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KnunuKko-renemuyecKas xapasmepucmuka
BPOHACHHBIX MbIWEYHbIX Aucmpoduii (yacmb 2)°

I1.A. YaycoBa, O.I1. PoikkoBa, A.B. IloaskoB
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Poccus, 115478 Mockea, ya. Mockeopeusve, 1

Konmarxmor: [loauna Anexcanoposna Yaycosa polinaalex85@gmail.com

Jucmpoeaukanonamuu — 00HA U3 2DYAN 8POICOCHHBIX MbIULEUHbIX OUCMPOQUIL, B0ZHUKHOBEHIUE KOMOPLIX C6A3AHO C HAPYUIEHUCM 2AUKO-
suauposanus o-oucmpoeruxara. Ceco0ns uzsecmuo 18 eenos, omeemcmeeHHbIX 3a pazgumue 3mo2o cocmosuus. Bo 2-ii vacmu dannoeo
0030pa npedcmaesnenvt Kaaccupukayus, peHomunuveckue Gopmol, KAUHUMECKUE NPUSHAKU, NAMO2EeHe3 U SMU0A02Us1 OAHHOL )opmbL 8PO-
AHCOCHHBIX MbluteuHblx oucmpoguii. Tlomumo smoeo, paccmompensl 60NPOChl MONCKYAAPHOU OUACHOCMUKU 8PONCOCHHBIX MbIUEHHbIX OU-
cmpouil u npedocmaseHbl C8e0eHUs 0 COBPEMEHHbIX PA3padomKax mepanuu OAHHOU NAMOAOUU.
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Clinical and genetic characteristics of congenital muscular dystrophies (part 2)"

P.A. Chausova, O.P. Ryzhkova, A.V. Polyakov
Research Centre for Medical Genetics named after academician N.P. Bochkov, Ministry of Education and Science of Russia;
1 Moskvorech’e St., Moscow 115522, Russia

Dystroglycanopathy is one of the groups of congenital muscular dystrophies, the occurrence of which is associated with a disorder
of a-dystroglycan glycosylation. To date, 18 genes responsible for the development of this condition are known. The 2' part of this review
presents the classification, phenotypic forms, clinical features, pathogenesis and etiology of this type of congenital muscular dystrophies.
In addition, the issues of molecular diagnosis of congenital muscular dystrophies are considered and information on modern developments
in the treatment of this pathology is provided.

Key words: congenital muscular dystrophy, dystroglycanopathy, molecular diagnostics

For citation: Chausova P.A., Ryzhcova O. P., Polyakov A.V. Clinical and genetic characteristics of congenital muscular dystrophies (part 2).
Nervno-myshechnye bolezni = Neuromuscular Diseases 2020;10(2):12—21. (In Russ.).

BsepeHue

Bpoxnennsie MbIeunsie nuctpodun (BM]I) Bxoasr
B COCTaB OOJIBIIION IPYIITHI HACIEACTBEHHBIX HEPBHO-MBbI-
IIEYHBIX OoJle3Hel. XapaKTepru3yIOTCsI TUIIOTOHMEH, MbI-
IIEYHOM CIa00CThIO, TUCTPOGUICCKUMH M3MEHEHUSIMU
B MBIIIIIAX, KOHTPAKTYPaMH, IIOBBIIIICHHBIM WJT HOPMaJIh-
HBIM ypoBHeM KpeatnHdochokuHazel (KDK). B HekoTO-
PBIX CITy4dasix MOTYT OBITh 3a[IepsKKa YMCTBEHHOTO Pa3BUTHS,
peCIMpaTOpHBIC OCIOXHEHUS, TPYTHOCTUA C TTMTaHHEM.
Manugectanus Oosie3Hel B JAHHOW TPyNIe OTMEYaeTcs
C pOXIeHMS MO0 B paHHEM NIETCTBE. THIT HaCIemOBaHUS

o6oabimHcTBa popMm BMJI — ayTOCOMHO-PELIECCUBHBIN,
HO HEKOTOpPBIe (DOPMBI MOTYT UMETh ayTOCOMHO-TOMM-
HaHTHBIN Tur. OOCyXmaeMble COCTOSTHUSI OTIMYAIOTCS
OOJIBIIION TETEPOTeHHOCTHIO, OCHOBHASI 9aCTh KOTOPBIX
ObL1a onvcaHa B 1-i1 yactu o63o0pa. B ganHoIi yactu 00-
cyXmaeTcsl OOJpliasi TPyIa TUCTPOITMKAHOTATHI —
BMJI, cBsi3aHHBIX C HapylLIeHUEM TJMKO3WINPOBAHUS
o-aucTporiavkaHa [1].

[Imko3unmpoBaHue — mpoliecc, B pe3yJIbTaTe KOTOPO-
ro 0eJIKM, MPOAYLIMPYIOLIUECS 9YKAPUOTUYECKUMMU KIIeT-
KaMHU, TTOCTTPAHCISIIIMOHHO MOIUMUIIMPYIOTCS TIyTeM

“Yacrs | cm.: Yaycosa [1.A., Peokkosa O.I1., [TomsikoB A.B. KimHIKO-TeHeTHUECKAsT XapaKTEPUCTUKA BPOXKIEHHBIX MBIIIEYHBIX UCTPODUIi (JacThb 1).
HepsHo-Mbieunsie 60ae3nn 2020;10(1):10-21. [Part 1 see: Chausova P.A., Ryzhkova O.P., Polyakov A.V. Clinical and genetic characteristics
of congenital muscular dystrophies (Part 1). Nervno-myshechnye bolezni = Neuromuscular Diseases 2020;10(1):10—21. (In Russ.)].
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Puc. 1. Cxema cmpykmypul a-oucmpoenuxana: O-ManHO3UA 2AUKAHBI HA MYYUHOROOOOHOM JomeHe (Koauuecmao u nopsidok caiimoe eAuKo3UAUPOGaHUs
He coomeemcmeyom onyoAuK08anbiM Kapmoepaguueckum uccredosanusm). ITynkmupnvie aunuu, M1, M2, M3 — core M 1, core M2, core M3 coomeem-
cmeenno, DGN — N-konyeeoti domen, C-term — C-konuegoii domen o-oucmpoerukana, Ser — cepun, Thr — mpeonun, 3S — 3-O-cyavghamuposanue

(adanmuposano u3z [6] ¢ pazpewenus aemopos)

Fig. 1. Schematic structure of a-distroglycan: O-mannosyl glycans identified on mucin-like domain (the number and order of glycosylation sites don 't follow
the published mapping studies precisely). Dotted lines, M1, M2, M3 — core M1, core M2, core M3 respectively. DGN — N-terminal domain, C-term —
C-terminal domain of o-dystroglycan, Ser — serine, Thr — threonine, 38 — 3-O-sulfation (adapted from [6] with the authors permission)

I00aBJICHMS TIMKAHOB (ITOJIMMEPOB, COCTOSIIINX U3 MO-
HOCaxapUIHBIX 3BeHbEB, COeAMHEHHBIX O-TITMKO3MIHBIMUI
CBA3sIMU). [MnKaHOBBIE (DparMeHTHl TITUKOIIPOTEUIOB
He TOJIbKO BJIMSIOT Ha MX KOH(GOPMAIINIO 1 CTAOMIIEHOCTb,
HO TaKXKe UTPAOT BasKHYIO POJIb B IIPOIIECCAX MOJICKYIISIP-
HOTO pacIio3HaBaHUSI IIpU OaKTepUATbHOMN 1 BUPYCHOI MH-
deximm, KIeTOYHOU aare3nu, muddepeHIIMPOBKEe 1 T.11.
[Ipomecc rMMKO3MIMPOBaHUS UMeEET OOJIbIITOe 3HAUCHUE
0TS (PYHKITNH U CTPYKTYPhI MEMOPaHHBIX M CEKPETUPYEMBIX
0eJIKOB, HapyIIeHNE KOTOPOTO TIPUBOIUT K CUHTE3Y TJIMKO-
MIPOTENIIOB ¢ M3MeHEeHHOI (¢yHKImeir. CyiecTByeT 2 oc-
HOBHBIC TPYMITBI TJIMKAHOB TJIMKOIIPOTEUIOB B COOTBET-
CTBUM C WX OOJACTAMHM TJIMKAH-TIETITUIHON CBSI3M:
N-rmKaHbI (CBSI3aHHBIC ¢ aMUIHOM TPYIIION aciapTiHa
(Asn)) n O-TIMKaHHI (CBSI3aHHBIC C TUIPOKCIIIBHOM TPYIT-
moit cepuHa (Ser) wim tpeoHuHa (Thr)) [2—4]. CuHTe3
N-IIMKaHOB ITPOMCXOANT B 3 3Tama: 00pa3oBaHNe HYKIIEe-
OTHMICBSI3aHHBIX CaXapoB, COOPKaA (B IIMTO30JI¢ 1 SHIOILIA3-
MaTHYECKOM PETHKYJIyMe) M 00paboTka (B ammapate [01b-
mxu). CuHTe3 O-TIIMKAaHOB B OCHOBHOM ITPOMCXOIMT
B armapare Tonpmku [5]. O-IIMKaHbI, pacIioioKeHHbIE
Ha MyLIMHONIOJOOHOM TIOMEHE JUCTPOTJIMKAHA, PA3IESIOT
Ha 3 rpynnsi: M1, M2, M3 (puc. 1) [6, 7].

[Tpu MmomuUKaIIUN 0.-TUCTPOTIMKAHA UCTIOIB3YETCS
caxap MaHHO3a, IIPM 3TOM CaM IIPOIIeCC Ha3BIBACTCS

O-MaHHO3WJINPOBAHNUE, OH UTPAeT BaXKHYIO POJIb B pa3BU-
TUY MBIIIIL 1 Mo3ra [3].

0-IUCTPONIMKAH — MIMKOIMPOTEMH BHEKJIETOYHOTO MaT-
puKca, MPUKPEIJIEHHbIN K KJIETOYHON MeMOpaHe MyTeM
CBSI3bIBAaHUSI C TPaHCMEMOpPaAHHBIM TJIUKOMPOTEUHOM
B-muCcTpOrnMKaHoM. JIUCTPOTIMKAaH KOAUPYETCS T€HOM
DAG1, 3aTem monBepraeTcsl MOCTTPAHCIISIIIMOHHON MOIN-
(bukatu B B-AUCTPOTIIMKAH, KOTOPBI CBS3BIBAETCS C TN -
CTpO(OMHOM U OXBaThIBAET CApPKOJIEMMY, U B 0-IUCTPOIJIMKAH,
KOTOPBII CBA3BIBAETCS C B-IACTPOIIMKAHOM Ha BHEKJIETOY-
HOI1 cTopoHe 1 (PYHKIIMOHUPYET KaK BasKHBIN MaTPpUIHBIINA
perieniTop (puc. 2). o-TUCTPOINIMKAH CBI3bIBACT TaKME BHE-
KJICTOYHBIC JIMTaHIBI, KaK JaMUHUH-211 B capkoiemme,
HEMPEKCUH B TOJIOBHOM MO3T€ U arpuH B HEPBHO-MBbIIIEY-
HBIX COEIMHEHMSIX, U UTPAET BAXKHYIO POJIb B CTAOUIBLHOCTHU
capKoJieMMaJIbHOM 1 0a3ajIbHOI MeMOpaH, MUTPALUY HEeli-
POHAJILHBIX KJIETOK M COOPKE BHEKJIETOUHOIO MaTpuKca
B MBIIIIIAX, MO3Te W MeprdeprIecKX HepBaxX, CBSI3bIBAs
0a3aJbHYIO TJIACTUHKY ¢ OedKaMu LuTockeneTa [3, 8.
Tunorauko3uaupoBaHue, WJIW YCJIOBHAS AeJeLUs,
0-IMCTPOIIMKAHA MPEMSITCTBYET B3aUMOJIECUCTBUIO MEXTY
O-IMCTPOIIMKAHOM Y OeJIKaMM BHEKJIETOUHOIO MaTpuKca
[3]. Dmmko3mnmpoBaHue — CIOXKHBIN M 0OBEMHBII TTpoIIeCC,
B KOTOPOM Y4YacCTBYIOT pa3Hble TpaHCcdepasbl, 1ePULIMT KO-
TOPBIX MOXKET NpuBOIUTL K BMJI.
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Puc. 2. Moaexyaapnas opeanusayus ducmpogpun-erukonpomeunosoeo komnaekca. o-DG — a-ducmpoeauxat, f-DG — f-oucmpoenukan (adanmupogato

u3 [3] ¢ paspewenus aemopog)

Fig. 2. Molecular organization of the dystrophin-glycoprotein complex. o-DG — a-dystroglycan, p-DG — p-dystroglycan (adapted from [3] with the authors

permission)

Knaccuthurauus

CerogHsa naeHTU(UIMPOBAHO 18 TeHOB, Y4aCTBYIOIINX
B Pa3BUTHH IUCTPOTIMKAHOIIATUI, KOTOPBIE IO STUOJIOTHI
TIEIIATCST Ha 3 TPYITITHL: IepBUYHBIC (MyTary B reHe DAG),
BTOPMYHBIC (MYTALIMK B TeHAX, HEITOCPEICTBEHHO yJaCTBY-
fomnx B O-MaHHO3WIMPOBAHUH 0-IMCTPOIIMKAHA) U Tpe-
TAYHBIE (MyTallid B TeHAX, HAIPSIMYIO HE YYaCTBYIOIINX
B O-MaHHO3WJIMPOBAaHUM 0-AUCTPOIIMKaHa) (Tad. 1) [4].

ITo nanueiM OMIM, nucTporimkaHonaTu (peHOTH -
MUYECKU IeiaTcs Ha 3 rpynnbl: BMI-nuctporimkaHomna-
TSI ¢ aHOMAaJIUSIMHM Mo3Ta | 171a3 (tur A), BM]I ¢ ymcrt-
BEHHOM OTCTalIOCThIO M 0e3 Hee (Tum B), MbImreuHast
IUCTPOPUSI-TUCTPOTTUKAHOTIATHS (TTOSICHO-KOHEYHOCT-
Hag, (tun C) (tadmn. 2) [8]. deHOTHIIMUECKAS TSKECTh
COCTOSTHUSI TTAIIMEeHTA OIIPEILIISIETCS TeM, B KaKOil CTerne-
HU BBISIBJICHHAS] MyTaIIWsI BIMSICT Ha TTPOIIECC TIMKO3WIH-
pPOBaHUSA 0-IUCTPOTIMKAHA, a HE TeM, B KAKOM MMEHHO
reHe OHa TTPOM3OIILIA.

Bpoxnennad mplme4yHasi AUCTPOUS-IUCTPONTUKAHO-
naTusi ¢ AHOMAJIMSAMH MO3Ta | r1a3 (Tun A) — caMblid TSIXKe-
JIBIA KJIIMHUYECKWUI BApPUAHT 0-TUCTPOTIMKAHOIATUM.
CeromHs onmcaHo 14 TeHOB, MyTalli B KOTOPBIX ITPUBO-
IIST K pa3BUTHIO gaHHOI rpynmel BM/I (cm. Ta6m. 2) [8].
[lo maHHBIM TUTEpaATYpPHI, 1-€ MECTO cpeny MIPUINH pa3-
BUTHUS o-AUCTporiauKaHomnatnii B Kutae n OuHISHINN
3aHUMAaIOT MyTaunu B rene POMGnTI, B Silnonnm — myra-
muu B reHe FKTN [9—11]. BM/-aucTporankaHoIaTus
C aHOMAaJIMSIMU MO3Ta U TJ1a3 XapaKTepru3yeTcsT Mabop-
MaIusIMA MO3Ta ¥ IJ1a3, YMCTBEHHOM OTCTAIOCTHIO 1 MbI-
meyHou muctpodueii. B maHHYIO IpyImmy OoTHEeCEHBI 3
deHoTUIIMUECKUE (DOPMBI C ayTOCOMHO-PEIIeCCUBHBIM
TUIIOM HacJiegoBaHUs: cuHapoM Yokepa—BapOypra
(Walker—Warburg syndrome, WWS), 6oyie3Hb ¢ mmopae-
HUEM MBIIIII, TJ1a3 1 TojioBHOro Mo3ra (Muscle, Eyes,
Brain, MEB) u BM/J ®ykyambr (Fukuyama congenital
muscular dystrophy, FCMD).

Hdpyroe Ha3BaHue cundpoma Yoxepa—Bapoypea —
HARD = E (H (hydrocephalus), A (agyria), RD (retinal
dysplasia), = E (encephalocele)) [12]. Curmpom siBiseTcst
camoit Tskenoit ¢popmoii BMJI -aucTporimKaHoIaTu
C aHOMAaJIMSIMM MO3Ta 1 T71a3. MaHubecTalns HAUMHASTCS
BHYTPUYTPOOHO WJIM Cpa3y IOCIIe pOKICHNUS, XapaKTepH-
3yeTCsI TIIyOOKOI YMCTBEHHOU OTCTAJIOCTBIO, TJIa3HBIMU
aHOManusIMM (BpOXIeHHas KaTapakTa, MUKPO(TAIbM,
Oy TanbpM, OTCIIONKA CETYATKH, SK30(TaIbM, TIOPOKH pa3-
BUTHUS CETYATKHU, TTOPOKHU Pa3BUTHS TepPeIHE KaMephl,
TUIIOILIA3USI 3pUTEIFHOTO HEepBa, KOJI000Ma), TSKEIIBIMU
CTPYKTYPHBIMU aHOMAJIMSIMU TOJIOBHOTO MO3Ta, HEKOTOPBIE
U3 HUX, TTOMMMO MarHUTHO-PE30HAHCHOI TOMOrpaduu
(MPT), MOTYT BBISIBISITBCSI BO BPEeMsI YIBTPa3BYKOBOTO HC-
caemoBaHMS TUTOA (TIOJTHAST aTUPUST VT TSDKeJTast TUCCIH-
ueanusi, BeipaxkeHHast Tuaporedatus, TSKeJloe Topaxe-
HUE MO3Ke4YKa, MOJHOE WM YaCTUIHOE OTCYTCTBHE
MO30JIMCTOTO TeJIa, TUIaTallys XKeIyI0uKOoB, SHIIedaone-
JIe), MUKPOTHET, OTCYTCTBHEM CIyXOBOTO KaHajia, paciie-
JIMHOMU TyOBI 1 HEOA, TSKENIOM T'MITOTOHUEN, MBIIIEUYHOMN
IUCTpodueit, OTCYTCTBUEM MOTOPHOTO pa3BuTud [13—19].
[Tpu TpoBemeHNM TMMYHOTUCTOXMMIUYECKOTO MCCIIeIOBa-
Hust (MUI'X) u western blot aHanm3a B MBIIIEYHON TKaHU
BBISIBJISIIOTCS THUTIOTJIMKO3WIMPOBAHNE 0-IUCTPOTIMKAHA,
BTOpUYHLI aepuiut Mepos3uHa [20]. YpoBenb KDK mo-
BoieH. [lamuenTsl ¢ janHo# opmoit BM/I 00bIdHO 110-
ru0arT Ha 1-M romy >KM3HU.

