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Beeoenue. Hacnredcmeennoie momopHo-cencopHuie Hetiponamuu (HMCH, 6oae3us llapxo—Mapu—Tyma) — eenemuuecku eemepoeennas
U KAUHUMEeCKU NOAUMOPGhHAs epynna 3a001e8aHULL ¢ RPEUMYU,eCBEHHbIM NOPAdCeHUeM nepugepuueckoil HepaHoli cucmemsl. I[Ipagurvhas
nepeuuHas OUaeHOCMUKA 3Mux 3a601e6aHuUll A6A5€MC OMNPABHOU MOUKOU 05 NAAHUPOBAHUS OanbHelulel MONeKYAAPHO-eeHemUYecKol
duaeHoCMuKu.

Ileab uccaedosanusn. Ananuz nepsuunoii duaenocmuku HMCH oas danvuetimeeo cosepuiencmeosanus cneyuanru3upo8anHoli MeouKo-2e-
Hemuueckoli NOMOWU NAYUEHMAM U UX CEMbSIM.

Mamepuaavt u memoodst. Mol nposeau ananuz 260 nepguunvix OUA2H0306 NAUUEHMOB8, HANPABAEHHBIX HA KOHCYABMAUUIO K HellpoeeHemu -
Ky u e3samuix Ha yuem ¢ ouaenozom HMCH e Meduko-eenemuueckoii koncyavmayuu 3a nepuod ¢ 1970 no 2016 e.

Pesyasmameot. Bcezo 3apecucmpuposano 17 sapuanmog HanpagumenvHolx 0uaeno3os nayuenmos ¢ HMCH, komopuie Obiau noopazdenerut
Ha 3 nodepynnui: HacredcmeeHHble 3a001e8aHUs. HEPBHOL U HEPEHO-MbIUIeHHOU cUCIEM, dpyaue 3a001e6aHUS HEPEHOU CUCIEMbL, 3a00Ae8aHUs
dpyeux cucmem. [lpasunvhbiii duaeno3 6bin ykazan uymo bonee uem 6 nonosute (58,1 %) ecex cayuaes nepsuunvix Hanpaenenui. Camoim
yacmoim (10,8 %) owubounvim Hanpasumenvhvim duaznozom navuenmos ¢ HMCH okaszanace 6onesns Ppudpeiixa. borvuuncmeo owubou-
HbIX HANPABUMENbHbIX OUARHO308 MO210 GblMb YEEPEHHO UCKAIOHEHO HA CMAOUU NEPEUUHOI KAUHUMECKOI OUACHOCMUKU UAU NOCAE NPOBEOeHUs
anekmporelipomuozpaguu. B yeaom 3a nabarodaemuiii epuoo 603poc NPOUEHM NPABUALHBIX HANPABUMENbHBIX OUACHO308, A MAKJICe Cyuje-
CMBEHHO YMEHbUUACS CNEKMP OUUOOUHBIX OUACH0308, YMO C8UAemeabCmBYyem 0 nosbiuleHuU uHgopmuposarnnocmu epaveli o HMCH.
3axarouenue. Jlns danvhetiueeo yayuuenus ouaenocmuxu HMCH npaxmuueckum epauam nHeodxo0umo yoeasimos 601buiee BHUMAHUE AHA-
AU3Y CeMeliH020 AHAMHe3a ¢ KAUHUMEeCKUM OCMOMPOM 6ceX 00CMYNHbIX POOCMBEHHUK08 NpobaHda.

Karouesvte croea: HacredcmeenHas MOMOPHO-ceHCOpHAs Heliponamust, 6oaesus lllapko—Mapu—Tyma, dugpgepenyuanvras ouasnocmuxa
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Background. Hereditary motor and sensory neuropathies (HMSN, Charcot—Marie—Tooth disease) form genetically heterogenous and
clinically polymorphic group of diseases which predominantly affect peripheral nervous system. Correct primary diagnostics of these diseases
is a starting point for planning subsequent molecular and genetic diagnostics.

Objective. Analysis of primary diagnostics of HMSN for subsequent improvement of specialized medical and genetic help for patients and
their families.

Materials and methods. We analyzed 260 primary diagnoses of patients referred to a neurogeneticist for consultation and registered
in the Genetics Consultation Clinic with the diagnosis of HMSN between 1970 and 2016.

Results. A total of 17 variants of referral diagnoses of patients with HMSN were identified. They can be divided into 3 subgroups: hereditary
diseases of the nervous and neuromuscular systems, other diseases of the nervous system, diseases of other systems. A correct diagnosis was
listed in a little more than half (58.1 %) of all cases of primary referrals. The most common (10.8 %) erroneous referral diagnosis of pa-
tients with HMSN was Friedreich’s ataxia. Most of erroneous referral diagnoses could be confidently ruled out at the stage of primary clini-
cal diagnosis and after electroneuromyography. Altogether, in the observed period percentage of correct referral diagnoses increased while
the specter of erroneous diagnoses decreased significantly which attests to increased doctors’ awareness of HMSN.

