBeTa U CKOpPOCTU MpoBefeHnAa no
MOTOPHBIM M CEHCOPHbIM BeTBAM ManobepuoBbIX
HepBOB ¢ 06enx cTOpoH. CHUXKEHME CKOPOCTMX NPo-
Be[leHNA Mo MOTOPHbIM BETBAM CPeMHHOIo HepBa
CrpaBa, UTo COOTBETCTBYeT HaCNeACTBEHHOW CeH-
COMOTOpPHOW Helponatum Lapko-Mapu. B HoAGpe
2015 roga Haxogmnca Ha CTaulMOHaApPHOM fieyeHUun
B8 [Ob N°2 oTaeneHnn Hesponoruuv r. Anmartsbl, rage
BbICTaB/IeH ANAarHo3: HacneACcTBeHHOe HEePBHO-MbI-
lWeyHoe 3abonieBaHne, ayTOCOMHO-JOMUHAHTHbIV
TMN HacnefoBaHnA. CeMelHbIR aHaMHe3 oTAroLeH
No MaTePUHCKON NNHWKW (HacneACTBEHHasa CEHCOMO-
TopHas HelponaTtua Wapko-Mapu-TyTa y 6abyLuku).

CocToaHMe Npu NOCTYMNEeHUN CpefiHel cTeneHn
TAKECTN.

Hesponornuecknin cratyc — [onoBa OKpyrnomn
¢dopmbl. UMH - 3puTenbHan peakuma Xopoluas, ras-
Hble Wenu [=S, 3pauku okpyrnow ¢opmsbl, MTO3a HeT.
KoHBepreHUna 1 akkomogauma COXpaHeHbl, OBW-
MeHus rnazHbiX 610K B NOIHOM obbeme. fA3bIK Mo
cpefiHel nuHUK. bynbbapHas rpynna He HapyLleHa.
Crna mbiwy, cHuxeHa. ToHyc mbiwy anddysHo cHU-
XeH ro Bcem rpynnam. lmnotpodus mbllL nieyeso-
ro Nosca, Ta30BOro NoACa, MPOKCUMANbHbIX OTAENOB
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KoHeuHocTel. CyxoxunbHble pednekcbl ¢ BEPXHMWX
KOHEUHOCTEN — BbI3bIBAKOTCA, C HUMHUX KOHEUYHO-
CTel-KOMeHHble 1 axWinoBbl TOPNUAHbL. Hapylue-
HMe ocaHKn — Kudockonmos, gedopmauma ceoga
cTon no Tmny ¢prapenxoBCKon, TMNoTpodUs MbiLLLL
ONCTaNbHbBIX OTAENOB HUMXHUX KOHEUHOCTEN, NTerkunii
cTena nNpu xoAbbe, HapyLleHne YyBCTBUTENBHOCTH
No NOSIMHEBPUTUYECKOMY TUMy. KoOpAWHATOPHble
nNpo0bl BbIMoHAET. OYHKLUIO Ta30BbIX OPraHOB KOH-
TPONUpYyerT.

ComaTtnyecknin ctatyc — CamouyBCcTBUE He CTpa-
naeT. KoxkHble MOKPOBbI UACTblE, OBBbIYHO OKpacKN.
NumddaTtnueckune y3nbl He yBennyeHbl. B 3ese cno-
KOWMHO. B nerknx AbixaHme Be3UKYNApPHOE, XPUMoB
HeT. CepfeuHble TOHbl ACHble, PUTM MNPaBUSbHbIN.
MepKyTOPHO rpaHULbI cCepAaLa U Ierknx He yBenunye-
Hbl. ?KNBOT MSATKUIA, 6e360ne3HeHHbIN. MNeveHb Npu
nanbnaunn He yBennMYeHa, cefnie3eHka Npu nanbna-
U1K He ysennuyeHa. CUMMTOM NOKONaUNBaHUA OTPU-
uatenbHbid. Ctyn odbopmieHHbIN. MoyeuncnyckaHue
cBobofIHOE B HOpMe.

MpoBeaeHo o6cnegoBaHme:

O6wwnii aHanu3 Kposu - 3p — 4,63*10'%/n, He -
148 r/n, UM - 0,95 %, L - 8,6 *10%n, c/a - 42 %,
M= 7%, numd -48 %, COD - 2 Mm/uac.

KpoBb Ha KpeaTnHdpochokmHazy — Obuiana KOK —
373,7 U/L.

KpoBb Ha naktatgermgporeHasy — Obuwas JIAI -
201,3 U/L.

2xoKlI - HepgocTaTouUHOCTE MUTPaANbHOIO Knana-
Ha C MMHUMaNbHOW CTeNeHbI peryprutaunm.

Mo paHHbIM 3neKkTpoHelpomuorpadum 3ape-
FMMCTPUPOBAHO CHWXKEHME CKOPOCTN MNpoBeAeHUs
UMnNynbca No ABMraTenbHbIM HEPBaM KOHEUHOCTEN.
OHOBPEMEHHO OTMEUEHO CHIXKEHWe aMMInTyabl
M-oTBeTOB y 60/bHOTO.
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Mo pesynbratam OHK-aHanv3a ycTaHOBNEHO, UTO
npuumHon 3aboneBaHWA sBWNAcb AyNAMKaLWUA B
reHe nepudepunyeckoro 6enka mmennHa (PMP 22).