Ddenotunmyeckas ¢popma rpymnmnsl BMJI-aguctporim-
KaHOMATUI C aHOMaJIUSIMU MO3Ta U TJia3 6o.1e3Hb ¢ nopa-
JHCeHUeM MLy, 24a3 u 204061020 mosea (MEB) onucana
P. Santavouri B 1977 . B ¢uHCcKol momyiasaunu [21].
ITo nanubM C. Diesen 1 coaBt., MEB BcTpeuaeTcst Bo BceM
MHpe, HO 4Yalile Bcero B OUHISHANY, 9TO OOYCIOBIICHO
s dekrom ocHoBatensa. Camas yactas mytauns ipyu MEB
B (uHCKOI TTonyssiiuu — ¢.1539+1G>A B rene POMGNT,
MIPUBOISIIAs K U3MEHEHNIO KAHOHMIECKOTO JOHOPHOTO
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Table 1. Genes responsible for the development of a-dystroglycanopathies

Subgroup Gene Locus Number Function
of dystroglycanopathies of exons
[lepBuyHbIE JlucTporaukaH
Primary DAGI 3p21.31 2 Dystroglycan
IIporenn O-mMaHHO3WITpaHCchepa3a
POMTI 9934.13 20 Protein O-mannosyltransferase
ITporenn O-maHHO3UATPaHChepas3a
POMT2 14q24.3 21 Protein O-mannosyltransferase
IIporenn O-maHHO3a f-1,2-N-aueTHINTIOKO3aMUHII -
POMGNTI 1p34.1 25 TpaHchepasa
Protein O-mannose
B-1,2-N-acetylglucosaminyltransferase
Puburon-5-docdarrpanchepasza
FKTN 9931 10 Ribitol-5-phosphate transferase
Puburon-5-pocdarrpanchepasa
FKRP 19q13.3 4 Ribitol-5-phosphate transferase
B-1,3-rmokypoHmITpaHchepasa
]SgeTCOOI;I:iI:HHe LARGE 22q12.3-q13.1 16 " a-1,3-kcuno3unaTpaHcdepasa
2 B-1,3-glucuronyltransferase and a-1,3-xylosyltransferase
[Iporenn O-manHO3a - 1,4-N-aleTUIIIOKO3aMUHIIT-
POMGNT? 3p22.1 1 DI N
Protein-O-mannose
B-1,4-N-acetylglucosaminyltransferase
f-1,3-N-anermiraiakrozaMuHuITpaHchepasa
B3GALNT? 1g42.3 14 B-1,3-N-acetylgalactosaminyltransferase
BAGAT1 11q13.2 D) B-1,4-rmoxkypoHunrpancdepasza
’ B-1,4-glucuronyltransferase
POMK 8p11.21 5 ITporenH-O-MaHHO3a KMHA3a
pll. Protein-O-mannose kinase
Puburon-5-docdar B-1,4-kcunosunrpancdepasa
TMEMS 12q14.2 6 Ribitol-5-phosphate B-1,4-xylosyltransferase
GDP-manHo03a nupodochopuiaza
GMPPB 3p21.31 10/8 GDP-mannose pyrophosphorylase
Jonuxon-dochar-MaHHO3a CHHTa3a
DPM1 20q13.13 9 Dolichol-phosphate-mannose synthase
Jlonuxon-dochar-MaHHO3a CMHTa3a
TpeTuunbie DPM2 9q34.11 4 Dolichol-phosphate-mannose synthase
Tertiary Tonuxon-docdaT-MaHHO3a CUHTA3a
DPM3 1922 2 Dolichol-phosphate-mannose synthase
_ Jlonuxos KuHasa
DOLK 9933.1-q34.11 1 Dolichol-phosphate-mannose synthase
ISPD 7p21.2 10 CDP-pubuton cuHTeTasa

CDP-ribitol synthetase

catita crutaticuara [ 10]. MEB ManmndecTrpytoT ¢ poxkaeHUsI
U XapaKTepU3YIOTCS BapruadeIbHOM, HO OOBIYHO TSIKEI0MN
YMCTBEHHOM OTCTAJIOCTBIO, TEHEPATU30BAHHOM MBILLIEYHON
¢1ab0CThI0, BKITIOYAST MBIIIIIBI JINIIA U 1IIeU, CYyTOPOTaMu,
KOHTPAKTypaMu, aHOMAJIMSIMUA PA3BUTHSI TOIOBHOTO MO3-
ra, HO TIpA TOM OHHM MeHee BBIpakKeHBI, ueM mpu WWS

(TTaxuTupus ¢ MPEUMYIIIECTBEHHBIM BOBJICUCHUEM JIOOHO-
TEMEHHBbIX 0JIEi, MOJUMUKPOTUPKS, TUIIOTIA3UsI MO3-
JKedKa, TUCTUIa3Ms MO3KeuKa, TUAPOIehanns, YIUIOIMIECHIE
MOCTa M CTBOJIa TOJIOBHOTO Mo3ra). YacTo HabI0maroTCs
HapyIICHUS 3pEHMS, B TOM YHCJIe aTpOpHsI CETIATKH, TIPO-
rpeccupyioiiasi 0;1M30pyKoCTb, IOBEHUJIbHbIE KaTapaKThl.
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Tadmuua 2. Kraccugpuxayus oucmpoeaukanonamuit

Table 2. Classification of dystroglycanopathies

Al

A2
A3
A4
B A5
POXIIEHHAs MbILLIEYHASA A6
TACTPOMOWS - TUCTPOTIIMKAHOTIATHS A7
(C aHOMaJIMSIMM MO3Ta U IJ1a3) A8
Muscular dystrophy-dystroglycanopathy A9
(congenital with brain and eye anomalies) AlLO
All
Al2
Al3
Al4
B B1
pPOXIEHHAsI MbIIIeYHAast AUCTPOhUS B2
MIACTPOTIMKAHOIIATHUS (C YMCTBEHHOM B3
OTCTaJIOCThIO WJIK O€3 Hee) B4
Muscular dystrophy-dystroglycanopathy B5
(congenital with or without mental B6
retardation) Bl4
Cl
C2
C3
MpblieyHast AUCTpoGUsI-TUCTPOTIN- C4
KaHOTaTH (MOSICHO-KOHEYHOCTHAST) C5
Muscular dystrophy-dystroglycanopathy C7
(limb-girdle) C8
C9
C12
Cl4

POMTI
POMT?2
POMGNT1I
FKTN
FKR
LARGE1
ISPD
POMGNT2
DAGI
RXYLTI/TMEMS
B3GLNT?2
POMK
B4GAT1
GMPPB

POMTI
POMT2
POMGnTI1
FKTN
FKRP
LARGE]
GMPPB

POMTI1
POMT?2
POMGNTI
FKTN
FKRP
ISPD
POMGNT2
DAGI
POMK
GMPPB

C poxieHusi/B paHHEM
JIETCTBE
From the birth/early childhood

C poxneHus1/B paHHEM
JETCTBE
From the birth/early childhood

B nercrBe mim Bo B3pociom
BO3pacre
Childhood or adult

Penko 0obHbBIE MOTYT € 33JI€PXKKOI MproOpeTaTh COCO0-
HOCTB K CAMOCTOSITeJTbHOMY TePeIBIKEHIIO. BobHbIe 3TO
¢dopmoit BMJI MoryT HayduThCsl IPOU3HOCUTH HECKOJIBKO
cnoB [13, 22]. ITpu ipoBenenun UT'X n westernblot-ana-
JIN3a B MBIIIEYHOUW TKaHU BBISIBIISIIOTCS] TUITOTJTMKO3MIIN -
pOBaHUE 0-IUCTPOTIMKAHA, BTOPUIHBINA AeDUIIUT JTaMU-
nuHa [20]. Yposenns K®K noBbiieH. [TponomKuTeTbHOCTD
XU3HU TIpu 37101 hopme BMJI 6ombire, uem ipu WWS.
Bpoxcoennasn morumeunas oucmpogpus Qyxysamot omvica-
Ha B Anonuu B 1960 . Y. Fukuyama 1 coaBT. u sIBlIsseTCS
2-1i 110 9acToTe (hDOPMOI MBIIIICIHBIX AUCTPODUit (TToCIIe
MBIIIeYHOU aucTpoduu JiomeHHa) y aeTei B SAnoHun
(gactora 0,7—1,2 Ha 10 TBIC. HOBOpPOXIEeHHBIX) [11, 21].
Jannas dopma BMJI o0OycioBieHa MyTallMsIMU B TeHe
FKTN, xonupywoiueM 6e1ok FKTN, kotopsiii, mo coo0-
meHusiM T. Endo 1 coaBT., MOXKeT OBITH KaHIUAATOM B pep-
MEHT, CUHTE3UPYIOIINNA TAaHIAEMHYIO CTPYKTYpPY PAOUTO-
5-ocdar [3, 4]. Ten kaptupoBan Ha 9931 u coctout u3 10
9K30HOB. OnucaHo 60 maToreHHbIX/BEPOSITHO MATOTEHHBIX
BapMaHTOB B AaHHOM reHe. M3 Hux 60 % npuxoautcs
Ha J0JII0 MUCCEHC/HOHCeHC-MyTaLuii, 10 % — Ha MyTaLmu
caiita criaiicunra, 10 % — Ha IOJI0 MajbIX JeJeLuii,
8,4 % — Ha Majble UHCepLUU, 5 % — Ha NMPOTSKEHHbBIE
uHcepuuu, 3,3 % — Ha HeOOJbIINWE WHAECIIHI,

3,3 % — npotskeHHble aeneuuu [23]. Haubonee yacroi
MyTallieil B TaHHOM T¢HE B SITTOHCKOM TOITYJISIIIAM SIBJISI-
eTcsl peTpOTpPaHCIIO30HHAg BCTaBKa pa3dMmepoM 3 kb
B 3’UTR (HeTpancimpyemast oomacts) [11, 24]. 3aboneBa-
HIE BO3HUKAET B paHHEM JIETCTBE, XapaKTePU3YeTCs CIa-
OBIM KPUKOM, TIJIOXMM COCaHHMEM, 3aIePKKON pa3BUTHS,
TeHepaIn30BaHHON MBIIIEYHOM CIIa00CTHIO, MBIIIICTHOM
nuctpodueii. B crtaTtyce: KOHTpakKTypbl OeIpeHHbBIX, KO-
JICHHBIX, MeX(MaTaHTOBBIX CYCTAaBOB, CIIA00CTDH JIUIIEBBIX
W MIEHHBIX MBI, O0(PTaTbMOIOTHICCKIE HAPYIICHMUS
(aTpodust 3pUTEIPHOTO HEpBa, OTCIIOCHNE CeTYATKH, Ka-
TapakTa, Kocorjia3ue, 0JU30pyKOCTh, JaTbHO30PKOCTb,
MUKpodTaIbM). Y meTeil ¢ Tskenoit hopmoit FCMD
1 60JbHBIX cTapiie 10 et mopaxaeTcs cepaiie, BO3HUKA-
FOT TPYIHOCTH C TIMTAaHUEM U TJIOTAHNEM, KOTOPBIE MOTYT
MIPUBOANTD K PEIUANBUPYIOIICH aCITMPAIIMOHHON ITHEeB-
MoHuM 1 cMepTu. bonee yem y 50 % BO3HMKAIOT Cyq0OPOrU
(reHepanM30BaHHBIC TOHMKO-KJIOHUYECKUE TTPUCTYITHI,
CIIOXHBIE TTapIWaIbHbBIC TIPUCTYITHI, MapIIAaJbHbIC TTPH-
CTYIIBI ¢ BTOPUYHON TeHepaim3alneil, nHGaHTIIbHBIC
CMa3Mbl, TOHUYIECKIE TIPUCTYITBI, MUOKJIOHNIECKIE TIPH-
CTyIBI). Y BCeX OOJTBHBIX TIPUCYTCTBYET YMCTBECHHAS OT-
cTanocTbh, KoadduuneHT nHTeuteKTa (I1Q) 00BIYHO CO-
crasisteT ot 30 go 60. ITpu posenennn MPT roinosHOro
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MO3ra BEIABJISTIOTCS aHoMammu (yuccaHtedanus 11 tura,
TMAXUTUPHS, aTUPHST, THAPOIIehaIist, MO3KEUKOBbIE KHCTHI,
TUTTOTDIA3KST CTBOJIA MO3Ta, THITOTIIA3MST MO3XKEUKa, M3MECHEHNST
6etoro Berecta). [Tpu poBenenmm MI'X 1 westernblot-aHa-
JI3a B MBIIIICYHON TKAHU BBISIBIISICTCST TUTIOTTTMKO3MINPOBA-
HMe o-aucTporKaHa. YpoBeHs KMDK mnoBbireH. Mo3roBbie
U TJIa3HBIC aHOMAJIMU, TUATHOCTHPYeMbIe Y OOJIBIITMHCTBA
601pHBIX ¢ FCMD, He ommyaroTcs OT aHOMaIvil y MaleHTOB
¢ MEB 3a nipenenamu Anonnu. MHorue aBTopbl OTMEUAIOT
cxoXecThb (peHOTHIIMYECcKOTO TIposiBiieHnst MEB 1 FCMD,
M 9acTO B JIMTepaType ucrosb3yercs tepMud MEB/FCMD-
cunapoM. Takke B ureparype onucaHbl MyTalyu B reHe FKRP
y TIALIMEHTOB C CUHAPOMOM Yokepa—BapOypra [25—29].

Bpoxnennbie MpleyHbie [ucTpoGuu-IMCTPONTUKAHONA -
THH C YMCTBEHHOIi OTCTAJIOCTHIO 1 Oe3 Hee (Tvn B) — 1o he-
HOTUITY MeHee Tsokelibie BMJI, yeM MbliieuHast 1uctpodusi-
MACTPOTIMKAHOIIATHUS THIIA A, HO OoJice TSDKeJIbIe, YeM THIT
C. Jannasg ¢opma BM/I Bo3HMKaeT B pe3yJIbraTe MyTallnii
B TeX ke 7 reHax, KOTOpble Y4acTBYIOT B pa3Butun BM/I-
JACTPOTIMKAHOIIATHI C aHOMAJTUSIMI MO3Ta U TJ1a3 (CM. TaOJL.
2) [8]. I1pu 3TOM, yInTEIBasT (DEHOTUIT 1 T€H, B KOTOPOM TIPO-
M30IIIJTa MyTaIlvst, MOXKHO BBIIEIUTD HECKOIBKO TTOATPYITIT:
BM/I-gucTpornMkaHonaTui ¢ YMCTBEHHOM OTCTaJI0CTbhIO
(POMTI1, POMT2, POMGnTI, LARGEI, GMPPB), BM/I-
ACTPOTJIMKAHOIIATHH 0e3 yMcTBeHHOM oTcTanoctl (FKTN),
BM/I-nucTporiavkaHonaTu ¢ YMCTBEHHOM OTCTaJIOCThIO
i 6e3 TakoBoit (FKRP) [8]. Turr HaciemoBaHUST — ayTOCOM-
HO-PEIICCCUBHEIN.

Bpoycoennsvie moimeunsie ducmpogpuu ¢ ymcmeenHoi
omcmaaocmuio (POMTI, POMT2, POMGnTl, LARGE],
GMPPB) xapaKTepHn3yIOTCs COUYeTAHNEM MBIIIICYHBIX ITPO-
SIBJICHM C YMCTBEHHBIMH HapyIICHUSIMU 1 JIETKUMM CTPYK-
TYPHBIMU M3MEHEHUSIMU TOJIOBHOTO MO3ra (MOTYT OBITh
He y BceX OOJIBHBIX). 3a001eBaHME TIPOSIBIISICTCST C POKICHUST
WIX B paHHEM JeTCTBe. XapaKTepHbl MUKpoledanus, Oau-
30pYKOCTh, KOCOTITIa31e, KOHTPAKTYPhl CYCTaBOB, MBIIIICU-
HBIC TIPOSIBJICHUSI, 3aIepKKa IICUXOMOTOPHOTO Pa3BUTHS,
CBSI3aHHOTO C YMCTBEHHOM OTCTAJIOCTHIO. ¥ HEKOTOPHIX
MNalreHTOB BO3MOXHbI aHoManuu cepaua. [1pu MPT ro-
JIOBHOTO MO3Ta BO3MOXHBI PACIIMPEHUS KeJTyI0IKOB, TH-
TTOTIIa3MsT MO3OJIMCTOTO Tejla, YMepeHHasI TUTIOTLIA3Ms MO3-
JKeuKa U aTpodust KOpsl TOJOBHOTO MO3ra, aHOMAaJIMU
6eoro BemiecTBa. HekoTopbie 00IBHBIC JOCTUTAIOT TOJThb-
KO HaBBIKa CUJICHMS C TIOIIEPKKOI, B TO BPeMSI KaK JIPYTHe
y4JaTcsl CaMOCTOSITEJIBHO TIePEIBUTATHCS, HO B JaJIbHEHUIIIEM
MOTYT YTPAaTUTh 3Ty CITOcOOHOCTh. YpoBeHb KMK moBbI-
IIeH. DJIEKTPOHEeHPOMHUOTpadpUIECKOe NCCICTOBAHNE BhI-
SIBJISICT TIEPBUYHO-MBIIICYHBIN TUTT opaxkeHus. [1pu mpo-
BeneHuu westernblot-ananusa nu UI'X BeIgBIg0OTCA
TUTIOTJTMKO3MINPOBAHKE .- TUCTPOTIMKAHA M BTOPUIHBIN
neduuuT JamMmuHnHa [30—32].