Conclusion. In order to improve HMSN diagnostics doctors should pay more attention to analysis of family medical history and perform
a clinical examination of all proband’s available relatives.
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BsepeHue

HacnencrBeHHBIE MOTOPHO-CEHCOPHBIE HEMpOMaTHn
(HMCH, 6ones3ns lllapko—Mapu—TyTa) SIBISIIOTCS TeHE-
THYECKM TETEPOTCHHON M KIMHUYECKH ITOTUMOPOHOM
TPYIIIOi 3a00JIeBaHI C TIPEUMYIIECTBEHHBIM ITOPasKEeHM -
eMm nepudepudeckoit HepBHOI cucTeMnl [1]. Yaie Bcero
HMCH manudectupyioT B 1—2-M IeCATWIETUSIX KU3HA
€O C1a00CTH ¥ YMEHBIIICHNSI 00BEMOB MBIIIIIL CTOIT ¥ TOJIe-
Helt, n3MeHeHHUs (hOPMEBI CTOIIBI, pexXe — ¢ 001 B HOTax.
B pasBepHyTOI KTMHIYECKOM KapTUHE 00JIE3HU MPEICTaB-
JICHBI OCHOBHBIE CHMIITOMEI B BHUJIE JBUTATCIBHBIX pac-
CTPOCTB, YyBCTBUTEILHBIX M BETETATUBHO-TPO(PUICCKIX
HapyIIeHWI B OUCTAJbHBIX OTAEJIaX KOHEUYHOCTE 1 Je-
dopmatmu cron. K 1omorHATEIHBIM CHMITTOMAaM 3a00-
JIeBaHMST OTHOCSITCSI CCHCUTHBHAS aTAKCHsI, TIOCTYPATbHBIN
TpEeMOp, HUCTArM, B PEIKUX CIIyJasiX OIMMCAaHbI CHIDKCHUE
ciyxa, ckoimo3 [2, 3]. B ximaccudukannm HMCH yureHb
3JIEKTPOGHU3NOJIOTMIECKIE XapaKTePUCTUKH, TUIT HaCIe-
IIOBaHWSI W MOJIEKYJISIpHO-TeHeTUUeCKU medekT [4].
Hanansle anexkrpoHeiipomuorpadum (DHMI), a umeHHO
ITOKAa3aTeIM CKOPOCTH PaCIIPOCTPaHECHUS BO30YKICHMS
(CPB) no gBuraTeIbHBIM BOJIOKHAM CPEAMHHBIX HEPBOB,
MO3BOJISIIOT BBIIEINUTh Aemuenuuusupylommii (HMCH
1-ro tuma, CPB < 38 m/c) u akconanpHbIi T (HMCH
2-ro Tima, CPB > 38 M/c) [5], a Tak:Ke TPOMEXyTOUHBIC
Bapuantel HMCH [6]. Cpean ocHoBHBIX THITOB HMCH
BCTpPEYAIOTCS] ayTOCOMHO-IOMUHAHTHBIC, ayTOCOMHO-Pe-
LIeCCUBHBIC 1 X-HacjemyeMmble ¢opMbl. Kaxkmprii u3 oc-
HOBHBIX THITOB OMIpa3neisieTcsl Ha HECKOJBKO IECSITKOB
TeHeTHYEeCKMX IOATUITOB. Harbosee TOYHBIM METOIOM Irar-
Hoctuku HMCH gBnsercs MoneKyIsapHO-TeHeTUIeCKUit
aHaJIM3, HO C YIETOM YK€ M3BECTHOI'O HayKe KOJIMUECTBA
TeHOB 00J1e3HU (MX ormcaHo oKos1o 80 [7, 8]) HOHSATHO, YTO
IOMCK TAaTOTeHHOI MyTalliM B KOHKPETHOM ClIydae 00-
JIE3HW MOKET 0Ka3aThCsI TPYAOEMKHUM U JIOPOTOCTOSIIIHIM.
s TITaHNPOBAaHUSA U OCYIIIECTBIICHUS MOJICKYJISIPHO-Te-
HETUYIECKOTO aHalIM3a OCOOYI0 BaXXHOCTb IIpHUOOpeTaeT
IIpaBWIbHAS TIEPBUYHAS KIIMHUYecKast muarHoctuka HM-
CH, xotopas He BbI3BIBACT CYIIECTBEHHBIX 3aTPYIHECHUI
Y IOATOTOBJICHHBIX CIICIINAJIMCTOB-HEBPOJOTOB B CIIy-
YasiXx JOMUHAHTHO HacJIeayeMBbIX (OpM, HO MOXET OKa-
3aThCSI BEChMa CJIOKHOM B CIOPAIUUECKUX CIIyJastX WIn
CIIyJasix ¢ HesICHBIM ceMeTHBIM aHaMHe30M. Heobxommmo
IIOMHUTD O TOM, 9TO MAIlMEHTHI TIOMUMO HEBPOJIOTa Hepe-
JIKO 00paImaioTcs K APYTUM CITeIIMaINCTaM — TepareBTy,
opTomenmy, KOTOpble HE BCerma MOTYT 3aIlOZO3pUTh He-
BpaJIBHBIN XapaKTep MOpaXkKeHUS 1 MPaBUILHO OIIPEICITUTh
JMATbHEHNIITYI0 TAKTUKY 00CIeI0BaHMS OOJIBEHOTO.

