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BBepeHue

BbonesHb Lapko-Mapu-TyTta (HeBpanbHaa amuoTpodus LLlapko-Mapwu, HacneacTBeHHas MOTOPHO-ceHcopHasa HesponaTtua (HMCH))
06beANHAET TPyNny reHeTUYECKU TFeTeporeHHbIXx 3aboneBaHuit nepudepunyeckoin HepBHoW cuctembl (MHC), XapaKTepwusyowmxcs
CMMNTOMaMM NPOrpeccupyoLLLeit NoAMHeNpPoNnaTUM C NPENMYLLECTBEHHBIM NOPAXKEHNEM MbILLL, ANCTANbHbIX OTAEN0B KOHeyHocTe. HMCH
ABNAETCA CaMbIM YacTbIM Cpeau HacneacTBeHHbIX 3a6oneBanHuii MHC. PacnpocTpaHeHHOCTb eé B pasnnyHbIX Nonyaaumax sapbupyeT ot 10
00 40 cnyyaes Ha 100 Tbicay HaceneHus. B HacToAwee Bpems nssectHo 6onee 40 nokycos 1 20 reHOB, MyTaLMKN B KOTOPbIX OTBETCTBEHHbI
3a pa3BuTUe peHotuna HMCH.

OnarHoctuka HMCH OCHOBbIBaeTCA Ha KAMHUYECKUX [JaHHbIX, pe3y/ibTaTax 3/eKTpoHelpomuorpadum (IHMT), a Takxke [OHK
AMAarHoCTUKM, NO3BONAIOLLEN HEe TONbKO AOCTOBEPHO ONpeaevuTb TUN MyTaLlumM, HO U NPOBECTU MeANKO-TeHETUYECKOE KOHCY/IbTUPOBAHME.

Bce HMCH no pesynbtatam SHMI u mopdonornieckum npusHakam AensaT Ha TPU OCHOBHbIX TMNa: 1) aemuenmHmsmpytowmii (HMCH 1),
XapaKTEPU3YIOWMICA CHUMKEHMEM CKOPOCTU nposegeHusa umnynbca (CMW) (CMU no cpefmHHOMY HepBy < 38 m/c), 2) aKCOHanbHbIM
BapuaHT (HMCH II), xapaKTepusyowmiica HOPMabHOW MAM HECKOMIbKO CHueHHon CMW (CMW no cpeguHHomy Hepsy > 38 m/c), 3)
MPOMEXYTOYHbIA BapuaHT co CMUM no cpeaMHHomy Hepsy oT 25 go 45 m/c. SHMI uccnegoBaHWe MMeeT BaKHellee 3HadeHue ans
nocnegytowein AHK-ANarHOCTUKKM, Tak Kak NO3BOIAET ONpeaenTb ONTUMA/bHbIN aNrOPUTM MOJIEKYNAPHO-FeHeTUYeckoro obcnenosaHus
ONA KaX[oro nauneHTa ¢ HAMMEeHbLUMMW 3aTpaTaMn BPEMEHW U CPEeACTB.

HecmoTps Ha [OCTUNKEHUA HelporeHeTUKM B auarHoctuke HMCH, BbisiBneHue 3Toro 3abonesaHns o4eHb YacTO NPOUCXOAUT yKe Ha
No3gHMX CTagmax, Korga 3G¢GeKTUBHOCTb NedyebHbiX U peabunuUTaumMoHHbIX MepPONpPUATUA HU3KaA. TPYAHOCTU pPaHHEN KAMHUYECKOM
AMArHOCTMKM CBA3aHbl C MAaOCMMMNTOMHbIM TedyeHnem 601e3HU, GEHOTUNNYECKMM NOMMOPPU3IMOM M TEHETUYECKOI reTeporeHHoCTbIo. B
HacToAlee MOMEHT ieyeHne HMCH HOCUT cumnTomMaTUYECKUit XapaKTep.