Bpoocoennnvie moiueunsie ducmpoghuu-oucmpoesuxanona-
muu 6e3 ymcmeennoi omcmarocmu (FKTN) onvicanb y 2 nieteid,
XapaKTepU3YIOTCSl MBIIIICYHOM MUCTPOUe, TUTIOTOHUCH
B paHHeM netcTtBe. YpoBeHb KMK nosenmeH. [Mpu ripoBene-
Hum westernblot-anammza n MUI'X — runornmko3uampoBaHue

o-aucTporivkaHa. Y 1 pedeHka npu npoBeaeHuun MPT
BBISIBJICHBI YMEPEHHBIC M3MEHEHMsI 0€JI0T0O BelllecTBa T0-
JIOBHOTO MO3Ta, a 'y IPYTroro He OBIII0 CTPYKTYPHBIX HApY-
menwmii [13, 32].

Bposcdennvie mbiumeunsie ducmpoghuu-ducmpozauxano-
namuu ¢ YMCHIBEHHOU OMICMAAOCHIbIO UAU Oe3 MAK08oU
(FKRP) BO3HUKAIOT B pe3yibrate MyTamuii B rene FKRP
Ha 19q13.3, koTopsrii, mo MHeHMIO T. Endo 1 coaBT., TaKk
Xe Kak u reH FKTN, xonupyeT 0eJloK, SIB/ISIIOLIMICS KaH-
INIaTOM B (PEpMEHTHI, CMHTE3UPYIOIIME TaHICMHYIO
CTPYKTYpy puburoin-5-docdar [3, 4]. [en FKRP coctout
13 3 HEKOAMPYIOIINX 9K30HOB 1 1 OOJIBIIIOr0, KOTUPYIO-
mero B 3,8 ThIC. Tap HYKJIEOTUIOB, KOTOPBI CONEPKUT
yacTh 5'-HeTpaHcaupyeMoii odjact (UTR), Bcio oTKphI-
Ty1o paMKy cuutbiBanug 1 3'-UTR. Dror moatun BM/J]
XapaKTepu3yeTcsl paHHUM HavaJloM, TUITOTOHHUEH, c1abo-
CTBIO JIMLIEBBIX MBI, MBIIIICYHOI TUCTpodureii, 3amep-
JKKOI MOTOPHOTO Pa3BUTHSI, MBIIIICUHOM TICEBIOTUTICPTPO-
(ueit, TpyTHOCTAMU TIpU XOOB0E, YACTHIMU TTAICHUSIMMU.
HexoTopble naleHTl HUKOTA HE CMOTYT XOAUTh, APYTUE
TEPSIIOT 3TOT HABBIK CO BpeMEHEM. Y HEKOTOPBIX OOJTbHBIX
BO3MOXKHBI aHOMAJIMY TOJIOBHOTO MO3Ta IIPU ITPOBEICHUN
MPT (6emoro BemiecTBa, aTpoUU U KUCTH MO3KeUKa).
YMCTBeHHasI OTCTAJIOCTh Pa3BUBACTCSI HE Y BCEX OOJTbHBIX.
Ha MPT-u300pakeHusIX MBILIILL OMPeneasieTcs] XK1upoBast
nHpIBTpays. YposeHb KOK mossmieH. [Tpu western blot
aHamm3 1 MT'X — rMmormmKo3MIMpoBaHNe o-TUCTPOTTTMKAHA
¥ BTOPUYHBI 1eUIuT Mepo3nHa [33—36].

Mbnneunblie qUCTPOGUH-TUCTPONTUKAHONATHH (TOSICHO-
KOHEYHOCTHBIE) TIPCICTABIISAIOT CaMbIii MSTKUII BapHaHT
(beHOTUTTIECKOTO CITeKTpa AUCTPOTIMKAHOIIATHIA, KOTO-
pbie BO3HUKAIOT B pe3y/IbraTte MyTalinii B 10 reHax, OTBeT-
CTBEHHBIX 32 PAa3BUTHUE 0-TUCTPOTTIMKAHOMATHI (CM. Ta0I. 2).
XapakTtepusyeTcss BapnadeIbHBIM BO3pacToM MaHU(ecTa-
UM, MBIIIEYHOM CIabO0CThIO, TICEBOOTUMIEPTPOPUCH
MBI, TPYIHOCTSIMHU TP XOAb0€, YaCTHIMU ITaIeHUSMHU.
Y HEKOTOPBIX ITAITUEHTOB MOTYT OBITh YMCTBEHHAsI OTCTa-
JIOCTb U pa3JIMIHbIC JIETKME MO3roBble aHoMauu. [Topa-
JKeHue cepla HabatonaeTcs He y Beex 0osbHbIX. [Tpu MPT
MBI — X1poBast MHQuasTpanus. YpoBeHb KMK moBbI-
meH [37—41].

MonekynapHo-reHemuyeckas JUarHocmuKa BpoOHAeHHbIX

MbIWEYHbIX gucmpoduil

Cx0XeCcTh KIIMHIUYECKUX ITPOSBIICHIH PA3TMIHBIX (DOpM
BMJI npexncrapisier coboii mipobieMy Mpu onpeaeaeHuu
KOHKpeTHOI (hopMbI 00J1e3HN. JInarHoCThKAa BKJIIOUaeT cOop
aHaMHe3a, KIIMHITIeCKUI OCMOTp, TIPOBEICHNE JJabopaTop-
HBIX HccinenoBaHuii (ypoBeHb KDK 11 CBIBOPOTOYHBIX TpaH-
caMHrHa3), 3JeKTpoHepoMuorpaduoo, KOMITBIOTEPHYIO
tomorpapuio, MPT, ouoncuio mui [20]. Hecmotps
Ha BaxKHYIO pOJTb BCETO BBIIIETICPEINCIICHHOTO, MOJIEKYIISIP-
HO-TCHETHUECKOE NCCIICIOBAHNE SIBIISIETCS OCHOBHBIM CITO-
CcO0OM yCTaHOBJIEHUS TOYHOTO ararHo3a [42]. C MmoMeHTa
TMepBOro MOJIEKYISIpHOTO noaTBepxaeHuss BM /I mporiio
OKOJIO 25 JIeT, ¥ 3a 3TO BpeMsI ObUIO MISHTUMDUIIMPOBAHO
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mpuMepHo 30 reHOB, TPUHUMAIOIINX YIaCTHE B PA3BUTUNI
BM/. CeromHs UCIIOIB3YIOTCS TaKue MeTombl, Kak MLPA
(multiplex ligation-dependent probe amplification), MPS
(massively parallel sequencing), Kaxkmpliif 13 KOTOPBIX UMe-
€T CBOM MpenMyIecTBa 1 Hegoctatku [43]. [IpemtoxkeHsbI
TapreTHbIC TTaHENIN JIJIS CEKBEHUPOBAHMS OIIPEACTICHHBIX
TPYIIII TCHOB.

HMHTepripeTaiiyist MOIyIeHHBIX JaHHBIX YIIPOIIACTC,
€CJIM TaTOTeHHOCTh BAPMAHTOB OUYEBUIHA 1 MYTAIIMH COTJIa-
CYIOTCS C XapaKTepHBIM TUIIOM HacjemoBaHus. OmMcaHbl
CJIy4dau 3aTpyIHEHUS] MHTEPIIPETAIINH TTOTyIeHHBIX Pe3yiIb-
tatoB. Hike npeacTaBieHbl 2 BEpOsITHBIX clieHapus [44].

«Wcye3nyBmmii» BTOPOi ajielb: AUATHOCTUPYETCS
TOJBKO | TTaTOTeHHBIN/BEpOSITHO TTaTOTCHHBIN BapyUaHT
IIPY ayTOCOMHO-PEIIECCUBHOM THUIIC HACIEIOBaHUS 3200~
neBaHms1. Hammpumep, Ipu MepoO3MHHETaTUBHOM MBIIIICY-
HOW aucTpoduu, Tak Kak 0koio 10 % nmaToreHHbIX,/Bepo-
SITHO TTaATOTEHHBIX BAPMAHTOB, OTBETCTBEHHBIX 33 PA3BUTHE
MDCI1ALI, aBasitoTcst KpYITHBIMUA AEJICIINSIMU / MTHCEPIIMSI-
MM, KOTOPbIE TIPU MCIIOJIb30BaHNUU TAapreTHOI TMaHeIn
He onpenensiored [23]. B aTux cirydasix He0OX0AUMO MC-
cienoBanue MetonoM MLPA. Jlpyrue nmpuynHbI «OTCYT-
CTBYIOIIIETO» BTOPOTO aJUIEJIST — MYTAlIMU B PETYJISITOPHBIX
00JIacTsIX TeHa, a TaKKe TITyOOKMe MHTPOHHBIC MyTalllH,
He TToIafalonire B 00JIacTh aHAIM3a, KOTOPhIE MOTYT BIIM-
SITh Ha criaicuHT. Pekomennyetcst uccinegopanue kK IHK
B OMomnTare MBIIIL WA JIepMaJIbHBIX KyJIbTypax (uodpo-
6mactoB. Takke BaskKHO TTOATBEPKIATh BApMAHTHI, BHISIB-
JICHHBIC B TOMO3UTOTHOM COCTOSTHMU, TaK KaK ITPH CeKBe-
HUPOBAaHUM OHU HE OTJIMUYAIOTCI OT TaKOBBIX
B TEMM3UTOTHOM COCTOSTHUU. 17151 TOTO BO3MOKEH TTOMCK
MIPOTSCKEHHBIX ACJICU y MpoOdaHIa WX ITOMCK JaHHOTO
BapHMaHTa HyKJICOTUIHOU MOCIIEA0BATEIIBHOCTH y €TI0 PO-
nurteseit. Ecii mHTepecyommii BApuaHT BBISIBJICH TOJTBKO
Yy OIHOTO W3 POIUTEJICH, BO3MOXHO, TaHHBI BapHaHT
HaXOIWUTCSI B TEeMU3UTOTHOM COCTOSTHUM.

PacnosnaBanue 1OMMHAHTHBIX BapuaHToB. HacienoBa-
HUE MYyTallMi IOJDKHO KOppeInpoBaTh ¢ (DEHOTUIIOM
1 HE MPOTHUBOPEUUTH ayTOCOMHO-IOMUHAHTHOMY THUITY
HacJe0BaHUsI B CEMEUHBIX caydasx. B cropamnyeckux
clydasiX JOJDKeH OBITh IOATBEPKACH CTaTyc de novo.
[Tpu aTOM Bcerma ciiemyeT YIMTHIBATh BO3MOXKHOCTD Tep-
MMHAJIFHOTO VI COMAaTHYECKOTO MO3auIIn3Ma IIPU MyTa-
musx de novo, Tak Kak maHHas MHQopMalus BaxkHa
IJIST JaTbHEUIIIeTO TUTAaHUPOBAHUS POKICHUS 300POBOTO
pebeHka. Bce BapuaHTHI, OIMMCaHHBIE CETOMHS KaK aTo-
TeHHBIe TP BpoxkaeHHoM JamuHonatuu (MDCL), sBms-
1orcs foMmuHaHTHEIMU. COL6-3aBucumbie BMJI Hacemy-
I0TCSI KaK 110 TOMUHAHTHOMY, TaK U 1O PEILIeCCUBHOMY
Trmy. 71 TeHe TMIeCcKOTo KOHCYIBTUPOBAHUS 1 TIPOTHO3a
pHrCKa POXIECHMS 00JEHOTO peOeHKA HEOOXOIMMO PEINTh,
SIBJISIETCS] T OOHapyXXeHHas MyTallus JTOMWHAHTHOMU
WA B JaHHOM cjTydae oOHapy»KeHa TOJIbKO 1 n3 2 peliec-
CHBHBIX MyTaluit («ICYE3HYBIINIT» ayiesib). CliemyeT ToM-
HUTb, YTO TIPOTSDKEHHBIC AEJICIINNA M MHCEPIINH, a TaKKe
IJIyOOKOMHTPOHHBIE MYTallMM MOTYT OBITH NMPUYMHOWN

0ose3Hel ¢ JOMMHAHTHBIM HaCJI€OJOBaHMUEM, HO HE BbISAB-
JISIThCSI OOJILIIMHCTBOM PYTHMHHBIX METOJOB.

JleyeHue BPOMKACHHBIX MbIWIEYHBIX AUCMpothuil

CeronHs HeT Je4eHusI HU onHoM n3 ¢opm BMJL, on-
HAKO MMEIOTCS TIpeIrapaThl Ha CTaAUN KIMHUIECKUX HC-
nbeiTaHuii. JlekapcTBeHHBIN nperapatr Omigapil mporren
I a3y KIMHUYIEeCKMX UCTIBITAHMI 1 OKa3aJics 0e30TIacHBIM
¥ XOPOIIIO TTIEPEHOCUMBIM Y IeTei 1 TTOIPOCTKOB (B MCCIIe-
MIOBaHWE BKJIIOUCHBI IETH ¢ 00JIC3HBIO YIbpUXa U MepO-
suHHeratuBHOU BMJI) [45]. Bemyrcs nccnemoBaHus Bo3-
MOKHOCTE# TeHOMHOTO PeTaKTUPOBAHUS IIPU MBIIIIEUHBIX
IUCTpousIX. YBeaTuueHNe 9KCIIPECCUM reHa-MOoaruduKa-
topa LAMA I ¢ nomoiupio cuctembl CRISPR-dCas9 (cuc-
TeMa, UCTIOJIb3yeMast UTsl HAITpaBICHHOTO PeIaKTHPOBAHUS
reHoMa) y MoaeabHbBIX Mblreit ¢ BMI (MDCI1A1) nmpu-
BOIUT K YMEHBIICHUIO KIIMHUIISCKNX CUMITTOMOB, a TaKXe
MpeaoTBpaIacT UX Pa3BUTHE B JOCUMIITOMHOM TIEPUOJIE
[46]. Paspaborana HOBast CTpaTerysi TeHHOM TEPAITUK C MC-
MOJIb30BaHMEM JIMHKEPHBIX OCIKOB P MEPO3UH Hera-
TUBHOM MBbIIeYHOH nuctpoduu [47, 48]. [1pencraBieHbl
pe3yIbTaThl UCCIICAOBAHUI TITMKO3MIMPOBAHNS - TUCTPO-
TJINKaHa, KOTOPHIC JaI0T HOBBIC BO3MOXKHOCTH JUTSI 9KCTIC-
PUMEHTAIBHOM Teparu. BemyTcst nccireioBaHnsT BIMSTHIS
9K30reHHOro puburoja npu BMJI ¢ nepekToM rimKo3n-
qmpoBaHus [4, 49].

B 2010 1. ony0IMKOBaH CTaHAAPT JIeYeHUsT OOTBHBIX
¢ BM/JI [50], xoTopslii ObuT qOopaboTaH U TpencTaBieH
B otueTe ITomkomMmTeTa 10 pa3paboTKe peKOMEHIAIINIA
AMepuKaHCKOI akagemMuun HeBpoyiornu B 2015 . [51].
CrangapT nedeHus 6onbHBIX ¢ BM/I mooxeH B OCHOBY
PYCCKOSI3bIYHOTO «CeMeitHOro pyKOBOJCTBA IT0 MEITUITMH-
ckomy yxoxy nipu BMI» [52], cormacHo KOTOpOMY Taryi-
eHThl ¢ BM /I moJKHBI mOce1aTh KJIMHUKY, CIIeLaln3n-
pYIOIIyIOCSI Ha JIeYeHUM HEBPOJOTHUUYCCKHUX,
HEPBHO-MBIIIIEYHBIX 00JIe3Hel (B ToM uncie BMJI) ka-
xabie 4—6 mec; getr ¢ BM/I 1o 12 Mec 1 IeTH ¢ TSDKEJTBIMUA
WJIM TIPOTPECCUPYIOIIMMH TTPOOIeMaMi 3M0POBhST — Ka-
xnable 3—4 mec. [TockonbKy y mauneHToB ¢ BM/I Bo3MOX-
HBI COUETAHUS COITYTCTBYIOIINX CEPACTHO-COCYIUCTHIX,
KETYIOIHO-KUIIIETHBIX, HEBPOJIOTUIECKIX, O(DTATEMOIIO-
TUYECKUX, OPTOTEANYECKUX U JICTOUHBIX MPOSBICHUIA,
HE0OX0IMM MHOTOIIPO(MMIBHBIN KOMITICKCHBIN ITOIXOI
IUIST TIPOBEICHMST CUMITTOMATUYECKOM TepaIuy, ¢IMHBIN
15 Bcex popm BMUI.

3aknioyexue

BpO}K,Z[eHHbIe MBbIIIECYHBIE ,E[I/ICT]I)OCDI/II/I IpeacTaBIAOT
0001 (heHOTUTIMYECKN TeTepOTEeHHYIO IPYITITY HaCJIEeICT-
BEHHBIX HEPBHO-MBbIILIEUHBIX 00JIC3HEH, XapaKTePU3YIOLLIUXCST
IIMPOKHM CIIEKTPOM COMYTCTBYIOLIMX ITPOSIBJICHUIA HapsITy
C MBIIICYHBIM ITOPA2KEHUEM, CPEAN KOTOPLIX BAXKHOE MECTO
3aHUMAKOT BMI[—,E[I/ICT]I)OD‘[I/IKaHOHaTI/II/I, CBA3AaHHbIC C HAPYy-
MEHUEM TTIMKOSMJIIMPOBAHMA o-AMCTPOITIMKAaHa. [TaTonorn-
YecKre U3MEHEHUSI MOTYT Pa3BMUBaThCsl BHYTPUYTPOOHO, a TaK-
K€ TIPOABIATLHCA HEMOCPEACTBECHHO IIOCJC POXICHUA
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WY B TIEPUIOJT, pAHHETO Pa3BUTHSL. Y OOJTBITMHCTBA (DOPM THUIT
HacJieOBaH1sI ayTOCOMHO-PELIECCUBHBIN, HO B PsIZie CTyJacB
BO3MOKEH ayTOCOMHO-TOMWHAHTHBINA. KimMHnueckue u ma-
paKJIMHUYECKHEe METOIbl MMEIOT OOJIbllIoe 3HayeHUeE,
HO TSI OKOHYATEJTLHOM TTOCTAHOBKY JIMAarHo3a He0OXOIMMO
MpOBeeHNE MOJIEKYISIPHO-TEHETUIECKOTO MCCIIETOBAHMSI.
IMocnenHne ronpl ceKBeHNpoBaHUe Ha ocHoBe MPS ctaHo-
BUTCSI BCe 0oJiee JOCTYIHbBIM 111 AuarHocTuku BM/J ¢ 00s1-
3aTe/IbHBIM COTIOCTABJICHUEM PE3YJIBTaTOB C TAHHBIMU KT~
HUKU. B cltygasx oTCyTCTBUSI MyTaLIMM, KOTIA KIIMHUYECKUIA
JIMarHO3 HACTOSTETLHO PEKOMEHIYET OIpe/IeIEHHYIO (hopMy
BM/I, HeoOXoaMMO MPOBECTU UCCIIEIOBAHNE HETTOKPBITHIX
5K30HOB. Ecit MyTaiyst He 0OHapy:>KUBaeTCsl, TO TTIPOBOINTCS
aHaIM3 Ha HaJIMYMe TPOTSCKEHHBIX IEJICIIN /MHCEePLIMiA,

IyOOKMX MHTPOHHBIX M3MeHeHU MmeTonamu MLPA 1 reHoM-
HOT'O CeKBCHUPOBAHUSI.