CotpyogHnkamMu MenruKo-TeHeTUIeCKOM KOHCYJIBTa-
uuu (MI'K) Pecny611MKaHCKOrO MepUHATAIbHOTO LIEHTpa
(paHee Ha 6a3e Pecny0mmMKaHCKOM KITIMHITIECKOM OOJTbHULIBI
(PKB) nm. I'T. KyBaroBa) Ha rmpotstkeHnm oostee 40 et Be-
IyTCS yIeT W IMHAMUIeCKoe HaOJIoMeHNe 3a MalueHTaMI
¢ HMCH, HamnpasisieMbIMA HEBpOJIOTaMU U3 paifOHOB 1 TO-
ponoB Pecryonuku baiikoprocras. st cucrematu3auum
TOJTyYaeMbIX JAHHBIX MCIIOIB3YeTCSI aBTOMATU3MPOBAHHBIA

peructp manyeHToB ¢ HMCH [9]. B mocenHme romsr B co-
TPYIHWUYECTBE C MOJIEKYJSIPHBIMUA TeHeTUKaMu MHcTHTyTa
OMoXMUU 1 TeHeTUKU Ydumckoro HayyHoro ueHtpa PAH
B0 MHorux ceMbsix c HMCH ynanocs BepudupoBars 1ua-
THO3 OTIPEIeJICHHOTO TeHETUUECKOTO TIOATHUITA 3200JIeBaHs.

eab nccnemoBanus. AHAIN3 IEPBUIHON TMATHOCTH -
xu HMCH y naunenTos, HartpaBiieHHbIX B MI'K B mepuon
¢ 1970 mo 2016 r., o151 JAbHEMIIIErO COBEPLIEHCTBOBAHMS
CIIEIINATU3UPOBAHHON MEINKO-TeHETUICCKOI TTOMOIIN
MaleHTaM 1 UX CEMbBSIM.

Mamepuanbl U Memopbl

Mpel ipoBeiv aHau3 260 mepBUYHBIX UATHO30B I1a-
IMEHTOB, HAIIPABJIIEHHBIX Ha KOHCYJBTAIIMIO K Heipore-
HETUKY M MOCTaBJeHHbIX Ha ydyeT B MI'K ¢ nuarHozom
HMCH B ntepuoz ¢ 1970 mo 2016 . Y 177 G0abHBIX OBIT
ycraHosieH aunarno3 HMCH 1-ro tuma, y 62 — HMCH
2-ro tuma. B 21 ciyyae ycranosuts Tinm HMCH He ynanoch
M3-3a OTCYTCTBUS B IIpeiCTaBIeHHOM 3aKimodeHn DHMI
nudpoBeix 3Ha9eHUT CPB 110 mBUTAaTEIFHBIM BOJIOKHAM
CPEIMHHBIX HEPBOB; BO3MOXKHOCTB ITPOBEACHNS IIOBTOPHOI
DHMI 6bu1a nckmoueHa (B 9 cirydasix n3-3a oTKasza nmaim-
€HTOB, B 12 ciry4asix n3-3a nx cMeptn). JJHK-nmmraraoctrka
6nu1a BeITIoHEeHA y 108 60obHEIX HMCH 1-roTHmany 12
naureHToB ¢ HMCH 2-ro tuma. IlpoBomuiach olieHKa
BCETO CIIEKTpa HalpaBUTEIbHBIX TUATHO30B 1 €TO NU3MEHE-
HUI Ha MMPOTSDKEHUH YKa3aHHOTO BPEMEHHOTO TTPOMEKYT-
Ka, a TAK’Ke CpaBHEHME KOJIMIECTBA OIIMMOOYHBIX TMarHO30B
y naupenToB ¢ HMCH 1-ro u 2-ro Tnmnos, opopMIIeHHBIX
CITeITATNCTaAMI-HEBPOJIOTaMU U3 PAOHHBIX ITOJIMKIIMHUK,
TIOJIMKIIMHUK T. Y(PBI ¥ IPYTUX TOPOIOB PECITYOIMKH, a TaK-
ke HeBpoJsioramu noaukinHuku PKb um. I.T. KyBaTtosa.

Pesynbmamb! u 06cyaeHue

KoamdaecTBo MOCTYITHBIX IS aHAIM3a HaIIpaBJICHUM
0Ka3aJI0Ch ITOYTH B 3 pa3a MEHBIIIC YMCIa BCEX MAIMEHTOB
¢ HMCH (n = 640), B3atbix Ha yueT B MI'K 3a ykazaHHbI
BPEMEHHO IIPOMEXKYTOK. DTO OOBSICHSIETCS TEM, UTO T10-
MHUMO OGHIIMATBbHO HampasisiemMblx B MI'K manmmeHToB
4acTb 00JIBHBIX ObUIM OCMOTPEHBI U B3SITHI HA y4eT 0e3 00-
MIETTPUHSITOro 0OPMIICHUS HAIIPaBUTEIBHOTO TMAarHo3a,
ocobeHHo B niepuon ¢ 2011 mo 2016 1. (Bble3aHbIE KOHCYJIb-
TalX HEUPOT€HETUKOB MPOBOAWIMCH B CTALIMOHAPAX U O~
JIMKJIMHUKAX T. Ydbl, IpyTUX TOPOIOB U PAiiOHOB PECITy-
0MKM). 3HAYUTEIbHAS 9aCTh ITAIIMEHTOB ObLIa BBISIBICHA
0 pe3yJibTaTaM ceMeiHOTro cKpuHuHTa, Tak Kak HMCH
JacTO IMPOTEKAIOT B BUIE CTEPTHIX (POPM WM TaKe CYOKIIH-
HUYECKUX CIyJacB.