BbiBopgpbl. Taknm oOpasom, yuynTbiBas AaHHble
aHaMHe3a, HEBPONOIMUYeCKoro CraTyca, MHCTPYMeH-
TabHbIX 1 NabopaTopHbIX KccnefoBaHUU Obino
CAenaHo 3aK/yUeHKre, YTo Y NaLneHTa UMeeT MecTo
HOaHHoe 3aboneBaHue. KnnHnyecknii guarHos 6bin
NnoATBepXKAeH HaMu Helipodr3noornyeckn u re-
HeTnyeckmn. [aHHble 3neKTpoHelpomuorpadmm co
CHUXKeHNEM CKOpPOCTWU MpoBeAeHUA UMMyfbca Mo
ABuraTesibHbIM HepBam KoHeuHocTelh 1 [HK aHa-
NN3a C Hannumem JynavKauun B reHe nepudepnye-
cKkoro 6enka muenuHa (PMP 22), cooTBeTcTBYIOT Ans
BbllLleyKa3aHHOro AnarHosa. lNprHAB BO BHUMaHWA
Knaccuuyeckoe NposiBfieHre KIMHUKK JaHHOTo 3a60-
NeBaHWA, NOSABUTLCA LWAHC onpefennTb U pacnos-
HaTb LLUMT B HauyanbHoOW cTagun.

bonesHb Llapko-Mapu-TyTa moxeT 6bITb AMa-
FTHOCTUPOBaHa MNpPY HaNNYMN XapaKTepHbIX CUMMTO-
MOB 1 C MOMOLLUbK U3MEPEHUSA CKOPOCTU SNEKTPO-
mMuorpadum, 6UonNcnn HepBsa, a TaK ke MyTem aHa-
nn3a OHK. OHK- TecTupoBaHne MOXKeT daTb OKOH-
yaTenbHbIN, [AOCTOBEPHbIA AMarHo3, HO He Bce
reHeTUYyeckue mapkepbl gna LWMT Ha cerogHa
ABNAKTCA M3BeCTHbIMK. [lepBbiIM cumnTomom 6o-
ne3Hu ABnaeTcA cnabocTb B roneHn 1 gedpopmauns
ctonbl. Ho camn no cebe Npr3HaKu He ABAAKOTCA OC-
HOBaHMeM [N ycTaHOBNEeHUA AmMarHo3a OonesHu,
WUMeHHO MO3TOMY MauueHTbl AOMKHbI ObITb Hanpae-
neHbl K HeBponaTosory. Takum obpa3om, Ha KINNHK-
Uyeckom Mpumepe ybeanTenlbHO MOKasaHo, UYTo MO-
NeKyNApHO-TeHeTUYECKoe UCCefoBaHNE NEXUT B
OCHOBE AMAarHOCTUKN HOCUTENE MyTaHTHOIO reHa 1
ABNAETCA OCHOBHbIM BO3MOXHbIM NOAXOAOM K Npo-
bunakTMke nNporpeccupoBaHna HaceACTBEHHOW
Henponatun lapko-Mapu-TyTa.
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ILAPKO-MAPU-TYT T¥KbIM KYAJIAUTbIH AYPYbIHbIH
NEAUATPUALOA KE3AECYI

MakcaTbl. Makanaga »eke KAWHWKanbIK 6akbl-
nayparbl TyKbiM KyanaiTbliH LUapko-Mapn-TyT ay-
PYbIHbIH MalimeTTepi KenTipinreH. bepinreH makana
KemerimeH sp Typni KNMHWKanblk 6enrinepi TaHbIn,
6iny »KoHe epTe AMArHOCTWKa Xacay TUimainiri 3epT-
TenreH.

dgicrepi. Aypy cuHgpompapbl 6ap HayKkacTbl
KNMHWKaNbIK TYpFblia 3epTTey oHe nabopatopu-
ANbIK MaiMeTTepAi YCbiHY.

HatmxKeci. [narHoCcTuKaHbIH »Kannbl TUiMAiniri

YKSHe HaTuKenepi anbiHabl. TonblK NabopaToprasnbIK
XOHe KNNHMKaSbIK MaIIMETTepP YCbIHbIAbI.

KopbITbIHAbI. KNMHUKabIK MaslimeTTepre cyne-
He OTbIPbIM, HAYKACTblH aHaMHe3iH, acranTblK KsHe
3epTXaHanblK MINiMeTTepdi eckepe OTbIpbIM, Kep-
ceTinreH aypyablH Oenrinepi Tabbingbl. Makanagarbl
MaMiMeTTep TUIMAI ANAarHOCTUKaNbIK 3epTTeynepre
ynec Kocafbl.

Herisri cesgep: LUMT, ayTocomabl-AOMWHAHTTbI
TYKbIM Kyanay Typi, PMP22.
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SUMMARY

A. Galym
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CASE OF HEREDITARY NEUROPATHY
CHARCOT-MARIE-TOOTH IN PEDIATRICS

Objectives. The goalistoimprove early diagnosis,
analyze the causes of late diagnosis, develop an
algorithm for diagnostic help.

Methods. The article presents the results of
clinical, instrumental and laboratory examination of
the child, patient K.S., 12 years old.

Results. The article provides a case of own
clinical observation, which in turn can supplement
the list of clinical cases of the disease and increase
the possibility of timely diagnosis

Conclusion. Taking into account the history,
neurological status, instrumental and laboratory
studies, it was concluded that the patient has this
disease. The clinical case will contribute to the study
of this hereditary disease.

Key words: CMT, an autosomal dominant pattern
of inheritance, PMP22.