Hust BMI-nucTporiukaHonaT!ii CeroaHst HeT 3TUoIIa-
TOT€HEeTUIECCKOM Tepariiy, HO BeIyTCsS aKTUBHBIC UCCIIeHO-
BaHWS, HAIlpaBJIeHHbIC HAa KOPPEKIIMIO Pa3HBIX YPOBHEMU
TEHHOM peryJssiuuu o0CcyKaaeMbIX cocTostHui. Pa3pabora-
HBI CTAaHIAPTHI BEICHUS MMAIIMEHTOB C MYJIBTAIUCIIMILII -
HapHBIM TTOIXOIOM K KOPPEKIINN ThIXaTeJIbHBIX, CEPACUHO-
COCYIMCTHIX, OPTONIEINICCKIX U IPYTUX HAPYIICHMIA.

INoBrieHne MTHOOPMUPOBAHHOCTA W HACTOPOXKEH-
HOCTU OTHOcUTeabHO BMJI-aucTpornMkaHonaTuii Cro-
COOCTBYET CBOEBPEMEHHOMY CEMEITHOMY TeHETUICCKOMY
KOHCYJIBTUPOBAHMIO TSI TIJITAHUPOBAHUS 300POBOTO IT10-
TOMCTBA.

NUTEPATYPA / REFERENCES

1. Godfrey C., Clement E., Mein R. et al. 9.
Refining genotype — phenotype
correlations in muscular dystrophies
with defective glycosylation of dystro-
glycan. Brain 2007;130 (10):2725-35.
DOI: 10.1093 /brain/awm212. 10.
PMID: 17878207.
2. Endo T. Dystroglycan glycosylation and
its role in alpha-dystroglycanopathies.
Acta Myol 2007;26 (3):165—70.
DOI: 10.1016/j. nmd. 2010.07.007.
PMID: 18646566. 11.
3. Endo T. Glycobiology of a-dystroglycan
and muscular dystrophy. J Biochem
20145157 (1):1-12.
DOI:10.1093/jb/mvu066.
PMID: 25381372.
4. Endo T. Mammalian O-mannosyl glycans:  12.
Biochemistry and glycopathology. Proc
Jpn Acad Ser B Phys Biol Sci 2019;95
(1):39—51 DOI: 10.2183 /pjab. 95.004.
PMID: 30643095.
5. Ivanov D., Novikova V., 13.
Pokhlebkina A. Congenital disorders
of glycosylation. Pediatrician
(St. Petersburg) 2018;9:5—15.
DOI: 10.17816/PED935—15.
6. Yoshida-Moriguchi T.,
Campbell K.P. Matriglycan: a novel
polysaccharide that links dystroglycan 14.
to the basement membrane. Glycobiology
2015;25(7):702—13.
DOI:10.1093/glycob/cwv021.
PMID: 25882296.
7. Kuwabara N., Manya H., Yamada T.
et al. Carbohydrate-binding domain 15.
of the POMGnT]1 stem region modulates
O-mannosylation sites of alpha-
dystroglycan. Proc Natl Acad Sci
USA 2016;113(33):9280—5
DOI: 10.1073 /pnas1525545113.
PMID: 27493216. 16.
8. Online Mendelian Inheritance
n Man. URL: https://www.omim.org

PMID: 31066047.

PMID: 15466003.

PMID: 9690476.

PMID: 17878207.

PMID: 2240049.

Ge L., Zhang C., Wang Z. et al.
Congenital muscular dystrophies in
China. Clin Genet 2019;96 (3):207—15.
DOI: 10.1111/cge. 13560.

Diesen C., Saarinen A., Pihko H. et al. 17.
POMGnT1 mutation and phenotypic

spectrum in muscle-eye-brain disease.

J Med Genet 2004;41 (10):el15.

DOI: 10.1136/jmg. 2004.020701.

Kobayashi K., Nakahori Y., Miyake M. 18.
et al. An ancient retrotransposal insertion

causes Fukuyama-type congenital

muscular dystrophy. Nature 1998;394
(6691):388—92. DOI: 10.1038/28653.

Dobyns W., Pagon R., Armstrong D. et al.
Diagnostic criteria for Walker-Warburg 19.
syndrome. Am J Med Genet 1989;32
(2):195-210. DOI: 10.1002/ajmg.

1320320213. PMID: 2494887.

Godfrey C., Clement E., Mein R.

et al. Refining genotype — phenotype
correlations in muscular dystrophies with 20.
defective glycosylation of dystroglycan.

Brain 2007;130 (10):2725-35.

DOI: 10.1093/brain/awm?212.

Gershoni-Baruch R., Mandel H.,

Miller B. et al. Walker-Warburg syndrome
with microtia and absent auditory canals.
Am J Med Genet 1990;37 (1):87-91
DOI: 10.1002/ajmg. 1320370120.

Cormand B., Pihko H., Bayes M. et al. 21.
Clinical and genetic distinction between
Walker-Warburg syndrome and muscle-
eye-brain disease. Neurology 2001;

56 (8):1059—69. DOI: 10.1212/wnl.

56.8.1059. PMID: 11320179.

Beltran-Valero de Bernabe D., Currier S.,
Steinbrecher A. et al. Mutations

in the O-mannosyltransferase gene

POMT1 give rise to the severe neuronal
migration disorder Walker-Warburg
syndrome. Am J Hum Genet 2002;71
(5):1033—43. DOI: 10.1086,/342975.
PMID: 12369018.

Kim D.S., Hayashi Y.K., Matsumoto H.
et al. POMT 1 mutation results in defective
glycosylation and loss of laminin-binding
activity in alpha-DG. Neurology 2004;
62 (6):1009—11. DOI:10.1136/jmg.
2005.031963. PMID: 15037715.

van Reeuwijk J., Janssen M., van den
Elzen C. et al. POMT?2 mutations cause
alpha-dystroglycan hypoglycosylation
and Walker-Warburg syndrome.

J Med Genet 2005;42 (12):907—12.

DOI: 10.1136/jmg. 2005.031963.

PMID: 15894594.

Clement E., Mercuri E., Godfrey C. et al.
Brain involvement in muscular dystrophies
with defective dystroglycan glycosylation.
Ann Neurol 2008;64 (5):573—82.

DOI: 10.1002/ana. 21482.

PMID: 19067344.

Rivier E, Meyer P., Walther-Louvie U.

u 1ip. BpoxxneHHbIe MBITIIEYHBIE TUCTPO-
dun: kKraccuuKaiys 1 TMarHOCTUKA.
HepBHo-MbleuHbie 6ose3nu 2014;1:
6—20. DOI: 10.17650/2222-8721-2014-
0-1-6-14. [Rivier E,, Meyer P., Walther-
Louvie U. et al. Congenital muscular
dystrophies: classification and diagnostic
strategy. Nervno-myshechnye bolezni =
Neuromuscular Diseases 2014;1:6—20.
(In Russ.)].

Yaycona I1.A., Perxkosa O.I1., TTons-
koB A.B. KilmHMKO-TeHeTIecKast Xapak-
TEPUCTUKA BPOKIEHHBIX MBITIIETHBIX
nuctpoduit (yacts 1). HepBHO-MbIIIeU-
Hble 6osie3nn 2020;10 (1):10—21.

DOI: 10.17650,/2222-8721-2020-10-
1-10-21. [Chausova P.A., Ryzhkova O.P.,
Polyakov A.V. Clinical and genetic
characteristics of congenital muscular

TOM 10

19



TOM 10

20

HepBHo-mblweykbie OJIE3HH

Jlexuuu u 0630psi

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

dystrophies (Part 1). Nervno-myshechnye
bolezni = Neuromuscular diseases 2020);
10 (1):10-21. (In Russ.)].

Vervoort V.S., Holden K.R.,

Ukadike K.C. et al. POMGnT1 gene
alterations in a family with neurological
abnormalities. Ann Neurol 2004;56 (1):
143—8. DOI: 10.1002/ana. 20172.
PMID: 15236414.

The Human Gene Mutation

Database v. 20.20.2. URL:
https://portal.biobase-international.com
Toda T., Kobayashi K., Kondo-Iida E.

et al. The Fukuyama congenital muscular
dystrophy story. Neuromuscul Disord
2000;10 (3):153-9.

DOI: 10.1016/s0960—8966 (99)
00109—1. PMID: 10734260.
Beltran-Valero de Bernabe D., Voit T.,
Longman C. et al. Mutations in

the FKRP gene can cause muscle-
eye-brain disease and Walker-Warburg
syndrome. J] Med Genet 2004;41 (5):e61.
DOI: 10.1136/jmg. 2003.013870.
PMID: 15121789.

Yoshioka M., Kuroki S. Clinical
spectrum and genetic studies of Fukuyama
congenital muscular dystrophy.

Am J Med Genet 1994;53 (3):245—50.
DOI: 10.1002/ajmg. 1320530309.
PMID: 7856660.

Silan E, Yoshioka M., Kobayashi K. et al.
A new mutation of the fukutin gene

in a non-Japanese patient. Ann Neurol
2003;53 (3):392—6. DOI: 10.1002/ana.
10491. PMID: 12601708.

Cotarelo R.P., Valero M.C., Prados B.

et al. Two new patients bearing mutations
in the fukutin gene confirm the relevance
of this gene in Walker-Warburg syndrome.
Clin Genet 2008;73 (2):139—45.

DOI: 10.1111/j. 1399—0004.2007.00936. x.
PMID: 18177472.

Toda T., Yoshioka M., Nakahori Y. et al.
Genetic identity of Fukuyama-type
congenital muscular dystrophy and
‘Walker-Warburg syndrome. Ann Neurol
1995;37 (1):99—101. DOI: 10.1002/ana.
410370118. PMID: 7818265.
Yanagisawa A., Bouchet C., Van den
Bergh PY. et al. New POMT?2 mutations
causing congenital muscular dystrophy:
identification of a founder mutation.
Neurology 2007;69 (12):1254—60.

DOI: 10.1212/01. wnl. 0000268489.
60809. c4. PMID: 17634419.

Yanagisawa A., Bouchet C.,
Quijano-Roy S. et al. POMT?2 intragenic
deletions and splicing abnormalities
causing congenital muscular dystrophy
with mental retardation. Eur J Med
Genet 2009;52 (4):201—6.

DOI: 10.1016/j. ejmg. 2008.12.004.
PMID: 19138766.

Mercuri E., Messina S., Bruno C. et al.
Congenital muscular dystrophies with
defective glycosylation of dystroglycan:

a population study. Neurology 2009;

72 (21):1802—-9. DOI: 10.1212/01. wnl.
0000346518.68110.60. PMID: 19299310.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

Louhichi N., Triki C., Quijano-

Roy S. et al. New FKRP mutations
causing congenital muscular dystrophy
associated with mental retardation and
central nervous system abnormalities.
Identification of a founder mutation

in Tunisian families. Neurogenetics 2004;
5(1):27—-34. DOI: 10.1007/s10048-003-
0165-9. PMID: 14652796.

MacLeod H., Pytel P., Wollmann R. et al.
A novel FKRP mutation in congenital
muscular dystrophy disrupts

the dystrophin glycoprotein complex.
Neuromuscul Disord 2007;17 (4):285-9.
DOI: 10.1016/j. nmd. 2007.01.005.
PMID: 17336067.

Brockington M., Blake D.J., Prandini P.
et al. Mutations in the fukutin-related
protein gene (FKRP) cause a form

of congenital muscular dystrophy with
secondary laminin alpha2 deficiency

and abnormal glycosylation of alpha-
dystroglycan. Am J Hum Genet 2001;

69 (6):1198—209. DOI: 10.1086/324412.
PMID: 11592034.

Mercuri E., Brockington M., Straub V.

et al. Phenotypic spectrum associated
with mutations in the fukutin-related
protein gene. Ann Neurol 2003;53
(4):537—42. DOI: 10.1002/ana. 10559.
PMID: 12666124.

Driss A., Amouri R., Ben Hamida C. et al.
A new locus for autosomal recessive limb-
girdle muscular dystrophy in a large
consanguineous Tunisian family maps to
chromosome 19q13.3. Neuromuscul
Disord 2000510 (4—5):240—6.

DOI: 10.1016/s0960—8966 (00) 00099—7.
Sveen M. L., Schwartz M., Vissing J.
High prevalence and phenotype-
genotype correlations of limb girdle
muscular dystrophy type 2I in Denmark.
Ann Neurol 2006;59 (5):808—15.

DOI: 10.1002/ana. 20824.

PMID: 16634037.

Lommel M., Cirak S., Willer T. et al.
Correlation of enzyme activity and clinical
phenotype in POMT 1-associated
dystroglycanopathies. Neurology 2010;

74 (2):157—64. DOI: 10.1212/WNL.
0b013e3181c919d6. PMID: 20065251.
Bello L., Melacini P., Pezzani R. et al.
Cardiomyopathy in patients with POMT1-
related congenital and limb-girdle
muscular dystrophy. Eur J Hum Genet
2012;20 (12):1234—9. DOI: 10.1038/
ejhg. 2012.71. PMID: PMC3499746.
Biancheri R., Falace A., Tessa A. et al.
POMT?2 gene mutation in limb-girdle
muscular dystrophy with inflammatory
changes. Biochem Biophys Res Commun
2007;363 (4):1033—7. DOI: 10.1016/

j. bbre. 2007.09.066. PMID: 17923109.
Gaina G., Manole E., Ionica E.,
Budisteanu M. Clinical and molecular
diagnosis in muscular dystrophies.

In book: Muscular Dystrophies, 2019.
IntechOpen. DOI: 10.5772 /intechopen.
85339. URL: https://www.intechopen.com/
books/muscular-dystrophies/clinical-

43.

44.

45.

46.

47.

48.

49.

50.

51.

52.

and-molecular-diagnosis-in-muscular-
dystrophies.

Behjati S., Tarpey P.S. What is next
generation sequencing? Arch Dis Child
Educ Pract Ed 2013;98 (6):236—8.

DOI: 10.1136/archdischild-2013—304340.
PMID: 23986538.

Bonnemann C.G., Wang C.H., Quijano-
Roy S. et al: Diagnostic approach

to the congenital muscular dystrophies.
Neuromuscul Disord 2014;24 (4):289—
311. DOI: 10.1016/j. nmd. 2013.12.011.
PMID: 24581957.

Pinto D. Santhera’s omigapil found safe
and well-tolerated in young CMD
patients in phase 1 trial. Muscular
Dystrophy News Today, 2018. URL:
https://musculardystrophynews.com/
2018/04/05/santhera-omigapil-safe-well-
tolerated-cmd-children-phase-1-trial.

Kemaladewi D.U., Bassi P.S., Erwood S.
et al. A mutation-independent approach
for muscular dystrophy via upre-
gulation of a modifier gene. Nature
2019;572(7767):125—30. DOI: 10.1038/
s41586-019-1430-x. PMID: 31341277.

Reinhard J.R., Lin S., McKee K.K. et al.
Linker proteins restore basement
membrane and correct LAMA2-related
muscular dystrophy in mice. Sci Transl
Med 2017;9(396):4649 DOI: 10.1126/
scitranslmed.aal4649. PMID: 28659438

Yurchenco P.D., McKee K.K. Linker
protein repair of LAMA2 dystrophic
neuromuscular basement membranes.
Front Mol Neurosci 2019;12(305):1—10.
DOI: 10.3389/fnmol.2019.00305.
PMID: 31920536.

Cataldi M.P.,, Lu P, Blaeser A.,

Lu Q.L. Ribitol restores functionally
glycosylated a-dystroglycan and improves
muscle function in dystrophic FKRP-
mutant mice. Nature Communications
2018;9(1):3448. DOI: 10.1038/s41467-
018-05990-z. PMID: 30150693.

Wang C.H., Bonnemann C.G., Rutkowski A.
et al. Consensus statement on standard of
care for congenital muscular dystrophies.

J Child Neurol 2010;25(12):1559-81.
DOI: 10.1177/0883073810381924.
PMID: 21078917.

Kang P.B., Morrison L., [annaccone S.T. et al.
Evidence-based guideline summary:
evaluation, diagnosis, and management
of congenital muscular dystrophy: report
of the Guideline Development Subcommi-
ttee of the American Academy of Neurology
and the practice issues review panel of the
American association of neuromuscular &
Electro-diagnostic medicine. Neurology
2015;84(13):1369—78. DOI: 10.1212/
'WNL.0000000000001416. PMID: 25825463.

Wang C.H., Bonnemann C.G., Rutkowski A.
et al. CemeliHOe PyKOBOJCTBO 110 MEU-
LIMHCKOMY yXOJy MPH BPOXKICHHOI MbI-
mevHoit guctpoduu, 2010. [Wang C.H.,
Bonnemann C.G., Rutkowski A. et al.
Family care guide for congenital
muscular dystrophy, 2010. (In Russ.)].
URL: https://f-sma.ru/biblioteka/316.



Jlexyuu u 0630pol

HepBHo-Mblweunbie O JIE3HH

Bkuiaa aBTopoB:

I1.A. YaycoBa: cOop IaHHBIX, aHATU3 JIUTEPATYPbI, HAIMCAHUE TEKCTa, TPEACTaBIeHUE PUCYHKOB U TabJIMIL;
O.I1. PbIXKOBa: CTPYKTYpUpPOBaHUE, 0OCYKICHUE, pelaKTUPOBaHKE, ITPaBKa;

A.B. TTosKOB: MIaHUPOBAHUE CTPYKTYPhI PYKOIUCH, OOCYKIEHHUE TEKCTa.