B Tabnuie mpeacTaBiaeHBl BCe 3apeTUCTPUPOBAHHEBIC
BapuaHTHl HAIIPAaBUTEIbHBIX JUATHO30B MAllIEHTOB, B3sI-
TBIX Ha ydeT ¢ guarHozoM HMCH, 3a xaxnele 10 mer
yKa3aHHOTO BpeMeHHOro nepuona. Beero 3aperucrpupo-
BaHO 17 BapuaHTOB HAITPaBUTE/IBHBIX TMATHO30B ITAIICHTOB
¢ HMCH, xoTopsie ObuH TTopa3neieHbl Ha 3 TTOATPYITITHL:
HacCJIeICTBeHHBIC 3a00JIeBaHNSI HEPBHOM M HEPBHO-MBbI-
IIEYHOI CHUCTEM, IPyTHe 3a00JIeBaHMsI HEPBHOIT CCTEMBI,
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HacnenctBeHHbIE MOTOPHO-CEHCOPHBIE HEMPOIATUM,

B TOM uncie cuHapoMbl Pyccu—JleBu u Jlexxepuna—CoTra

Hereditary motor and sensory neuropathies including Roussy—Lévy 7(29,2) 35(47,3) 35(58,3) 64(78,2) 10(50,0) 151(58,1)
and Dejerine—Sottas syndromes

boxests piipeiixa 520,7) 7094 8(133) 785 1(50) 28(10,8)
e 6(50) 8(108) 466 - — 18669
T R o T/ e 1@2) 104 10 - -3
A 283 - - - - 208
e - - 1an - O
R - - - 14 - 104
I[JBI UCKITIOYECHU A HaCJICI[CTBeHHOﬁ IMaToOJIOTUN _ 6 (8, 1) . 1 (1’2) 2 (10’0) 9 (3’5)

To rule out hereditary pathology

[TonuueliponaTnyecKuii CMHAPOM _

Sl A 22,7 2@3,3) 78,5 7(35,0) 18 (6,9)
OcraToyHbIe SIBJEHMS TIepeHEeCEHHOM HeliporHMeKIMu (MH-

hEKIMOHHO-AJTIEPTUYECKII TTOJTMHEBPUT) 1(42) 70,4 3(5,0) — — 11 (4,2)
Residual effects of a neuroinfection (inflammatory-mediated neuropathy)

CurpHHTO0YJIbOOMUETUS

Syringomyelia and syringobulbia 142 227 - - - 3D
PaccessHHBII cKITepo3

Multiple sclerosis a 227 a a - 2(0.8)
HeTckuii 1iepeGpaabHbIi Tapajny/opraHuJeckoe 3a00IeBaHne

HEPBHOW CUCTEMBI 1(4,2) 1(1,4) 1(1,7) 1(1,2) — 4(1,5)
Infantile cerebral palsy/organic disease of the nervous system

ApPaxHOWINT/MOCIENCTBUS apaXHOMUEIUTA _ _ _ _
Arachnoiditis/arachnoiditis sequalae 2(2.7) 2(0,8)
[unorpodust MpliILl roNeHU _ _ 1(1,7) _ _ 10,4)

Lower leg muscle hypotrophy

BpoxneHHoe 3a00ieBaHME OMIOPHO-IBUTATEIbHOTO arrmapara _ _
Congenital disease of musculoskeletal system 1(1,4) 35,0 1(1,2) 5(1,9)
JedopMupyroniuii moauapTpur _ _ _ _
Primary osteoarthritis L7 1(0.4)
Bcero HampaBieHuMit 24 74 60 82 20 260
Total number of referrals

W3 HUX NTEPBUYHbBIE 8 12 11 7 4

primary referrals
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3a00J1eBaHUS OIpYTUX cucTeM. Hammane HeHaclieACTBEH-
HBIX 3a00JIeBaHNIT HEPBHOI 1 HEPBHO-MBITIICYHOI CHUCTEM
cpeny HalpaBUTEJIBHBIX TUarHO30B OOBSICHSIETCS TEM, UTO
IIepBOHAYAIBPHO OOJIBHBIC OBLTA HAIIPaBJICHBI N3 PailOHOB
U roponoB pecityonuku K HeBposaoram PKb um. I.T. Kysa-
TOBa, a yXe 3aTeM IlepeHarpaBiIeHbl K HeMPOTeHETHKY,
KOTOpBI padoTan B mrtate 6oapbHUI 10 2003 1. [TpaBrib-
HBIIA JuarHo3 ObLI yKa3aH 0osiee yeM B rosioBuHe (58,1 %)
BCeX IIEPBUYHBIX CJTydacB. B HammpaBUTEIBPHBIX TMAarHO3aX,
odopmierHbIX B 1970—2000 T, it o6o3Hauennst HMCH
HCIIOIB30BAJIM TEPMUHBI «HEBpajbHAsI (IIepoHeaIbHas)
amuotpodus lllapko—Mapu—Tyrta», «0one3Hs exepu-
Ha—Cortrar, «0one3Hb Pyccn—JIeBu». B HeBpoornueckoit
JmTepaType TepMUHOM «00J1e3Hb Jleskepnra—CoTTa» mep-
BOHAYAJIPHO 0003HAYajach TsoKellasl HeMUCTUHU3UPYIO-
mast HeiiporaTus ¢ 1eOI0TOM B paHHEM JETCKOM BO3pacTe
[10], a TepmuHOM «007e3Hb Pyccu—JleBn» — (popma HM-
CH, coueraromasics ¢ pemopoM. [To3nHee OBIIO MOKa3aHo,
YTO TIPUIMHON pa3BuUTHs Oose3nu JexepmHa—Corra sIB-
ngiored mytanuu B reHax HMCH 1-ro thna vy nepuak-
cuHa [11—14], a 6one3nu Pyccu—Jlesu — B rene HMCH 1B
tnma [15]. CeromHst 3TV SITOHUMBI HEe VCTIONIB3YIOTCS B JTA-
Teparype U BCTPEYAIOTCs B PEIKUX CIIyJasX 1T TOTIePKH -
BaHUS OCOOCHHOCTEH KIMHUYECKOro (heHOTUIIa, HO TIpU
5TOM He TIOIPa3yMeBaloT Mo cOO0IT OCOOBII TUII HACIIEIO-
BaHUS WM crienuyecKnii reHeTndeckuit nedexr [16].