Hanbonee BaKHOM 3ajayelt neyeHUn ABNAETCA COXPAHEHWE MOTOPHbIX OYHKUMWA. [NA 3TOro pPeKoMeHAYT WHAMBUAYANbHO
nofobpaHHyo ¢u3noTepanuio U nevyebHyl0 TMMHACTUKY, HO YYWUTbIBAIOT, YTO GONbHbIM cneayeT m3beratb nepeHanpsaxewua. Ona
ncnpasneHuna npobnem, Bbi3BaHHbIX Aedopmauuennt CTon, MOTyT MCMONb30BATbCA CneuManbHble KpenieHus, KOTopble NOMOoratoT
KOHTPO/IMPOBaTb TblIbHOE CrMbaHue CTOMbl U roNeHU, HeCTabuabHOCTb FONEHOCTOMHOMO CycTaBa W, 3a4acTylo, obecrneuymsatoT nydlee
YyBCTBO paBHoBecua. AHOMaIMK Xo04b6bl MOTYT BbITb UCMPaBAEHbI MYTEM MCNOb30BaHMA PasHbIX TUMNOB noaTaxKek (ankle-foot orthoses).
OpToneanyeckas obyBb TaKKe ABAAETCA Ba)KHbIM HAMNpaB/ieHWEeM KOPPEeKLUMU NOXOAKW. BonbHbIX go/mkeH Habawgate noguatp. Mo
MHEHWIO psAfa OpTonenoB, onpeaeneHHbIN ycnex MMeeT XMpypruyeckan Koppekuusa gedbopmavmm cton.

OnucaHne KNMHUYECKOro cay4yasn

Mop Hawwum HabngeHvem HaxoauTca naumeHT A., 33 feT, KOTOpbI NPeabABAAN Kanobbl Ha cnabocTb B MbIILAX AWUCTaNbHBIX
OTZeNI0B KOHeYyHoCTel, AedopmaLMIo CTOMN, HapyLWeHWe NOXo4KK, 3aTPYAHEHUA NPU NepeaBuKeHUn B TeMHoe Bpems cyToK. OKasanocsb,
YTO C AeTCTBa Yy Hero Mmenacb 0CO6EHHOCTb CTPOEHMA CTON (BbICOKMI CBOA), OAHAKO HWKAKWUX 3aTPYAHEHWW B CBA3U C 3TUM OH He
ucnbiTbiBan. C 1996r. (16 net) nocne nepeHeceHHOW TPaBMbl (BbIBUX MPABOro rOJIEHOCTONHOrO cycTasa) ctana 6ecnokonTb cnabocTb u
YTOMAAEMOCTb B MbILILLAX AUCTA/IbHbIX OTAEN0B HOF, YTO B TO BPEeMA CBA3aAM C nocaeactsnamun Tpasmbl. Cnycta 10 net (c 2006r.) ctanu
3aMeTHbIMW BbIparKeHHble Aedopmaumn CTOM, Hapylwuaacb noxogka. B 2010r. npucoeauHwunacb €nabocTb B pyKax, HapylleHue
YyBCTBUTE/IbBHOCTU B CTOMAXx, B CBA3M C YeM CTaj 3aTPYAHATCA MPpU NepeasBuKeHnn B TeMHOe BpemMa cyToK. OfHaKo K HeBpO/Ioram naumeHT
He obpawanca. B ceHTabpe 2012r. ¢ onMcaHHbIMK Bbiwe Kanobamu obpatunca Kk optonegam (PreyY «CapHUUTO» M3 P®P), KoTopble
3anogo3punan HMCH. [uarHos 6bin noaTBepaeH HeBposorom nocne nposegeHuna SHMI. C uenbio KoppeKkuuu rpyboii gedopmaumm cton
B PIBY «CapHUUTO» M3 P npounsseseH apTpoaes NPaBoro roIeHOCTOMHOro CycTaBga.

B HacTosAlee BpemA B HEBPO/JIOrMYECKOM CTaTyce OnpenenseTca CUMMMETPUYHBIN AUCTaNbHbIM Nnepudepuyeckuii TeTpanapes, bonee
BbIPa*KEHHbIW B HOTax; HapyLUeHWe YyBCTBUTE/IbHOCTM MO NOJIMHEBPUTUYECKOMY TUNY; Aedopmauma cton no Tuny ®Ppuapeinxa; HapyLweHua
KOOPAMHALMMN NO TUMY CEHCUTUBHOM aTaKcuK. BblleonncaHHoe 0b6ycnaBANBaET BblPaXKEHHbIE HAPYLLEHUA NOXOAKM.

Mpu ctumynaumonHon SHMI obHapy»KeHbl NPU3HAKKU TPY6Oro A4eMUeNNHUBUPYIOLLErO NOPaXKEeHUA MOTOPHBIX U CEHCOPHbIX BOJIOKOH
nepudepuyecknx HePBHbLIX CTBOIOB KOHEYHOCTEN (C pe3kMm cHukeHnem CIMW), noaTeep:kaatoLiee avarHos HUCH.