Authors’ contributions

P.A. Chausova: data collection, analysis of literature, writing, presentation of figures and tables;

O.P. Ryzhcova: structuring, discussion, editing, revision;

A.V. Poliacov: manuscript structure planning, discussion of text.

ORCID aBtopos/ORCID authors’
IT.A. YaycoBa/P.A. Chausova: https://orcid.org/0000-0002-0431-1477
A.B. TTonsikoB/A.V. Polyakov: https://orcid.org/0000-0002-0105-1833

KondamkT untepecoB. ABTOPbI 3asIBJISIIOT 00 OTCYTCTBUM KOH(DIMKTA UHTEPECOB.
Conflict of interest. The authors declare no conflict of interest.

®unancuposanue. Paborta BbIMoIHeHa 6€3 CIIOHCOPCKOM MOIIEPKKU.
Financing. The article was written without sponsorship.

Crartbs nocrynuna: 04.10.2019. Ipunsita Kk myomankamuu: 03.07.2020.
Article submitted: 04.10.2019. Accepted for publication: 03.07.2020.

TOM 10

21



TOM 10

22

HepBHo-Mblweynbie BONTE3HU
Opueunanbhble uccaedosanus

CmauuoHapHoe meyeHue amunuyHbiX hopM XpoHuYecKol
BOchanumenbHoil AeMuUenuUHU3uUpyowel nouLeiaponamuu:
KNuHuyecKoe HabnoaeHue 3a 8 nayuenmamu 6e3 nposeeHus
namoreHemuyecKoi mepanuu

I A. Tpummna, H.A. CynoneBa, A.C. Pu3Banosa
DI'BHY «Hayunwiii uenmp neeponoeuu»; Poccus, 125367 Mockea, Boaokoaramckoe wocce, 80

Konmarxmeor: lapes Anexcanoposna [puwuna dgrishina82@gmail.com

Beedenue. Amunuunvie popmul XpoHuueckoii 60cCnarumensHol OeMueaunu3upyouleil NoAUHeiponamuu OmaAU4aomcs KAUHU4ecKoil ceme-
DO2EHHOCMbIO U 8apUAbeNbHbIM MedeHUeM.

Ileaw uccaedosanus — npodemoHcmpupo8ams KAUHUKO-AHAMHECMUYecKUe U Helpopu3auonocuveckue 0aHHble NAYUEHMO08 ¢ AMUNUYHBIMU
@opmamu XpoHu1eckoli B0CHANUMENbHOU OeMUeAUHUBUPYIOUeli NOAUHelpoOnamuy CmayuoHapHo20 meveHus ¢ MUHUMAAbHbIMU 08UeAmeNnb-
HbIMU HAPYUWEHUAMU UAU 0e3 HUX, He NOAYHAGUILX NAMO2eHeMUYeCKY0 mepanuio.

Mamepuaavt u memoowt. Pempocnexmueno npoanaauzupoganvt oannvie 8 navuenmos (7 myxscuun (87 %) u 1 ncenwuna (13 %) 6 eospa-
cme om 52 0o 77 aem) ¢ amunu4HusIMu POPMAMU XPOHUHECKOU 80CNAAUMENbHOU DeMUeauHU3UpYIowell NoAuHeiponamuu: 5 nayuenmos
(62,5 %) ¢ acummempuuroi popmoii 3a601e6anusi — MyAbMUPOKANLHOU NPUOOPEMEHHOU OeMUCAUHUIUPYIOUel CCHCOMOMOPHOLL HelUpo-
namueii u 3 nayuenma (37,5 %) c cencoproii popmoii, 0bcaedosannsix Ha 6asze Llenmpa 3a60ae6anuil nepughepuueckoii HepeHOU cucmembl
OI'EHY «Hayunuiii uenmp neaponocuu» 6 nepuod ¢ 2016 no 2019 e. Bcem nayuenmam npogedensl KAUHUKO-AHAMHecmuueckoe U 1abopa-
mopHoe obcaedoganue, aneKmpoHelipomuozpadus, yrbmpaszeykosoe ucciedoganue nepugheputeckux Hepeoa.

Pesyavmamot. JiumenvHocme 3a604e6anus Ha MOMeHmM nepeuyHo2o ocmompa cocmasunra om 1 do 8 nem. Ilpu ouenke deucamenvhvix
Hapywenuii ho wikane unearuduzauuu INCAT 3 (37,5 %) nayuenma umenu cymmapnuiii 6aan 0 (nopma), 3 (37,5 %) — no 1 6anny é pykax
unu Hoeax u auuv y 1(25 %) — cymmaphsiii 6ann cocmasua 2 (no 16aany é pykax u Hoeax coOOmeemcmeento). Daekmporelipomuoepagus
08uU2amenbHbIX HePB08 B0 BCEX CAYUASX BbIAGUNA MYAbMUPOKANbHBIE ACUMMEMPUUHbIE U3MEHEHUs N0 NeP8UtHO-0eMUNUHUUPYIOUEMY
muny. 3a eecb cpok HabardeHus cocmosiHue 60AbHbIX 0CMABAN0CH CMAOUAbHLIM. B céa3u ¢ omcymemeuem YHKUUOHANLHO 3HAHUMORO
Hesponocu4ecKoeo 0euyuma u npoepeccupo8anis CUMRIMOMAMUKU HU OOHOMY NAUUEHMY Namo2eHemu4ecKas mepanus He npo8ooUAAacs.
3ararouenue. Xponuueckas 6ocharumensHas 0eMueauHU3UpYIOuLas NOAUHeponamus — eemepo2eHHoe no KAUHUYeCKol Kapmune u meue-
HUI0 3a001e6aHUe, 8 OMHOUEHUU KOMOPO20 He00X00uMo Obimb HACMOPOJICeHHbIM NPU 00cAe006aHUU nayuenmos cmapuie 50 1em ¢ Kaunu-
KOl MHOJICECIBEHH020 NOPAdCEHUs NepUgepuUecKux Hepaoes, I1eKmpoHelipoMuocpagus no3604siem euia8Ums XapaKkmepHvie U3MeHeHUs,
6 mom uucae cyokaunudeckue. Ipuopumemnoi makmuxoil 6edeHus npu MURUMHOLU U AMUNUYHBIX OPMAx 3a001e8aHUs NPU MUHUMANbHOU
BbIPAINCEHHOCMU CUMNMOMO8 U OMCYMCMBUU NPOPeCCUPO8AHUs A6A5emcs OUHamMuYecKoe HabaodeHue npu pasymMHoll oyeHke cOOmHoule-
HUsl PUCKA U NOAb3bI NAMO2eHeMU1ecKol mepanuu.

Karoueevie cao6a: xporuueckas 6ocnarumensHas 0eMueAuHU3UPYIOwas NoAUHeponamus, amunu4Has Gopma, MyasmugoKkanrbHas npuoo-
DemeHHAas OeMueauHU3UpyIouas ceHcoMomopras Hetiponamus, cunopom Jlvrouca—Camuepa, cencopras gopma, 3neKmporeipomuozpagus

Jas yumupoeanus: [puwuna /I.A., Cynonesa H.A., Puzsanosa A.C. Cmayuonaproe meuenue amunu4Hvix QOpm XpOHUHECKOl 60CHaANU-
MeabHOl OeMueruHu3upyroueil NoAUHelponamul: KAauHu4eckoe Habaodenue 3a § nayuenmamu 6e3 nposedenus Namo2eHemu1ecKoil me-
panuu. Hepsno-muiueunsvie 6oaeznu 2020;10(2):22—30.
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Atypical variants of chronic inflammatory demyelinating polyneuropathy with benign course:
a clinical observation for 8 patients without pathogenic therapy

D.A. Grishina, N.A. Suponeva, A.S. Rizvanova
The Research Center of Neurology,; 80 Volokolamskoe Shosse, Moscow 125367, Russia

Introduction. Atypical variants of chronic inflammatory demyelinating polyneuropathy are marked by its clinical heterogeneity and vari-
able disease course.

Aim of the study. To describe clinical, anamnestic and neurophysiological features of patients with atypical variants of chronic inflammatory
demyelinating polyneuropathy, characterized by benign disease course, minimal motor involvement and not required pathogenic therapy.
Materials and methods. 8 patients (7 men (87 %) and 1 woman (13 %) at the age of 52— 77 years) with atypical variants of chronic inflammatory
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demyelinating polyneuropathy were analyzed: 5 patients (62.5 %) with asymmetric variant — multifocal acquired demyelinating sensorimotor
neuropathy and 3 patients (37.5 %) with sensory variant. All patients were observed at the Research Center of Neurology for the period of 2016—
2019. In each patient the proper clinical and laboratory evaluation was performed along with nerve conduction study and nerve ultrasound.
Results. The disease duration at the time of first visit was 1—8 years. By INCAT disability score 3 (37.5 %) patients had 0 points (normal),
3(37.5 %) patients — 1 point and 1 patient had 2 (25 %) points. Nerve conduction study showed multifocal, asymmetric demyelinating
changes in motor nerves. For the whole period of observation all patients were stable, so no one required pathogenic therapy.

Conclusion. Chronic inflammatory demyelinating polyneuropathy is a clinically heterogeneous disorder, required clinical suspicion in all
patients over 50 years with features of multiple nerve involvement; nerve conduction study helps to detect typical changes, including sub-
clinical ones. The primary strategy of management typical and atypical disease variants in stable course and minimal symptoms is a case
Jfollow-up with precise assessment of advantages and disadvantages of pathogenic therapy.

Key words: chronic inflammatory demyelinating polyneuropathy, atypical variant, multifocal acquired demyelinating sensorimotor neu-
ropathy, Lewis—Sumner syndrome, sensory variant, nerve conduction study

For citation: Grishina D.A., Suponeva N.A., Rizvanova A.S. Atypical variants of chronic inflammatory demyelinating polyneuropathy with
benign course: a clinical observation for 8 patients without pathogenic therapy. Nervho-myshechnye bolezni = Neuromuscular Diseases
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Bsepexue

XpoHnYecKast BOCTIAINTEIbHAS IeMUSTMHU3UPYIOIIAsT
nommHetportatust (XB/IIT) stBisieTcst camoii 9acToi U3 Xpo-
HUYECKUX TU3MMMYHHBIX HeliponiaTuii [1]. CornacHo amm-
JIEMHOJIOTMUYECKUM MCCIICIOBAaHMSIM, PACIIPOCTPAaHEHHOCTh
3aboneBanus gocturaeT 7—8 Ha 100 ThIc. HaceneHus [2].
B GomnbImHCTBE ClTydaeB TMarHOCTUPYETCS TUITMYHAS (hop-
ma XBJII1, onHako, Kak IMOKa3bIBaeT MpaKTUKA, aTUIIAY-
HBbIE BAPMAHTHI TAK3KE HE SIBJISTIOTCS Ka3yUCTUKOI [3, 4].

KimHanaeckast KapTrHa TUITAYHON (POPMBI OTIPEICIIsI-
€TCSI CHMMETPUIHBIM 1D GhY3HBIM TTOpakKeHUEM IBUTATEITb-
HBIX ITeprdeprIecKX HEpBOB C Pa3BUTHUEM CUMMETPUIHO-
TO BSUIOTO TeTparape3a, BOBJICYCHUEM MBIIII] TUIEYEBOTO
1 TA30BOTO TT0SICa, TIPOKCUMATBHBIX M TUCTATBHBIX MBITIIIT
KOHEYHOCTEM, MBILLIEYHOU TUITIOTOHUEN,, CYXOXKUJIBHOM T -
mo- win apedaekcueil, MoIMHeNPOIaTUIYEeCKIM TUITOM
HapyIIeHUH TOBEPXHOCTHBIX M IIPEUMYIIICCTBEHHO TITy00-
KUX BUIOB YyBCTBUTEIBHOCTH [5—8]. AcuMMeTpuaHast hop-
ma XB/IIT — mynsrrdokaabHas MpruoOpeTeHHas JeMUeT-
HU3HMPYIOIIasi CCHCOMOTOPHAS HEMPOIIaTHs, MJIM CUHIPOM
JIptouca—CamHepa, B OTVIMYKAE OT TUITMYHON (hOPMBI Xa-
paKTepHU3yeTcs] aCUMMETPUIHBIM (MYJIBTU(GOKATBHBIM)
BOBJIEUCHMEM Tepr(epUIeCcKIX TBUTATEIbHBIX U YYBCTBU-
TEJIBHBIX HEPBOB, TIPEUMYIIECCTBEHHBIM MOPasKCHEM IJTNH-
HBIX HEPBOB PYK, Pa3BUTUEM BSUIBIX aCUMMETPUIHBIX MO-
HO-, Tapa-, TpuU- uWIM TeTpamape3oB [4, 8—10].
Kax nipu Turmunoit popme XBJ/IIT, Tak v mpu cuHAPOME
JIptonca—CamMHepa aBUTATeIbHBIN AeUIINT ITpeodIamaeT
HaJl 9yBCTBUTEJBHBIM, a TIPY IIPOTPECCUPOBAHUM OOJIC3HU
y TallieHTa pa3BUBaeTCsl MHBAIMIN3ALNS pa3HOU CTETICHH.
3HaUNTEIbHO peXe TUAarHOCTUPYeTCsl CeHCopHas dopma
XBJ/II1, xoTopast cocTaBisieT IO TIPUMEPHBIM TOACUEeTaM
He Oonee 5 % Bcex ciydaeB 3Toi Oone3nu [3, 4, 11, 12].
Tsoxects Beex ¢popm XBJIIT onpenensiercs mpexkie BCero
BBIPAXKEHHOCTBIO IBUTATEIBHOTO AeuIinTa (peske — CeH-
CUTHUBHOI aTaKCHUM ), OTPaHUICHUEM TIePEIBIDKCHUS 1 Ca-
MooOcyxuBaHus |3, 7].

CorracHO JTaHHBIM JIMTEPATypPhl 1 COOCTBEHHOMY OITHI-
Ty, yaiie Bcero rpu XBJIIT orMeuaeTcst HEyKJIOHHOE TIPO-
rpeccrpOBaHME HEBPOJIOTMUECKIX HAPYIIEHUH (B TEUCHME
8 Hem m OoJlee) WM pelIMAMBHUpYIOIIee TeueHue [5—7].
[Mpu HapacTaHUY CUMIITOMATUKY WX YXYAIIEHUHT COCTO-
SIHUSI MTHULIMMPYETCS MaTOTeHETUYEeCKas Teparus: JeueHue
TIFOKOKOPTUKOCTEPOUIAMU, BBICOKOOOBEMHEIN TIIa3Ma-
(epes, BBICOKOIO3HAA UMMYHOTEpAInsI IperapaTaMu
BHYTPMBEHHOTO MMMYHOIJIO0yIMHA [5, 6, 9].

B manHOIi cTaThe TpeAcTaBIeH COOCTBEHHBIN OIBIT
HaOJIIOIEHUSI ¥ BEICHUS TTAIIMEHTOB C OTHOCUTEIBHO JI0-
OpOKaueCTBEHHBIM, CTALIMOHAPHBIM TeYCHNUEM aTUTTYHBIX
dopm XB/IIT 6e3 mpoBeaeHNS MaTOreHeTUYECKOM Tepartii.
AKTyalbHOCTh HACTOSIIIEH ITyOJIMKaLMs O0YCIOBJIEHA TEM,
YTO B JINTEPATypPe BCTPEUACTCS MAJIO OTIMCAHMI MOJOOHBIX
KIIMHUYIECKUX CTyJaeB, a TAKTUKA BEACHMS TaHHOM KaTe-
TOpHU TALIMEHTOB TNCKYyTaOeIbHA.

Iean uccnenoBanusi — MpoOAEMOHCTPUPOBATH KIMHU-
KO-aHaAMHECTUUYeCKIEe ¥ Hepo(pr3MOoIorniecKrie TaHHbIC
MalUEHTOB ¢ aTUNMUYHBIMU popMamu XBJIIT ctaunonap-
HOTO TEUCHUSI ¢ MUHUMAJIBHBIMU TBUTATECJILHBIMU HAPY-
MIeHUSIMA WX 03 HMX, He ITOJIyYaBIINX ITaTOreHeTHIC-
CKYIO TepaIuio.

Mamepuanb! u Memopbi
PeTpocniekTMBHO TIpOBEIeH aHAIN3 TaHHBIX 8 TAIIH-
eHTOB ¢ aTunuuHbIMU opmamu XBIT: 7 myskunt (87 %)
u 1 xenmuHbl (13 %) B Bo3pacte ot 52 10 77 et (cpenHuii
Bo3pacT 63,25 roga), obciaenoBaHHbBIX Ha 6aze Llentpa
3abosieBaHUi iepudeprdeckoit HepBHOM cructeMbl PI'b-
HY «HayuHblii 1eHTp HeBpoJsioruu» B nepuon ¢ 2016
mo 2019 &. (Tabmx. 1).
Bcem manmeHTaM mmpoBeneHB KITMHUYECKIE, Jadbopa-
TOPHBIE M THCTPYMEHTAIbHBIC NCCIICIOBAHMS:
* cOOp kajmo0 1 aHAMHECTUICCKIX TaHHBIX;
* OOIICKJIMHUYSCKUIT U HEBPOJIOTHMYECKUIT OCMOTP,
OlICHKA JIBUTATEIbHON (DYHKIINM BEPXHUX 1 HUKHUX
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Tadomuua 1. Kaunuko-anamnecmuueckue OaHHble U CYMMAPHBLI Pe3yabmam Heupopu3u0I02ueckKo2o U Helposu3yaru3auoHHo20 UCCAe008aHUL NAUUeH-
M08 ¢ AMURUMHBIMU HOPMAMU XPOHUHECKOU 80CRANUMENbHOU OeMUeAUHUSUPYIOulell NOAUHeUponamuu

Table 1. Medical data and results of neurophysiological and ultrasonographic investigations in patients with atypical forms of the chronic inflammatory
demyelinating polyneuropathy

Fulfilling
of neurophysiological
CIDP criteria [5]

Sum score
by UPSS** [16]

Age, years Disease duration,
years

1 x 77 2 0 1 + 5
2 M 66 1,5 0 0 + 0
3 M 56 1,5 0 0 + 12
4 M 60 2 0 0 + 9
5 M 71 5 1 1 + 8
6 M 63 8 0 1 + 5
7 M 61 1 1 0 + 7
8 M 52 2 1 0 + 8

*Hopma — 0 6annos, epydvie Hapyuienus — 5 6aa108.
** Makcumanvholil 6ain — 20, munumanvhvlii oann — 0.