[MepBUYHBIN TMATHO3 TTOJIMHEHPONATUYECKOTO CHH-
JIpoMa OBUT OIIpeiesicH B IIOATPYIIITY IPYTUX 3a00JIeBaHUIA
HEpBHOW cucteMbl. HeobXoaumMo OTMETUTh, YTO OOJb-
IIMHCTBO HEBPOJIOTOB, HAIIPABJISAS K HEHPOTCHETUKY ITa-
LIMEHTA C TIOTOOHOM (POpMYIMPOBKOM IMArHO3a, TIPEATIO-
nmarator HMCH, kak omHy 13 caMbIX pacIIpOCTpaHEHHBIX
¢opm HaclIeICTBEHHOM TToIMHeiponaTn. Eciii mprHATH
5TO BO BHMMaHHUE, TO YPOBEHBb IPAaBWJIBHOM TTePBUIHOM
JMarHOCTHKY 3a00/1eBaHusI IOBBICUTCS 10 65 %.

B nepuon 1970—1980 T. IepBUYHBIN IMaTHO3 OKa3aJIcd
npaBuibHbIM B 29,2 % ciny4aeB. B nmepuon 2011-2016 .
OTMeYaeTcs 3HAYUTETbHBIN POCT YaCTOTHI ITPaBUJIBHO yCTa-
HOBJIEHHOTO IMarHo3a Ipu IepBruYyHOM ocMoTpe — 85,0 %
caydaeB (y 50,0 % maumentoB mpeamnonoxedHa HMCH
ny 35,0 % — nojauHeponaTUIeCKuii CUHAPOM). JlaHHbI
dakT CBHIETEILCTBYET 00 YAyJIICHNN WH(POPMUPOBAH-
HOCTH CTICIIMAIMCTOB 00 3TOM 3a00JIeBaHUM.

O06I11e€ YMCIIO OMTMOOIHBIX TMATHO30B (0COOEHHO 0
2000 1.) OBLI0 3HAYMTETHLHO BhINIE Y MMPAKTUYECKMX Bpauei
W3 pailoHOB pecnyomKu. B mepByto odepens 3TO CBA3aHO
C OTCYTCTBMEM BO3MOXHOCTH TipoBeaeHnst DHMI -uccie-
noBanust. [Tocne 2000 T. ocHAIIEHHOCTh KITMHAYECKUX Yupe-
KISHWIA PecITyOIMKA 3HAYMTEIEHO BO3pOCIIa, YTO HeMeI-
JICHHO OTpa3miIoch Ha (hOPMYIMPOBKE TUATHO3A.

CambiM yacTbiM (10,8 %) OIIMOOYHBIM HAITPaBUTEITb-
HbIM nrarHo3oMm maumeHTos ¢ HMCH oxkasanace 00J1e3Hb
®punpeiixa — HacIeACTBEHHAs aTaKCHsI, TIPU KOTOPOit
IMOpaXkarTcs OOKOBBIC M 3adHIE KAHATUKY CIIMHHOTO MO3-
ra, KJIETKM MO3Ke4yKa 1 MOoJIylIapuii rog1oBHOTo moara [17].
IMo xIMHWYECKNM TIpOSIBICHUSM Oosie3Hb Ppumpeiixa