Ha ocHoBaHMM aHann3a KAMHWYECKMX AaHHbIX 1 pe3ynbtatoB SHMI anarHoctuposaHa HMCH LWapko-Mapwu-Tyta | Tuna.

Mpu obpalleHnn naumeHTa NPOBEAEHO MEAUKO-TEHETUYECKOE KOHCY/IbTUPOBAHUE, B paMKax KOTOPOro obcy:Kaancs BONPOC O pucKe
poxaeHusa y bonbHoro A. pebeHka, KOTopblii moxkeT 3abonetb HMCH.

Mpu aHanmse poaocnoBHol cembu A. (puc.1l) okasanocb, Yto npusHaku HMCH nmetoTcs He TobKO y NpobaHaa, HO Uy ASAW MO IMHUK
maTepu. lNpoasneHnsa 3aboneBaHMsa y Apyrux cubCOB, PaBHO KaK WM Yy APYrMX POACTBEHHMKOB, BKAOYaA poauTeneit npobaHaa,
OTCYTCTBOBA/IM, YTO 3aTPYAHWNO onpedeneHve TUMa HacnenoBaHuA. Mpu ayTOCOMHO-JOMUHAHTHOM TUMe HacnefoBaHUA BEPOATHOCTb
poxaeHua pebeHKka (ntoboro nona), Kotopbiii 3aboneetr HMCH, coctasnset 50%. Mpu X cuenneHHOM SOMUHAHTHOM TUMe HacneaoBaHUA
Bce foyepun 6onbHoro otua 6yayT 60/bHbI, @ CbIHOBbA — 340POBbI.
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PuyHok. 1. PogocnoBHas

MonekynapHo-reHeTU4Yeckne uccnenoBaHua nposegeHbl B nabopatopun OHK-guarHoctkn MPHL, PAMH. Mo pesynbtatam AHK-
aHanusa y nauueHta obHapyKeHa Hambonee vactas npu HMCH | TMna mytauma — aynavkaums Ha xpomocome 17pl11.2-pl12 (nokyc
LLIMT1A). Takum 0bpa3om, AMAarH03 MOTOPHO-CEHCOPHOW HelponaTuu | TMNa OKOHYaTeIbHO NOATBEPKAEH MONEKYNAPHO-TEHETUYECKMMMU
meToaamu.

Mpw NnpoBeaeHUN MeaMKO-TEHETUYECKOTO KOHCYIbTUPOBAHMA YCTAHOB/IEHO, YTO pebeHOoK, poamBLINICA Yy NpobaHaa, MOXKeT 3abosieTb
HMCH c sepoaTtHocTbio 50 %.

Ocob6eHHOCTAMM AAHHOTO KAMHUYECKOro C/ly4an ABAAIOTCA NO34HAA AMArHOCTUKA 3aboneBaHua; HbICTPO Nporpeccupytollee Te4eHne ¢
pa3suTHEM gedopmauumm CTON U PaHHEN MHBANUAM3AUUK, YTO NOTPebOBaNO NPOBEAEHUS XMPYPTMYECKON OPTONEANYECKON KOPPEKLUM.
Kpome Toro, HeTUNMYHbIM ABAAETCA OTCYTCTBME NPM3HaKoB 3aboneBaHusA y pogutenei npobaHpa nNpy ayTOCOMHO-AOMUHAHTHOM TUNe
HacnegosaHna HMCH.

BbiBOAbI

[Ona obecneyeHUss paHHEro BbIABAEHUA U MPOOUNAKTUKM MHBanuamsaummn npu HMCH Heobxoaumo wmpe Mcnonb3oBaTb METOAbI
MO/IEKYNIAPHO-TEHETUYECKOM AMArHOCTUKM; MOBbICUTb HACTOPOXKEHHOCTb MPAKTUKYIOLWMUX Bpayeil B OTHOLIEHUM [aHHOM MNaToNOrnu;
obecneynTb MeXAUCLMNANHAPHbIX NOAXOA B AMArHOCTUKE U BegeHuu naumeHToB ¢ HMCH, WKMPOKO Mcnonb3ys, Kak opToneauyeckyto
06YyBb 1 OpTe3bl, TaK U (N0 CTPOrMM MOKA3aHMAM) METOAbl XMPYPruyecKoi KoppeKkuun gedopmaiimm cton.
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