*Normal — 0 points, major deficit — 5 points.
**Maximum points — 20, minimum points — 0.
Ilpumeuanue. INCAT — wixana oyenku ungasuousayuu npu gocnasumensvhot noauteiponamuu; XBJIII — xponuueckas eocnasumens-
Has demueaunusupyrowas noauneiiponamus; UPSS — Ultrasound Pattern sum score; M — myacckoii; 2K — ycenckuil.
Note. INCAT — inflammatory neuropathy cause and treatment disability score; CIDP — chronic inflammatory demyelinating polyneuropathy; UPSS —
Ultrasound Pattern sum score; M — male; F — female.

KOHeyHocTeil mo 1kaide uHBanmuauzauuu INCAT EFNS u O0111ecTBa crielInancToB IO O0JIe3HSIM TTepH-
(Inflammatory Neuropathy Cause and Treatment) depuaeckux HepBoB (Peripheral Nerve Society, PNS)
(cm. Tabm. 1) [13]; (EFNS/PNS, 2010) [5]), aHai30M OCHOBHBIX Iapa-
* ¢ nesblo quddepenHimanbaoi auarnoctuku ¢ XBITT- METPOB MOTOPHBIX U CEHCOPHBIX OTBETOB, F-BOJNH
MOAOOHBIMU TIOIMHEWPOTIATUSIMU (COTTIACHO PEKO- (Tabm. 2);
MeHnanusm EBpomneiickoii dhenepaiin HeBpooTnie- * yaeTpa3ByKoBoe uccienoBanve (Y3UW) nepucdepuue-
ckux coobmectB (European Federation of CKMX HEPBOB MPOBOAUJIOCH MO MPOTOKOIY, MPeaIo-
Neurological Societies, EFNS) [5]) mpoBeneHbI aHa- keHHoMy A. Grimm, C MCMOTb30BAaHUEM BaJTUAN3U-
JIN3bI KPOBU: OO, pa3BEPHYTHI OMOXUMUYECKUA, poBanHoit UPSS (Ultrasound Pattern sum score) [15]
peakius BaccepmaHa, Ha BUpyC UMMyHoAehUIIUTa C OLIEHKOI TJIONIA M TIOTIEPEYHOT0 CeYeHUsI HEPBOB
yesioBeka, rematutsl B u C, ypoBeHb aHTUTEN K OOp- U KauyeCTBEHHBIX COHOrpadUuecKux W3MEHEHUN
penusiMm (METOJOM MUMMYHO(DEPMEHTHOTO aHanm3a), no kimaccudukanuu L. Padua [16] B ykazaHHBIX
aneKTpocdope3 OETKOB CHIBOPOTKM KPOBM M MOYU o iporokoy UPSS Ttoukax nccnenoBanusi.
¢ ummyHobukcanueii. [latonornuecknx OTKIOHEHU
BO BCEX CITy4asiX BHISIBJIEHO HE ObLIO; Pe3ynbmambi
* anekTpoHeiipomuorpadust (DHMI) BemonHsIack Mo obpaierust B ®IT'BHY «HayuHblii LIeHTp HEBPOJIO-

Mo craHmaptHoit metonuke [14] mpu obs3aTebHOM — THW» BO Beex ciydasix OHMI He mpoBonmnach, Ha artare
COOJTIOIEHNN TEMTIEPATYPHOTO PEKMMA C UCCIENOBAHMEM — TIEPBUYHOTO 3BE€HA MAIIUEHTHl HE UMENN CIeIM(UIECKOTro
JIBUTATEIBHBIX U YyBCTBUTEIBHBIX HEPBOB KOHEUHOCTEM  JMArHO3a UM BOBCE HE OOPALLATUCh 32 MEAULIMHCKOM O~
(0OBem rccrienoBaHKsI COOTBETCTBOBAT PEKOMEHIAIMSIM — MOIIIbIO BCJIEACTBYE CTA00BBIPAXKEHHON CUMIITOMATHKH.
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3anmcTee/Wnst |/ \"'\ j

NloKTenoR crud/Elbow * o B, B

Magusy/arm 1 o R i g e

Tayuenm 4. Hecaedosanue npasozo cpedunno2o Hepea: a — 31eKmpoHelpomMuoepagius 08ueamenbHuix 6010K0OH, Pe2UCMpPas ¢ KOPOMKOU Mblulljbl, OME0-
Jsuweli 60bUIOL naney: CHUNCeHUe AMAAUMYObl U OUCRePCUsi MOMOPHOU 80HbL 8 OMEEM HA CMUMYASUUI0 HA YPOBHE N0KMeB020 ceuba u naeua; yabmpasey-
K060e uccredosanue: 6 — Ha ypogHe npeonieyva: nAoujads nonepeuHo2o ceuenus yeeauuerna 0o 15 mm? (N <10), popma ne usmenena, ouggpepenyuposka na
DacyuKy vl COXpanena, 8U3yaru3UPyemcs He3HaHUMeAbHOe YEeAUYeHUe OMOeAbHbIX 2UN0IX02EHHbIX acuukyn (U3MeHeHUe UHMPAHe8PANbHOU CIPYKMYpbL,
mun 1 no L. Padua) (A, nepe ykazan cmpenkoii); 6 — Ha ypoeHe naeua: niouads NOnepeuHo2o cevenus pe3ko yeeauterna 0o 65 mm? (N <10), gopma uzme-
HeHa, JugppepeHuuposKa Ha GacyuKynbl COXPaHeHa, OMMeHeHO 4epedo8aHUe OMOeAbHbIX YEEAUMEHHbIX SUNO- U CUNEPIXOEHHbIX (acyukyn (UsMeHeHue
unmparespanvroli cmpykmypot, mun 2 no L. Padua) (neps ykazan cmpeakoii)

Patient 4. Median nerve investigation: a — nerve conduction study of motor fibers: dispersion of M-response, stimulation at the elbow and arm, recording over
the abductor pollicis brevis; nerve ultrasound: 6 — stimulation at the forearm: nerve cross-section area is increased up to 15 mm? (N <10), the shape is not
changed, fascicules well differentiated, slightly increased and hypiechoic (1 type of intraneural changes by L. Padua) (A, nerve is shown by arrow); 6 —
stimulation at the arm: nerve cross-section area is greatly increased up to 65 mm? (N <10), the shape is changed, fascicules well differentiated, with separate

alternation of hypo- and hyperechoic fascicules (2 type of intraneural changes by L. Padua) (nerve is shown by arrow)

B npexncraBreHHO# HaMU BBIOOPKE MAIIMEHTOB OTME-
YeHO 3HAUYNTEJIbHOE peodianane MykuuH (7:1). [nirensb-
HOCTB 3a00J1eBaHsI Ha MoMeHT ocMoTtpa B PT'BHY «Hayu-
HBII LIEHTP HEBPOJOTUM» COCTaBUIA OT 1 10 § JIeT.

B mpouecce obcnenoBaHusl y BeeX MALMEHTOB ObLINA
HCKITFOUCHBI TMa0eTYeCKasl, TOKCUIecKas, IeKapCTBEHHO-
WHIYIIMpOBaHHAsI, MH(GEKIIMOHHA, TTapalipoTenHeMIYe-
cKag TofMHeponatu. B pamkax puddepeHImaabHOro
IMaTHO3a paccMaTPUBAJICS MapaHeOoIIaCTUUSCKUi, CUc-
TEMHBII 1 HACJIeACTBCHHBIN TeHE3.

Obwexaunureckuii ocmomp TalIIEHTOB HE BBISIBUT CY-
IIEeCTBEHHBIX OTKJIOHEHUI HM y OJHOTO ITallMeHTa.
B cTpykType xkanob npeobianaiy CeHCOPHBIE HapyILIEeHMUSI,
HEJIOBKOCTb NBIDKCHWN W HapylIeHUE TOJICPAHTHOCTU
K (OM3MIEeCKNM Harpy3Kam.

[Ipu ouieHKe Heaporoeumecko20 cmamyca TOMUHUPOBA-
JIA 9yBCTBUTEJIbHBIC HAPYIIEHMSI, KOTOPBIC BO BCEX CIyJasiX
OBLT ACHMMETPUYHBIMA B pyKaX, a B HOrax COOTBETCTBO-
BaJId TIOJTMHEBPUTUICCKOMY THUITY «UyJIKI» WU «HOCKI»
(6e3 ssBHOI acummeTpun ). OnieHKa pedieKTopHOM cepbl
B OOJIBIIMHCTBE ciiydaeB (n = 5; 75 %) BbIsIBWIIa aCUMMe-
TPUYHOCTh pedIeKCoB ¢ KoHedyHocTel, a y 2 (25 %) na-
LUEHTOB — UX Auddy3HOE yTHETEeHHE.

[pu ananm3e mBUTATEIHFHOM ChEpHI TTO IITKaJIC MHBAJI-
ausaumu INCAT 3 (37,5 %) nauueHTa UMeI CyMMapHbIiA
6ayur 0, YTO COOTBETCTBYET ITOJTHOMY OTCYTCTBHUIO IBUTA-
TeJIbHBIX HAPYILIEHUIA B KOHeYHOCTsIX; 3 (37,5 %) nauueH-
Ta — 110 1 0Ty B pyKax WA HOraX — MUHUMAaJIBHO BBIpa-
JKCHHBIE OBUTaTeJbHbIC HapyIIeHUs, HE HMEIOIIne
(byHKLIMOHAIBHON 3HAYUMOCTH; Julb y 1 (25 %) nauu-
€HTa CyMMapHBIi 6ajur coctaBwmi 2 (1mo 1 6amry B pykax
1 HOTaX COOTBETCTBEHHO) (cM. Tabi. 1). Takum obpaszom,
BBIPAXKEHHBIX TIape30B MBIIII] PYK WJIM HOT HUA Y OZHOTO
MmallMeHTa OTMEUYeHO He OblIo. B Tex cimywasx, xorma

MBIIIEYHAST ¢J1a00CTh BHISABIIsUIACH (TAamuMeHTHl 1, 5—8),
PETUCTPUPOBAJICS ACUMMETPUIHBIN ITAaTTePH.

Heiiponnatnueckuii 6071eBO CUHAPOM, HapylleHUE
KOOpOWHAIIMK JBIKCHUN, (PYHKIIMKA Ta30BBIX OPTAaHOB
W THUpaMHUIHAsT CUMIITOMAaTHKa HE PEeTrHCTPUPOBAJIUCH
HU B OTHOM CJTydJac.

Takum 06pa3oMm, TI0 COBOKYITHOCTH JaHHBIX COTJIACHO
kmuHndeckuM KputepusMm XBIAIT EFNS/PNS [5], Bce
CIy9an COOTBETCTBOBAIM aTUIIMIHBIM (hopMaM 3a001eBa-
Hus: acumMmeTpuaHas popma XBJIIT (curmpom JIstonca—
Camuepa) (n = 5; 62,5 %) u unucTo ceHcopHas dopma
XBJII ¢ orcyrctBreM mmape3oB Mol (n = 3; 37,5 %).

ITpu ipoBenernt IHMI déuzamenvrbix Hep6os BO BCEX
CITyJasix ObUIO TTOJTYIeHO ITOJTHOE COOTBETCTBHE HEMpOdu-
3MOJIOTUUECKUM KpurepusiMm goctoBepHoit XBIII [5],
nuMenuch xapakrepHbie mist X BT npusHaku HapyleHust
MPOBOIAIICH (DYHKITNY TieprhepUIeCKIX HEPBOB, TIPUYEM
HE TOJBKO Yy MAIlMEHTOB C mMape3aMiu, HO U Y TeX, KTO
IEeMOHCTPUPOBAJl TOJBKO UYBCTBUTEIbHBINM OeUIIUT
(cM. Tabm. 2).

[Ipu mccrenoBaHUM YYBCTBUTENIBHBIX HEPBOB PYK
B 100 % ciyyaeB perucTpupOBaInuCh HU3KOAMILUIUTYIHbBIE
CEeHCOpPHBIe moTeHIHaNb! (amruintyaa <15 MxB), mpu nc-
CJIeIOBAaHNM HOT CEHCOPHBIE OTBETHI OTCYTCTBOBAJIH.

C ygeToM 0COOCHHOCTE KITMHNISCKUX TTPOSIBICHUIA
¥ TeYeHMST 320016 BaHUSI TOTIOTHUTEIBHO OBLIO TTPOBEIC-
HO conozpaghuueckoe uccaedosanue nepughepuneckux Hep-
606. CymmapHbiii 6aur npu Y3U mepudepnyecKux
HepBoB 110 ipotokoy UPSS cocraBwmr ot 0 mo 12 (B cpen-
HeM 6,75) (cum. Tab.. 1). [Ipu HaTMYKMK yBEJIMYEHMS TUIO-
IIaay TMOIEePEYHOTO CEYCHUST B TOUKAX MCCIIETOBAHMS
KauyecTBeHHBIC M3MEHEeHUs TIpu Y3W COOTBETCTBOBAIHU
1-my unm 2-my Tmam no kiaccudukamnuu no L. Padua
(cM. pucyHOK) [16].
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Takum obpaszom, nuarto3 XBJII1 cooTBeTcTBOBAN Me-
KAYHAPOAHBIM KPUTEPUSIM [S], IMarHOCTUPOBAHA JIETKAsI
dopMa 3ab0J1eBaHMSI BO BCEX CIyYasiX, YYMThIBast OTCYTCT-
BU€ (PYHKIIMOHAIBbHO 3HAUMMBbIX IBUTATEIbHbBIX Hapylle-
Huii. CorracHO peKOMEHIOBAaHHOMY €BPOIIEHCKIM CO00-
IIECTBOM CITeLIMAINCTOB oaxoxay [5, 9, 17], ¢ marmeHTaMu
ObL1a MpoBeeHa Oecea 0 BO3MOXHOCTSIX M pUCKaXx MaTo-
reHeTn4ecKoi teparuu [18], Mo pe3ynabTraTaM KOTOpOit
ObLIIO MPUHSTO PELLIEHUE O BKUAATEIbHOMN TaKTUKE.

ITocne ycraHoBIeHMS AMAarHo3a nayMeHThl HabJo1a-
jymch B LleHTpe 3a06oneBanmii nepudepndecKoii HepBHOM
cucteMbl ®T'BHY «Hay4HBIii LIeHTp HEBPOJIOTUN» B TeUe-
Hue oT 6 Mec 10 3 JieT. 3a Bech [epro HaOJIIOAeHUSI HUKTO
13 OOJTBHBIX HE TTOTyJall TATOTCHETHUECKOM Teparu (TJTro-
KOKOPTUKOCTEPOUIHI, T1azMadepe3, BHyTPUBEHHAST M-
MyHoTepanus |5, 6, 17, 19]) BBUIY OTCYTCTBUSI 3HAYMMOTO
MPOrpecCUpoOBaHUS IBUTATEIbHOTO 1e(UIIMTA U COXpaHe-
HUS XOpo1Iero yHKIIMOHAIBLHOTO cTaTyca.

06cyxnenue

B Hacrosmeit cratbe IMpeacTaBieHb KIMHUYECKUE
HaOoaeHNS 8 MaleHTOB ¢ HeTUIMMIHbBIM st XB/ITT cta-
LIMOHAPHBIM TEUCHUEM U OTCYTCTBUEM WJIM MUHUMAJTbHOM
BBIPAXKEHHOCTHIO MBIIIEUYHOM C1abocT 6e3 CYIIeCTBEeH-
HOTO HapyIIeHNS (DYHKIIUN TIEPSIBIKCHUS K CAMOOOCTy-
xuBaHMS. CaMbIM CIIOKHBIM 0Ka3aJICsT BOIIPOC ITOCTAHOB-
KU AMarHo3a B MpeACTaBICHHBIX cirydasx. Kak n3BecTHoO,
nuarHo3 X BT siByisieTcst «1MarHo30M UCKIIIOYEHUSI», T. €.
MpeArojaraeT J0CTaTOYHO IMNPOKUI mruddepeHIINaTbHO-
MUATHOCTUYECKUI TMOMCK, OTPaXKCHHBIM B KPUTEPUSIX
EFNS/PNS (2010) [5]. JocTymHble KITMHUYECKHE, Ta00-
paTopHBIC M MHCTPYMEHTAIBHBIC TECTHI TTO3BOJIIIN NCKITIO-
4uTh 00J1bIIMHCTBO ApyTruX XB/IIT-110g00HBIX COCTOSIHUIA.
CaMBIM CJIOXKHBIM OBIJIO IIPUHSITH PEIICHNE O IIPU3HAHUHT
MEeHee BepOSITHBIMHI Y HAIIIMX IMAIIMEHTOB (TI0 OTHOIIICHUIO
Kk nuarHo3y XB/1IT) Takux 0oe3Heit, Kak TIepBUYHBIN Ba-
CKYJIUT TIeprueprIeCKNX HEPBOB 1 HACIIEACTBEHHAS] MO-
TopHO-ceHcopHas Heiipomatus (HMCH). K pabouemy
nrarHo3y «XBJIT» MBI IpUIIUIA TTyTeM JIOTUIECKUX pac-
CYXIIEHUI, OCHOBBIBAsSICh HA KIIMHUKO-MHCTPYMEHTAIBHOM
CUMIITOMOKOMILIEKCE HAIMX ITallMeHTOB, OIMMCAaHHOM
BBILLIE, a TAKXKE JOCTYMTHOCTU U LIEJIECOOOPA3HOCTH (C TOY-
KU 3peHUs COOTHOIIECHUS «PUCK/TI0Ib3a» ) HEOOXOIUMBIX
00CcIemoBaHMIA TSI TIOJTHOTO MCKITIOUEHMST AUarHo3a Ba-
CKYJIMTHOM U T€peIUTapHON HEUPOMaTHN.