cxonHa ¢ HMCH no Hamnyuio [UCTAIBHBIX MBIILIEYHBIX
TUIIOTPO(DUIL, CYyXOXMIBHOI apedIeKCHu, aTaAKTUIECKOTO
CHHIPOMA C BBIPAXKEHHBIM CEHCUTUBHBIM KOMITOHEHTOM,
nedopmanmu crom. JduddepenumanpHas TUarHOCTHKA
0COOEHHO 3aTpyIdHEHa y aereil ¢ 6oe3nbio Opunpeiixa,
Y KOTOPHIX €Ille He pa3BUJIach TU3apPTPUS U OTCYTCTBYIOT
TaTOJIOTUYECKHE CTOITHEIE 3HaKM [17]. 3aboyieBaHne nMe-
€T ayTOCOMHO-PEIIECCUBHBIN TUIT HACICTOBaHUS 1 HE MO-
JKET PacCMaTpUBAThCS B KaUeCTBE BEPOSITHOTO AMArHO3a
B CJIyJasiX ¢ JOMMHAHTHBIM HacJIeAOBaHNEM OOJIC3HM.
OmmboYHast TMarHOCTUKA MBIIIIEYHOTO 3a001eBaHUS
(MuomaTHU, TUCTAIBHON MUOIIATHH, TIPOTPECCUPYIOIIeit
MBIIIEYHON TUCTPOGUHN) WA CITMHAIBLHOW MBIIIICTHOM
aTpoGuH ¢ TTO3THUM JIe0I0TOM TaK:Ke 00YCIIOBJIEHA HAJI-
YUeM CXOOHBIX KIMHWYECKMX TPOSIBIICHUM: CIaboCTH
¥ TUIIOTPOMUY MBIIII, CHUKEHUS CYXOKMIBbHBIX pedirek-
coB. HexapakTepHBIMM CUMITTOMaMU IS 3TUX OOJIe3HEH
SIBJISTIOTCSI PaCCTPOMCTBA YYBCTBUTEIBHOCTH (00S13aTeIIEHBIC
w1t HMCH). Kpome 3Toro, 1py GOJTBIITMHCTBE MUOTIATHIA,
TIPOTPECCUPYIOIINX MBIIIICYHBIX TUCTPOGUIA ¥ CTUHATBHBIX
MBIIIEYHBIX aTpOdUit MBIIIIETHAST CJTA00CTD JTOKATN3YeTCS
MPEUMYIIIECTBEHHO B MPOKCUMAJIBHBIX OTIE/IaX KOHEYHO-
creif, a mpu HMCH — B gucranbHbix [3]. Bo Bcex atnx
CITy4Jasix MepBUYIHO-MBIIIIEYHBIX 3a001¢BaHUN MU 00-
JIe3HEeH ¢ MopaxkeHNeM MepeIHeTo pora CIIMHHOTO MO3ra
npoBenenne DHMI -uccienoBanns momoraeTr ciaenaTh
TIPaBWIBHBIN BEIBOJ 00 YPOBHE ITOPaKEHMST TBUTATETHHOM
enrHULIBI. OMHAKO paccMaTpruBacMble TICPBUYHBIC JUATHO-
361 ObUTH 0popMIeHbI 10 2000 I, B mepron, KOrjaa JOCTYIT-
HoCcTb DHMI-00cmenoBaHmns OCTaBIsIA XKeJIaTh JIYYIIEro.
OpauH (0,4 %) nauueHT ObLT HAIIPaB/IEH K HEpore-
HETUKY ¢ TrarHo3oM 6ose3uu LlTprommenst (HaciencTBeH-
HOU CITACTMYECKOM TTaparierri) — TeHETUUECKU TeTepOTeH-
HOTO 3200J1eBaHIsI, OCHOBHAsI MUIIIEHb KOTOPOTO — OOKOBBIE
KaHATUKKW CITMHHOTO MO3Ta, YTO MPOSBISICTCS HIDKHUM
HEeHTpaJIBHBIM Maparape3oM. J1oImoTHNTe IbHBIMU CUMIITO-
MaMU 3a00JIeBaHMS MOTYT OBITh Ae(hOPMAIIS CTOTI U IBY-
CTOpPOHHEE TMOpaXkeHNEe MaJ00ePIIOBBIX HEPBOB, YTO Ha-
nomuHaet n3MeHeHns ipu HMCH [18]. C npyroii cTOpoHBI,
ormucanbl penkrie HMCH 5-ro Tua, KoTopble coyeTaroTcst
C HIDKHUM LIEHTpaJTbHBIM Maparnape3oM [3]. B Hatem ciydae
y TalIMeHTa IIPU OCMOTPE HE BBISIBJICHO KIIMHUIESCKUX TTPH-
3HAKOB IIEHTPAJILHOTO TTaparape3a, Ho OOHApYKeHBI CHM-
TITOMBI MOTOPHO-CEHCOPHOM MOJIMHEHPOITaTUN 2-TO THUIIA,
TTOATBEpAUBILINECS 110 JAHHBIM CTUMYJISIIIMOHHO DHMI
Eme omnnm yacteiM cumniromoM HMCH, kak 6b110
YKa3aHo BbILLIE, SIBJISIETCS ITOCTypaibHbIii Tpemop. B 1 (0,4 %)
cemeiinoMm ciiyuae HMCH Hanuune JaHHOTO CUMITTOMA
TIPYBEJIO HEBPOJIOTA K HETIPABIJIBHOM TMAarHOCTUKE 3CCEH-
IMaJIbHOTO TpeMmopa. [To3mHee B 3ToOil ceMbe ObLIA ITOMI-
TBEpPXIEeHA C TIOMOIIBIO MOJCKYISIPHO-TEHETHICCKOM
nrarHoctuku camas yactas popma HMCH — HMCH 1A
THTIA.
Yacro HMCH npuxomurest nuddepeHImpoBaTh CO BTO-
PUYHBIMH TTOJIMHEPOIIaTUSIMU, OOYCIOBICHHBIMU BO3-
JIENCTBIEM TOKCHUYECKIX, JIEKAPCTBEHHBIX M MH(EKIIMOHHBIX
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(dakropoB. B 5 % ciaydyaeB cMuMOTOMAaTHKA y MALIMEHTOB
¢ HMCH 65bu1a paciieHeHa HeBpOJIOTaMU KakK TTOCJIeICT-
BUSI TIEPEHECEHHBIX HEHPOMH(MEKIIMOHHBIX 3a00JIeBaHMIA,
HECMOTpSI Ha MEUIEHHO IIPOoTrpeccupymoliee TedeHne 60-
JIE3HH, YeTO HE MOTJIO OBITH ITOCJIE TIepeHECEHHBIX HEMPO-
WHQEKIINI ¢ OCTOXHEHUSIMMU.
¥ 2(0,8 %) naiiyeHTOB B KaueCTBE MIEPBUYHOIO TUATHO-
3a Ha OCHOBAHWY HAJTMIMSI BBIPAXKEHHBIX aTAKCUH U TPEMO-
pa OBLT ITOCTaBJICH TMAarHO3 pacCcesTHHOTO cKilepo3a. HyxxHo
MOT4YePKHYTH, 4To arakcust mipu HMCH obycioBieHa mo-
pakeHEeM BOJIOKOH ITyOOKOM IyBCTBUTEIIBHOCTH B TIEPH-
depryecKX HepBax, KOpeIIKaxX W IT03TOMY SIBIISICTCSI
MMPEUMYIIeCTBEHHO CEHCUTUBHOM, a TPEMOP — ITOCTYPajIb-
HbeIM. B 1 13 9Tux 2 cinydaeB no3aHee ObUTa MOATBEPKIEHA
HMCH 1X tuna ¢ HoBoii MmyTanueii B rene GJBI [19].
Cupunro6ynsbomuenust B 3 (1,1 %) ciaydasix okasza-
JIach HaIPaBUTEJIBHBIM TUAaTrHO30M Yy MalmeHToB ¢ HM-
CH, xoTs xapakTepHBIe IJis Hee YyBCTBUTENILHEIC,
IBUTATEILHBIC M BereTaTUBHO-TpO(pUUEeCKHNe Hapylle-
HUS YKa3bIBAIOT HA CIIMHAJIBHBIA 1 OyJIb0apHBIN YPOBHU
MmopaxkeHUsI, a He Ha TTopaxeHue meprudepuiecKux He-
pBOB. Hy>XHO OTMETHTB, 4TO B 1 M3 3TUX CIIy4aeB XapaK-
Tep Pa3BUTHS CHMIITOMOB OOJIE3HM W KIMHHYECKAS
KapTHWHA Ha paHHEM 3Talle 3a00JIeBaHUS IeCTBUTEIIBHO
HaIIOMUHAJIN CUpUHTOMUEINI0. OIHAKO TTPH JaTbHEHUIIIeM
HabmoneHun ¢ mpoBeaeHrneM DHMI u HelipoBu3yanmn3a-
muu ObI1o MpearonoxeHo Hanmune HMCH 2-ro tuma,
yro Hauwio noareepxaeHue npu JIHK-uccrnemoBanuu
¢ oOHapy>XeHrueM HOBOI MyTauu B TeHe MFN2 [20].
PacmipocTpaneHHBIN HaIlpaBUTEIBHBIN TUATHO3 «OP-
raHn4JecKoe 3a0oJieBaHNe IIEHTPAJIbHON HEPBHOM CUCTE-
MBI» OOBEIMHSIET IIEIIYIO TPYIITY Pa3HBIX HO30JIOTMUECKUX
¢opmM, OOIIMM 71T KOTOPBIX SIBJIIETCSI IEPBUYHOE CTPYK-
TYpHOE MOpaxkeHNe [MeHTPAIbHON HEPBHOM CUCTEMBI
C CUMIITOMATHKOM LIepeOdpaibHOro YpoBHS. JlaHHBIH q1a-
THO3 ¥ TeM 00JTee HalpaBUTEIBHBII IMAarHO3 «IETCKUI 1Iepe-
OpaJIbHBIN MTapaTid» 10 KIIMHUYECKMM TIPOSIBJICHUSIM 1 aHAM-
He3y Mato HartomrHaioT HMCH. B 1 (0,4 %) ciydae auarHo3
JIETCKOTO IepeOpaIbHOTO ITapajiida ObUT ITOCTaBICH MaJTbul-
Ky 10 ;eT ¢ kayobaMM Ha CJIabOCTh B HOTaX M M3MEHEHVe
IOXOIKH C 6 JIET, ITPY 9TOM B CEMbE ObLIO 3aperCTPUPOBAHO
HECKOJIBKO CITyJ9aeB MOXoXero 3abomeBanus. [1ozmHee ¢ mo-
MOIIBIO MOJIEKYJISIPHO-TCHETUIECKOTO METONa B €0 CEMbE
oni1a noareepxkaeHa HMCH 1X tuma, o0ycioBieHHas MyTa-
mueti ¢.259C>G (p.Pro87Ala) B rene GJBI. Y 111 My:KCKOTO
T10J1a TIPY JTAHHOM THIIE 00JIe3HI KITMHNUYECKIE TIPOSIBIICHUST
HAYMHAIOTCST PAHBIIIEC U JOCTUTAIOT O0JIee BRIPAXKEHHOM CTe-
TeHH, YeM Y >keHIIyH [21, 22]. B npuBeneHHOM ciydae crie-
LIMAJIFICTOM He OBITM YYTEHBI BO3pacT MaHM(ecTarm 00J1e3-
HM W CeMEHHBI aHaMHeE3, TpeOOBaBIIME OOS3aTCIIEHOTO
OCMOTpa BCEX TOCTYITHBIX POICTBEHHUKOB ITPOOaHIA.
BapmaHT HarpaBUTEIFHOTO AMATHO3a TUTIOTPOHI MBIIIIT
TOJICH! XapaKTepH3yeT OTHEJIBbHBIN CHMIITOM 3aboJieBa-
HUd, npudeM He To1bko HMCH, Ho u qucTanbHBIX MUO-