JI1s1 MCKI04eHUsT TePBUYHOIO BACKYJIMTA OBLIO Obl
HEOO0XOAMMO BBIMOJHUTbL OMOIICUIO CEHCOPHOTO HEpPBA,
KOTOpAas SIBIISIETCS «30JIOTHIM CTAHIAPTOM» TUATHOCTUKU
HeliponaTrii. OMHAKO CYIIECTBOBAIN OOBEKTUBHBIC ITPH-
YUHBI, TI0 KOTOPHIM JaHHOE MCCIIe0BaHNEe HE TIPOBOIM-
Jock. KpoMe Toro, M3BeCTHO, YTO BACKYIMTACCOLIMPOBAH-
Hble Helipomatuu B OGOJbIIMHCTBE ciiydaeB (>80 %)
IIeOI0TUPYIOT TIOMOCTPO, COTTPOBOXKIAIOTCST HEMpOITaTie -
CKOIT 00JbI0 M 3KCTpaHEBPaIbHBIMU MPOSBICHUSIMH,
a npu DHMI BuisiBisIeTcs MEPBUYHO-aKCOHAIBHBIN Xa-
pakTep TropaxeHust HepBoB [20].

B pamkax nuddepeHuranbHON 1MarHOCTUKKY TTPOBO-
IWJICS THIATEJbHBINA aHAIN3 HACICIACTBCHHOU IPUPOIBI
COCTOSTHUSI. YUNUTHIBas KIIMHUKO-HEMPODU3NOIOTUIECKIEe
nJaHHble, Mbl uckirodann HMCH 1-ro Tnma u HaciaencT-
BCHHYIO HEWPOIIATHIO CO CKJIOHHOCTBIO K IMapajndyam
oT caaBiieHud [5, 21, 22]. OmHako Bo3pacT JebioTa Heiipo-
MaTUM y TTaleHToB Oosiee 50 JIeT, OTCYyTCTBHUE KOCTHO-
CYCTaBHBIX Ae(hOpMaIInii, KOHTPAKTYP CYXOXKWINIA, OTATO-
IMIEHHOTO HACJIeICTBEHHOTO aHaMHe3a, HaJludyue
o taHHeIM DHMI u3menenmii, HetnmaHbelx it HMCH
1-ro THIa (CKOPOCTh PacCIpOCTPAHEHUST BO30OYKICHUS
Ha TIpenIuieybe 1o CpeaAMHHOMY HepBY B 7 U3 8 ciydacB
6osee 38 M/c, HamMuMe OJIOKOB IMPOBEICHUS B HETUITIMYHBIX
IUTST KOMITPECCUU MECTax, TUCTICPCHI MOTOPHBIX OTBETOB),
cymMapHBIi 6amt — 9 mo Y3-nporokomry UPSS B 7 n3 8
CJIyJaeB, OTCYTCTBHE COHOTpa(pUUeCKUX IMTPU3HAKOB T (-
(by3HOTO TeHepaT30BaHHOTO TTOPAKEHUSI HEPBOB CBUIC-
TEJIBCTBOBAII HE B TIOJIB3Y TepeIUTaPHOM ITPUPOIBI HEMpO-
MaTUX y TIpeICTaBICHHbBIX TAllMeHTOB |5, 14, 16, 23—-24].
HecMmoTtpst Ha HecnmelTM(UIHOCTD Pe3yIBTaTOB HEMpOdu-
310JIOTUYECKOTO 1 HEMPOBU3YaIN3alIMOHHOTO MCCIIEI0-
BaHUI, KpaifHe HU3KYIO BEPOSTHOCTD BBISIBJICHUS TIPUIITH-
HOW MyTaluHu, daxe ¢ TNpPUMEHEHUEM CaMBbIX
BBICOKOYYBCTBUTEIIBHBIX METOMIOB, OT IIPOBEICHMS MOJIC-
KYJISIPHO-TEHETUYECKOTO 00CTICTOBAHNS HAa TAHHOM 3Tarre
Ha0I0AeHUS ObLIO pelleHOo Bo3aepKaTbcs. TeM He MeHee
CJIeIyeT TIPU3HATD, YTO HET IMOJTHOU YBEPEHHOCTH B OTCYT-
CTBUM HACJICICTBEHHOTO Ie¢He3a HeHpOoImaTUM y HaIIMX
OOJIBHBIX, TAK XK€ KaK HeJIb3sT NCKITIOUUTH COYCTaHHE Te-
peanTapHON U TIPUOOPETEHHOM NTM3UMMYHHOM Helipona-
tan (double trouble). B nurepatype mMeeTcss eTMHUIHOE
ormcanue kimHuyeckoro ciydags HMCH 1C tuna ¢ Heli-
podusnonornueckoit kaptuHoit XBIIT [25].

Huarno3 XBJII1, yctaHOB/IEeHHBIII HAMU B KauyeCTBE
pabouero, Takke TpeOyeT pa3bsICHEHUIA, TaK KaK OH HE Me-
Hee CIIOXEH B CBSI3U C TEM, UTO TIPEICTaBUTh O€3YCIIOBHBIC
JI0OKa3aTebCTBa TM3MMMYHHOTO TeHe3a MHOXKECTBEHHOM
HeWponaTH HEBO3MOXKHO. DTO CBsI3aHO ¢ TeM, uto XBJIIT,
KaK ¥ OOJIBIIMHCTBO ayTOMMMYHHBIX HEPBHO-MBITIIEYHBIX
3a00JIeBaHUii, HE UMEET OJHO3HAUYHBIX MAPKEPOB ayTOMM-
MYHHOTO TIpoI1iecca, a Onomncus mepudepruieckKoro Heppa
[2, 5, 26] maumeHTaM He OblIa IIPOBEIEHA B CBSI3M C OIH-
CaHHBIMM BHIIIE MpUIMHAMU. Hamu Takke He TIpOBOIM-
JINCH B TIPEACTaBICHHON BBIOOPKE TaKMe MCCICIOBAHMS,
Kak JroMOabHasT MyHKIIMsI, MaTHUTHO-PEe30HaHCHAS TO-
Morpadus CIIeTeHHI ¢ KOHTPACTHBIM YCHIICHUEM, HCCIIe-
IIOBaHWE YPOBHS aHTUTEII K TAHTIIMO3UAaM Ttepudepuye-
CKMX HEPBOB, TaK KaK OTCYTCTBHME OeJiKa B JIMKBOpPE
He nckinouaetr XBTT [26, 27], Busyanusais CruleTeHUIA
MpY MarHUTHO-pe30HaHCHO# ToMorpaduu B 40—60 %
CIyJaeB He ITOKAa3bIBaeT M3MEHEHMI TP TU3NMMYHHBIX
Heliporratusgx [28] m ocobeHHO MaJloMH(GOPMaTUBHA
MpY aTUIIMIHBIX (hOpMax, a aHTUTENA K TaHTJIMO3UIaM
MMEIOT HU3KYIO0 TUAarHOCTUIECKYIO0 3HAUMMOCTh 1 B IMAar-
Hoctuke XB/IIT He mpumensitorest Bosce [5, 6]. B onpene-
JICHHOM CTEeTICH! B TTOJIb3Y AU3MMMYHHOTO TeHe3a Y HaIlINX
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OOJIBHBIX MOT CBUICTEIbCTBOBATH ITOJIOXKUTEIIBHBII OTBET
Ha MaToreHeTUYecKyto tepanuio [5, 29]. Tem He MeHee
B TIPEACTABICHHBIX HAMU CIIydasiX pUCK HeXXeJaTeTbHBIX
peakimii Ha (poHE TepaIrmi BBICOKUMU T03aMH TTTIOKOKOP-
TUKOCTEPOMIOB TIPEBHIIIAT TTOJIb3Y, TePAITisl BHYTPUBEH-
HBIMU BBICOKOIO3HBIMM MMMYHOTJIOOYTMHAMU ObLITa Ma-
JIONOCTYITHA B CBSI3U C BEICOKOI CTOMMOCTBIO TIperapara,
a HEOOXOIMMOCTH B TIPOBEICHUN BBICOKOOOBEMHOTO TIJIa3-
Macdepesa He OBLIO (CTallMOHApHOE TeUCHUE). YUNTHIBAS
MHMHHUMAaJIBHYIO BEIPAXKEHHOCTh HEBPOJOTMUECKOTO Aehu-
LINTa, OTCYTCTBUE IIPOTPECCUPOBAHMS CUMITTOMATUKH, MBI
BBIOpaIM TAKTUKY TMHAMUYIECKOTO HAOJIOIeHUS 063 aK-
TUBHBIX TePaNeBTUICCKUX BMeIIaTeIbCTB. C KaXKIbIM T1a-
IIMEHTOM OFBIJIa TIpOBelicHa Oecema O CIoco0ax JCUCHMS
XB/II, aprymeHTpOBaH BhIOpaHHBIN 1Toaxon. JdunHamu-
YecKoe HaOIoIeHE 3a MTallieHTaMU TIPOI0JIKACTCS.

[MpuamHOI 11 yCTaHOBICHUS AUArHO3a TU3UMMYH-
HO1 HEHMPOIIaTUM B IIPEACTaBICHHON BEIOOPKE OBLIO TaK-
K€ TO, YTO JaHHBIN TWAaTHO3 SIBJISICTCS HanmbOoJjee 0J1aro-
MIPUSITHBIM 71 TTallMeHTOB B Clydae CYIIECTBEHHOTO
VXYIOIICHUS] COCTOSTHUSI, KOTOPOE MOXKET OBITh 3a(hUKCH-
poBaHoO B nocienyouiemM. [1pu nporpeccupoBaHUM CUMIT-
TOMAaTHKH TIEPBOE K¢ 0OpalieHre K Bpady ITOCTaBUT BO-
IIPOC O HEOOXOMMMOCTH Ha3HAUCHUS ITaTOTeHETUYECKOM
Teparmuu (TJTIOKOKOPTUKOCTEPOUIbI, BHYTPUBEHHBIC BHI-
COKOIIO3HBIE MMMYHOTJIOOYJIMHB WIN TIa3Mmadepes),
YTO CYIIECTBEHHO MOBBICUT IIIAHCHI OOJIBHOTO Ha CKOpeii-
1Iee MoJrydeHNe MOTeHIIMAIBHO 3G (MEKTUBHOM TepaItiu.
I1pu aTOoM oTcyTcTBUE 3(pdeKTa OT JIeueHUs Hen30exKHO
3aCTaBUT Bpada IIePecMOTPETh JUArH03, KaK PEKOMEHIO-
BaHO 3KcIepTHBIM coobmectBoM (EFNS/PNS 2010),
1 B 3TOM CJIydae IOSBSITCSI BECKME OCHOBAHUSI JIJIST TIOBTOP-
HOTO PacCMOTPEHMSI BOIIPOCA O MPOBEACHUN OMOTICUU
HepBa JIM00 TEHETUYECKOTO OO0CIeIOBaHMUS, UTO HE OBLIO
BBITTOJTHUMO PaHee B CBSI3U C UCXOIHO JIETKUM COCTOSIHU-
€M TTalleHTOB.

IIpaBoMmouHocTh quarHo3a X BJII1 B mpeacTaBieHHbIX
CITyJasix TTOATBEPKIaeTCS JTaHHBIMU JIMTEPaTypPhl, B KOTO-
POl UMEIOTCS OonUcaHus craurmoHapHoro TeueHuss XBJI T
C MUHMMAJIbHOH CTETIEHBIO BBIPAXKEHHOCTH HEBPOJIOTIIC-
ckux Hapymenwuit [30, 31]. Tak, rpyrimna HEBPOJIOTOB BO Tia-
Be ¢ A. Uncini B 1999 1. onry6mmKoBasa CTaThio, B KOTOPOU
OBITT TIPOBEJeH aHaIu3 JaHHBIX 4 mamueHToB ¢ XBJIIT
(2 XeHIIWHBI ¥ 2 MYy>KYUHBI B Bo3pacTe oT 18 mo 51 roma),
3 13 KOTOPBIX MPEABSIBIISIA CEHCOPHBIE XKaJTOOBI M1 IMEJTN
M30JIMPOBAHHBIC YyBCTBUTEIbHBIC TTOJTMHEBPUTUICCKIC
HapyIIeHu s, a 4-1f MalMeHT BOBCE XKaIo0 He TIPeIbsIBIISI,
oJaroBast HeBpOJIOTMYECKAsI CUMITTOMATHKA Y HETO OTCYT-
cTBOBaJa. Y Bcex 4 00JNbHBIX pe3ynbraTtel DHMI gBura-
TEJIbHBIX HEPBOB PYK 1 HOT TTOJTHOCTHIO COOTBETCTBOBAJIN
HelipopusnonornyeckuM Kputepusim XBTI. Tepanuio
[JIIOKOKOPTUKOCTEPOUIAMU per 0s B TCUCHHE 3 MeC TTOTy-
yry 2 manyenTa (Mo 75 MT exXeTHEBHO C TTOCJIeIYIOIINM
CHIDKCHMEM) C TIOJIOKUTEIBHBIM 3 deKToM, y 1 TarmeH-
Ta yAyqIIeHWe IMPOU30IIUIO CIIOHTAaHHO. 3a BeCh IEPHUOI
HaOJTI0IeHNsI, KOTOPBI COCTAaBWII OT 1 110 4 JIeT, maleHThI

OCTaBaJNCh CTAOMIBHBIMH. ABTOPBI IIPEIITOIOXUIIN,
uro Takasi opma XB/II1 ¢ cyOKIMHMYECKUM MOpaKeHUeM
IBUTATCIIEHBIX HEPBOB SIBJISIETCSI HAYAIBHOM MITH TIPOMEXKY -
TOYHOU CTammeit 3a001eBaHMsI, KOTOpasl B KOHEYHOM UTOTe
MOXET MePEeHTH B TUITMYHYIO (DOPMY C TIPOTPECCUPYIOIIEH
MBIIIIEYHOH ¢1ab0cThio. Kpome Toro, ObLTa BhICKa3aHa TOY-
Ka 3peHHUsI O TOM, UTO TTOMOOHBIE CITydar HeTb3sT OTHOCHUTD
K CEHCOPHOI1 (popMe 3a0051eBaHNsI, PeKOMEHIOBAHO MCTIONb-
30BaTh TSPMUH «MIHUMAJIEHO BBIPAsKCHHAST VT aCUMITTOM-
Hast XBAI1» (minimal and asymptomatic chronic inflammatory
demyelinating polyneuropathy) [31].

Harmra BEIOOpKa COOTBETCTBYET XapaKTEPUCTUKE 00T~
HBIX, KOTOPBIX OMICAIA KOJUIETH: TIape3bl MBIIIII OTCYTCT-
BOBAJIM MJIY OBUIM BBIpaXKeHbI MUHUMAJIBHO, JOMUHUPO-
Balll CEHCOpPHBIC HapYIICHMs, TPOTPECCUPOBAHUS
CUMIITOMaTHKH He oTMedanoch, a DHMI BbIsiBIIsIIA TeHE -
paJIM30BaHHbI MEPBUYHO-AEMUETIMHUZUPYIOIIMI HEBPaib-
HBII ypOBEHD MOpAKEHUsI, YIOBIETBOPSIONINIA HEMpopu-
suosiorndeckuM Kputepusim XBJIIT [5]. OcobeHHOCTBIO
Halleil BEIOOPKY TAIIMEHTOB SIBJISIETCS HAJTMINE aCUMME-
TPUU KIIMHUIESCKIX CUMITTOMOB M HEHPO(PU3MOTOTMISCKIX
W3MEHEHUI, YTO paHee He OImcaHo. Tak, ecii ToaBeprHyTh
TOJTy9eHHBIE TTPY KITMHUYecKoM ocMoTpe 1 DHMI pe3ynb-
TaThl 00JIce NeTaTbHOMY aHaJIM3y, MOKHO OOpaTUTh BHU-
MaHHE Ha CIIeAyoIIne OCOOCHHOCTH, XapaKTepHBIC
st acummeTpuuHoit opmbl XBITT (cunapoma JIbtorca—
CaMHepa): aCUMMETPUIHOCTb HEBPOJIOTMIECKOTO me(r-
IMTa, HAJTUYKMe TPEUMYIIEeCTBEHHO MYJIBTH(OKAIBHOTO
IEeMUCTMHU3UPYIOIIETO0 HEMPODU3MOIOTMISCKOTrO TaT-
TepHa MMOpakeHMs ABUTATSIPHBIX HEPBOB B BUIC HEpaB-
HOMEPHOCTU ¥ aCUMMETPUYHOCTHU MAaTOJIOTUIECKIX N3ME-
HEHMI, perucTpaluny 0J10Ka TIPOBEACHUS B HETUITMIHBIX
IUTIST HEBPAJTbHOM KOMITPECCUM MECTax IIPU MCCIeI0BaHUN
IBUTATEIHHBIX HEPBOB PyK. Y3 nepudepniaeckiix HEpBOB
TaKXe MPOIEMOHCTPUPOBAIIO U3MEHEHHSI, HE XapaKTePHBIC
TSt hhy3HOTO PABHOMEPHOTO TIOPAKEHMSI, UTO, COTJIAC-
HO JaHHBIM aBTOPOB mpoTokoia (Grimm A. u ap., 2016),
He XapaKTepHO 11 TunudHou opmer XBJIT [23].

ITo coBOKyITHOCTH TIPEACTaBICHHBIX JAHHBIX MBI MO-
JKEeM 3aKJII0YUTh, YTO AMarHo3 aTunuyHoi ¢gopmbl XBI T
B IIPEICTABJICHHOM TPYIIIE MAIlMeHTOB HAaMU ObLT YCTaHOB-
JIeH (haKTMIeCKN Ha OCHOBAaHWM aHAIM3a KIMHUYECKOU
KapTUHBI, KpaliHe XapaKTepHOU 1151 TPUOOPETEHHOM 11~
3UMMYHHO# HeiporaTtu (aCMMMETPUIHOCTD, MYJIBTH(HO-
KaJTbHOCTh CUMITTOMATHKI) 1 PE3YJIBTAaTOB 2 MHCTPYMCHTATb-
HBIX METOJOB, KaXKIbIif M3 KOTOPBIX ITPOICMOHCTPUPOBAIT
Turnunyto a1t X BT kaptuny, mpuaem n3meHeHnss DHMI -
KapTUHBI YKIAIBIBAIMCH B ICHCTBYIOININE MEKIyHAPOIHBIC
KpUTEepUU JUArHOCTUKY 3aboneBaHus [S]. Hekoropast cme-
JIOCTb TAHHOTO TTOJXO/Ia B OTCYTCTBHE TOKA3aHHOTO MO -
TBEPKIACHMST ayTOMMMYHHOI TIPUPOIBI HA COBPEMEHHOM
9Tare pa3BUTHS IIPOIMKTOBAHA TYMAaHHOW MO3UIIMCH
10 OTHOIIICHUIO K TAIlMeHTaM, KOTOPBIE, C OMHOI CTOPOHEI,
MMEIOT HeOOXOMMMOCTh B HAaOJTIONEHNHN HEBPOJIOTa ITPHU Te-
KyIIIeM CTallMOHApHOM TeUeHUM OOJIE3HU, a C IPyroi —
He JIMIIeHBl IMaHCa CBOEBPEMEHHOTO TOJYYECHUS
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IMaTOreHETUIECKO TepaIiu B cIydae BO3MOXKHOTO U3Me-
HEHUS CIICHApHUsI pa3BUTHS 3a00JIeBaHNSI B CTOPOHY YXYI-

IMEHUA COCTOAHUA.