MMaTHi, MUIOTOHUYECKOM TUCTPOGUH, a TAKKe IPYTUX Ha-
CJIEICTBEHHBIX O0JIe3HEI, TTO3TOMY He MOKET OBITh pacIicHeH
KaK IIPaBUJIBHBIN.

C ImarHo3oM BpOXKIEHHOTO 3a00JI1€BaHMsI OTTIOPHO-IBH-
raresibHoro anmapara 5 (1,9 %) naimeHToB 6bUTH HalpaBJIeHbI
K reHeTuKy opronenamu, a 1 (0,4 %) GOJIbHOI ¢ IUATHO30M
Jie(hOPMUPYIOIIETO MOIMAPTPHUTA — TIEPBAYHO K PEBMATOJIOTY
nomikmaukn PKbB um. [T, KyBaToBa, 3aTeM K HEBpOJIOTY,
KOTOPBIIA, B CBOIO OYepe/lb, HAIIPABIWII TTAIIMCHTA K Helipore-
HETHKY. B KOHeYHOM 1TOTE Y BCeX OOJIbHBIX OBLTO YCTAHOBIIC-
HO HacsencrBeHHoe 3a0omeBanne — HMCH.

[pu ananM3e 9acTOTHI AOIMYIICHHBIX OITMOOYHBIX 1A~
rHo30B y naiueHToB ¢ HMCH 1-to (n = 177) u 2-ro (n = 62)
THUITIOB JOCTOBEPHOM pa3HUIIBI B 3THX 2 TPYIIIAX HEe BHISIBIICHO
(60 mpotuB 25; p = 0,364). BapriaHTOB OILIMOOYHBIX HATIPABH -
TeJTBHBIX AVarHo30B y manuenToB ¢ HMCH 1-ro Tnma okasa-
Jock 13, y 6ompHBIx HMCH 2-10 T — 10. Cpeay ommmbou-
HBIX HAIIPaBUTEIBHBIX JIMATHO30B, KOTOPHIE OTMEUANINCH
B 00€HIX IpyTIIax, He OTMEYEHO JOCTOBEPHOI Pa3HMIIBL

3akniouenue

Takum 06pa3oM, eCiIi OLIEHUBATh BeCh ITPUBEICHHBIN
B TabOJIMIIe TIepeYeHb MEPBUYHBIX TUATHO30B MMAIlUCHTOB,
B34THIX B ITOCTIEAyIONIeM Ha ydeT ¢ nuarHo3oM HMCH,
HYXHO TIpU3HATh, 9TO OOIBITMHCTBO TMarHO30B MaJIo Ha-
noMmuHaeT 0ojie3Hb lllapko—Mapu—TyTta 1 MOXET OBITb
HUCKITIOYCHO Ha CTaIUN TIEPBUYHON KITMHNIECKOM TUAarHO-
CTUKH, 0COOEHHO MOCIe TTOJTydyeHus pe3yiabratoB DHMI -
nuccienoBanusi. C Ipyroi CTOPOHBI, CPEIU STUX HAIIpaBH-
TEJIbHBIX JTUATrHO30B HE OKA3aJI0Ch TAaKOTO 3a00JICBaHMS,
KaK HaCJIeACTBEHHAS TUCTAIbHAsI MOTOPHAST HEMPOITaTHsI,
UMEIoIIero Kinmamdeckoe cxomctso ¢ HMCH, uro ompe-
JesieT TpyaHocTh nuddepeHIMaTbHON AUAarHOCTUKU.
EnmHCTBEeHHOE OT/IIMUME HACIECACTBEHHOW MHUCTAJIBHOM
MoTtopHoit Heiiponatun ot HMCH 3akmiouaercs B OTCyT-
CTBUU TTOpakeHUS UyBCTBUTEIBHBIX BOJIOKOH JaXe IpU
JIJTATETLHOM HAOMIONEHUM 3a pa3BUTHEM Ooje3Hu [23].
OmmboyHast IMarHOCTUKA OTMEJAIaCh IMPAKTUICCKH O~
HakoBo yacto y nauueHToB ¢ HMCH 1-ro u 2-ro TMNoB.
B menmom Hy:XHO ITpH3HATH, YTO MTHOOPMUPOBAHHOCTH Bpa-
yeit o HMCH 3a HabGmogaeMblii epuop 3HAYUTETbHO
VIIYYIIIACE: YBEJIMUMIICS TIPOLICHT TIPABWJILHBIX HAIIPABH-
TEJIbHBIX TUATHO30B, a TAKXKE CYIIECTBEHHO YMEHBIITMIICS
CHEKTP OLIMOOYHBIX TMArHO30B. [J1s1 JaabHERIIero yayd-
meHust muarHoctk HM CH nmoMuMo rpaBMIBbHOM MHTEP-
MpeTaluy KIMHUIECKONH CHMIITOMATUKN U Pe3yJIbTaToB
DHMI npakTndyecknM Bpayam HEOOXOIUMO YIESATH OOJIb-
IIee BHUMAaHUE aHAJIM3Y CEMEWHOTO aHaMHe3a C KIIMHIYE-
CK1M OCMOTPOM BCEX JOCTYMHBIX POJCTBEHHUKOB MPOo0aH/a,
KOTOPBII OCYIIIECTBUTH 3HAUYNTEIIHLHO JIeTde B TIOTMKIMHIKAX
10 MeCTY TIpOoXKXMUBaHMsI 00JIbHBIX, YeM B MI'K.

Kondghauxm unmepecos
Aemopul 3as61510m 00 OMCYmMCcmeuL KOHDAUKMA UHMEPecos.
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