BbiBofbI

X]I)OHI/I'-ICCKEIH BOCIaJIMTCJIbHAA AEMUCTIMHU3UPYIOLLI A
HOHHHCﬁpOHaTHH — I'€TEPOIr€HHOC 110 KJIIMHUYECKOM Kap-
THUHE U TCYCHUIO 3a6OJ'IeBaHI/IC, B OTHOII€HMHN KOTOPOIo
HEOO0XO0IUMO ObITh HAaCTOPOXKXEHHBIM Yy BCEX MAallMCHTOB

crapire S0 JIeT ¢ KITMHIIEeCKOM KapTUHON MHOXECTBEHHO-
ro nmopaxkeHusd nepudeprudeckux HepBoB. DHMI 1mo3Bo-
JISIeT BBISIBUTH XapakTepHsble 1ist X BAI1 nuameHeHus:, B Tom
yuciie cyokamHudyeckue. [IpuoputeTHOM TaKTUKOI Bee-

TOM 10

HMS MNALMEHTOB C TUIIMYHOU W aTUIIMYHBIMUA Cl)OpMaMI/I

3a00s1eBaHUSI Ipu MUHUMAaJIbHOU BbIPA2KCHHOCTU CUMIITO-
MOB 1 OTCYTCTBUMU MNPOIrPECCUPOBAHUA ABJIACTCA ITMHAMM -
yecKoe HaOJIIoaeHue IIpn paSYMHOﬁ OLIEHKE COOTHOLUCHUA
PpHUCKa U I10JIb3bI MaTOreHETUYECKOM TEpaIlunu.
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Onbim npuMeHeHus pummMuyeckoli nepudepuyeckoll MarHumuoi
cmumynauuu npu noACHUYHo-KpecmuoBoii pagurynonamuu

B.H. Baoxuna!, M.M. Konauka?, E.M. Tpommna?, JI.C. Kanpmuna’, C.I'. Hukonaes?

KT «Apbamckuir> @IBY « Hauuonanvhoiii meduxo-xupypeuveckuii yenmp um. H. U. ITupocosa»
Munszdpasa Poccuu; Poccus, 119002 Mockea, lTaeapunckuii nep., 37;
2DIAY «Hayuonansholit MeOUyUHCKUL Uccae006amensekuil yenmp Heipoxupypeuu um. akademuxa H. H. Bypoenko»
Munzdpasa Poccuu; Poccus, 125047 Mockea, ya. 4-s Teepckas-Smckas, 16;
S Unemumym ycosepuiencmeosanus épaueti DI'BY « Hayuonanwvhbiii meduko-xupypeuveckuii yenmp um. H. U. [Tupocosa»
Munzdpasa Poccuu; Poccus, 105203 Mockea, ya. Huxcnssn [lepsomaiickas, 65;
000 meduyuncras komnanus «Invgh»; Poccus, 600000 Baadumup; ya. Iaeapuna, 11

Konmarxmeoi: Bepa Hukonaesna baoxuna vnba l@mail.ru

Beeoenue. [loscnuuno-kpecmyosas padukyronamus 1643emcs 4acmoi NPUHUHOU CIMOUKOLU U OAUMEAbHOU YMpambsl mpyoochoCOOHOCMU.
Ecau npunumame 60 gnumatue onumensHocms nevelus paouKyionamul, puck pa3gumus HeJceaamenbHoviX peakyuii npu npueme aHalb-
2eMUK08 U HecmepoUOHbIX NPOMUBOBOCHANUMENbHIX NPENapamos, NepcneKmugHbiM HanpagaeHuem mepanuu CMmano8umces npumMeHeHue
@usuomepanesmuueckoeo Memooa — pUmMmuU4eckoil nepugheputeckol MaeHUMHOU CIUMYAAYUL.

1leaw uccaedosanus — ouenums 3¢pghexmusHoCmMb KOMNACKCHO0 AeHeHUA C NPUMEHEeHueM Kypca pummu4eckoll nepugepuyeckoii mae-
HUMHOU CIMUMYAAUUN Y NAUUEHNO06 C NOACHUMHO-KPecmuo060il paduxyionamueil.

Mamepuanvt u memodst. B omipsimom Hepanoomuuposannom uccaedoganuu npursau yuacmue 40 nayueHmoes ¢ nosiCHUMHO-Kpecmuyo8oil
paoukyaonamueil, komopuie 6biau paszdenenst Ha 2 epynnol. Tlayuenmor 1-ii epynnsl noayuaiu Kypc mpaouyuoHH020 Ae4eHus U Kypc pum-
Muueckoli nepugepuyeckoii MaeHumHoi cmumyanyuu. boavHole 2-ii epynnsl — Kypc mpaduyuoHHoeo aevenus 6e3 npumeHeHus Kypca mae-
Humuoi cmumyaayuu. /1is npogedeHus cmumyasyuu 0bia UCnoAb308aH MacHumHblil cmumyasmop MagPro (Magventure, /lanus).
Pesyromamot. bviro nokazarno docmogeproe paznuyue (p <0,001) 6 oomuoweHuu ymeHvueHUs UHMEHCUBHOCMU 0018020 CUHOPOMA, YAYY-
weHus YPYHKUUOHANbHO20 CIMAamyca no OKoH4aHuu Kypca mepanuu 6 obeux epynnax. Y 14 (70 %) nauyuenmog 1-ii epynnot yposers 6041e6020
CUHOPOMA YMEHBUIUACS RO BU3YANbHO-AHAN020601 wikane Ha 50 % nocae 10 ceccuil pummuueckoil nepugheputeckoil MaeHUMHOU CMUMyAsSUUY,
¥ 6 (30 %) 6oavuvix — nocae 15 ceccuii. Tpu ouerke 6016020 cCuHOpoMa, QYHKUUOHANBHOLO CMAMYCA, YPOBHS MPEBONCHOCIU He ObL10 3d-
Pecucmpupo8ano cmamucmu4ecky 3Hauumoeo pazauyus (p >0,05) napamempoe mexncdy epynnamu Ha MOMEHM 3a8epuleHus Ae4eHusl.
3axarouenue. [lonyyennvie pesyrbmamol He NOKA3GAU NPEUMYUECMBA KYPCA PUMMUYECKOU nepugepuueckoil MasHUmHol CrumMyasiyuy
Y RAYUEHMO8 ¢ NOSICHUYHO-KPeCcmiy0801i paduKyaonamueil 8 CpasHeHul ¢ Kypcom mpaouyuonHoil mepanuu. Tpeoyromes danvHeiluue naa-
yebo-KoHmpoaupyemble UCCAe008AHUSL 051 U3YHEHUsl GAUAHUS MACHUMHOU CMUMYASUUYU Ha 60460l CUHOPOM U YPOBeHb MPEeBOICHOCMU
Y nayuenmos ¢ 601vi0 8 ChuHe U paouKyronamuei.

Karouegvie caosa: pummuueckas nepuqbepultecxaﬂ MACHUMHAA CMUMYAAUUA, NOACHUHHO-Kpecmuoeas paawcyﬂonamuﬂ

Jlas yumuposanus: baoxuna B. H., Konauxka M. M., Tpowuna E. M. u dp. Oneim npumenenus pummut4eckoil nepughepuneckoil MaeHumHoil
CMUMYAAUUY NPU NOACHUYHO-Kpecmuy060il padukysonamuu. Hepeno-muiueunvie 6oaeznu 2020;10 (2):31-38.
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The experience with repetitive peripheral magnetic stimulation in subjects with lumbosacral radiculopathy

V.N. Blokhina’, M. M. Kopachka?, E. M. Troshina?, D.S. Kanshir®, S.G. Nikolaev*
IClinical and diagnostic center «Arbatskiy» of National Medical and Surgical Center named after N. 1. Pirogov,
the Ministry of Health of Russia; 37 Gagarinsky Lane, Moscow119002, Russia;
2N.N. Burdenko National Scientific and Practical Center for Neurosurgery, the Ministry of Health of Russia;
16 the 4" Tverskaya-Yamskaya Street, Moscow 125047, Russia;
INational Medical and Surgical Center named after N. 1. Pirogov, the Ministry of Health of Russia;
65 Nizhnyaya Pervomayskaya Street, Moscow 105203, Russia;
*Medical Company EIf Ltd; 11 Gagarina Street, Viadimir 600000, Russia

Introduction. Lumbosacral radiculopathy is a leading cause of long-term disability. Taking into a consideration the duration of treatment
radiculopathy, the risk of developing adverse reactions when taking analgesics, non-steroidal anti-inflammatory drugs, the physiotherapeu-
tic method — repetitive peripheral magnetic stimulation may become a promising method of therapy.

Aim of the study. Assessment of the effectiveness of the complex treatment for patients with lumbosacral radiculopathy using the course of the
repetitive peripheral magnetic stimulation.
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Materials and methods. Forty patients with lumbosacral radiculopathy were enrolled in the open non-randomized study, were divided into
2 parallel groups. The patients of the Ist group received a course of traditional treatment and a course of the repetitive peripheral magnetic
stimulation. The patients of the 2nd group were treated with the traditional treatment without the course of the stimulation. A magnetic
stimulator MagPro (Magventure, Denmark) was used for repetitive peripheral magnetic stimulation.

Results. A significant difference (p <0.001) was registered regarding the reduction of pain syndrome and the improvement of the functional
status after treatment in both groups. 14 (70 %) patients of the first group achieved a pain visual analogue scale relief by 50 % after 10 re-
petitive peripheral magnetic stimulation sessions, while 6 (30 %) patients did this after 15 repetitive peripheral magnetic stimulation ses-
sions. We did not observed a statistically significant differences (p >0.05) in pain syndrome, functional status, anxiety level at the end
of follow-up between the groups.

Conclusion. We did not receive the benefits of the repetitive peripheral magnetic stimulation course in comparison with a traditional treat-
ment of a lumbosacral radiculopathy. Further placebo-controlled studies to study the effect of repetitive peripheral magnetic stimulation on

pain and anxiety in patients with back pain and radiculopathy are required.

Key words: repetitive peripheral magnetic stimulation, lumbosacral radiculopathy

For citation: Blokhina V.N., Kopachka M. M., Troshina E. M. et al. The experience with repetitive peripheral magnetic stimulation in sub-
Jects with lumbosacral radiculopathy. Nervno-myshechnye bolezni = Neuromuscular Diseases 2020;10 (2):31-38. (In Russ.).

BsepeHue

[Mosicanmano-KpecToBas pagukynonatus (ITKP) —
BEepTEOPOTeHHBIN CUHIPOM, Pa3BUBAIOIIMNICS BCIICACTBIE
ITaTOJIOTUM CIIMHHOMO3TOBOTO KOpeIIKa U XapaKTepu3y-
IOIIUICS TINTEIbHBIM OOJIEBBIM CUHIPOMOM BBICOKOM
WHTCHCUBHOCTH, OTpaHUYCHNEM TTOIBIKHOCTH, YYBCTBH -
TEJIbHBIMHU PACCTPOMCTBAMM B COOTBETCTBYIOILIEM JAcpMa-
TOME M /WJIV IBUTATEJIbHBIMU HAPYIICHUSIMU B 30HE WH-
HepBaumu Kopernka [1, 2]. Cpenu 00J1eBBIX CHHIPOMOB
B crimHe pacrnpocTpaneHHocTsb [TKP cocrasnster 3—5 %,
B OOJIBIIMHCTBE CJy4yaeB SIBISSICh NMPUUMHON CTOMKON
U JUTUTEJIbHOM YTPaThl TPYAOCIIOCOOHOCTH [3, 4].

CorracHo TaHHBIM KIIMHUYECKUX UCCIeTOBAHMIA, OTI-
TUMaJibHas MJIMTEJIbHOCTb KOHCEPBATUBHOTO JIEUEHUS
ITKP cocrasnsier ot 4 1o 8 Hen [5, 6], mpu HeahHEKTUB-
HOCTH KOTOPOTO TIPUMEHEHNE XUPYPTMIECKIUX METOIUK
cunTaeTcss 000CHOBaHHBIM [5]. B cOOTBETCTBUM C KJIIMHU-
YEeCKMMM PEKOMEHAALMSIMY COBPEMEHHBIE MOIXObI K Te-
parmmu OOJIEBBIX CUHIPOMOB B CIIMHE M PAaIUKYJIOMATHI
BKJTIOUAIOT MMPUMEHEHNE HECTCPOMIHBIX ITPOTHBOBOCITA-
JIMTEJIbHBIX CPEACTB, MUOPEIAKCAHTOB, HAPKOTUUYECKUX
AHAJILICTUKOB ITPY HAIMYUHY BBIPAXKEHHOM MHTEHCUBHOCTHU
00JIEBOTO CMHIPOMA, STMHUIYPATbHOTO BBEIACHUS TIIFOKO-
KOPTUKOUIOB [7].

ITpu Benenuu 6osbHBIX ¢ [TKP BakHbIM acnekTom
SIBJIIETCSI O€30MaCHOCTD JICUYCHMUSI, TTO3TOMY HEOOXOIUMO
VUUTHIBATH JUTMTEIBHOCTD TePAIIeBTHUECKOTO Kypca paau-
KyJI0TIaTU1, PUCK BOSHMKHOBEHUS HEeXXeIaTeIbHBIX peak-
LM CO CTOPOHBI JKETyA0YHO-KUIIIETYHOTO TPaKTa IIpU TIPH-
eMe HeCTepOMIHBIX ITPOTHUBOBOCIIAJIUTEIBHBIX CPEICTB,
AaHAJIBIeTUKOB, 0COOCHHO y IMAllMEHTOB KOMOPOUIHOM
marosiorueii [8]. Chemyer moyaratb, 9To IPUMEHEHHE COB-
PEMEHHBIX (PM3UOTEPANIeBTUUECKUX METOIOB JICUCHUS
MOXKET CTIOCOOCTBOBATH OoJice Oe30IacHOMY ITOAXOAY K Te-
panuu [TKP.

OmHol M3 MEePCIeKTUBHBIX (PU3MOTEPATIEeBTUICCKIX
METONUK SIBJIICTCSI pUTMUUYECKasl meprudepraeckass Mar-
autHas ctumysunst (pIIMC) [9, 10]. Pusnonaornyeckme
ocHoBel MeToma pIIMC cBsS3aHBI ¢ BO3AeiiCTBUEM

HaBEJACHHOTO 3JICKTPUUECKOTO TOKa, T. €. BOHUKAIOIIETO
B pe3yJIbTaTe 2JIEKTPOMArHUTHON MHAYKIINH, C TIOCTEAY-
OIIei aKTHBAIIMe TIPOBOTHUKOBEIX CTPYKTYP ITeprudepu-
YeCKOU 1 LIEeHTPaJbHOI HEepBHOM cucteMsl [11, 12].

CornacHo pe3yibsrataMm 0030pa McCleIOBaHM, Hau-
6osee ueHHBIMU TTapameTpamu pIIMC gasnsiorcst hopma
WHIYKTOpA, IUINTETbHOCTD TPEiTHA, KOJIMYECTBO CTUMYJIOB,
WHTEHCUBHOCTh MAarHUTHOTO cTUMya. K HacTosmemy
MOMEHTY HEIOCTATOYHO JAHHBIX, ITO3BOJISTFOIINX OIIPeIe-
JISITh YaCTOTY CTUMYJISIIUM KaK ITapamMeTp, BIMSIOIINIA
Ha Mcxonpl jeyeHus [13].

HccnenoBanne MHTEHCUBHOCTHU TepudeprUIeCcKOm
MarHUTHOM CTUMYJISIUMU WIS TruddepeHITMPOBaHHOTO
BO3ICHCTBUS HA CTPYKTYPHI TTeprueprIecKoil HepBHOMU
CHCTEMBbI, B KOTOPOM IIPUHSUIN y4acTHe 300POBBIE T00OPO-
BOJIBIIBI, TIPEIIOIAraeT BO3MOXHOCTD ONpPeaeICHNST NH-
TEHCUBHOCTH MarHUTHOTO CTUMYJIa B COOTBETCTBHH C JaH-
HBIMH ITIOPOTa BBEI3BAHHOTO MOTOpHOTO oTBeTa (BMO)
KaK MHINKATOpa aKTUBAIIMY KOPEIIKOBOM CHUCTeMHI [ 14].

Xopommii TepaneBTUICCKUI ITOTeHIINAI IIPUMEHEHUS
pIIMC ObIT MOKa3aH Mpu JieueHU MUO(acaIbHOTO
00s1eBOTO CUHApOMa, ocTporo [15] u xpoHuueckoro 6oJjie-
BOTO cMHIpoMa B crinHe [16, 17], HellporaTnyeckoii 6o
[18]. TTonoxurenbHblil 3pdekT pI[IMC ObUT TPOIEMOH-
CTPUPOBAH TIPHU MIPOBEICHUH ITOCICOIePAIIMOHHON pea-
OMIMTALINK AIIMEHTOB C TPhDKE MEXKITO3BOHKOBOTO IC-
Ka ¥ Ta30BLIMU HapyleHussMu [19].

Iexb uccenoBaHus — OIICHUTH 3(PHEKTUBHOCTH KOM-
TUIEKCHOTO JIeUeHMSI ¢ TipuMeHeHueM Kypca pIIMC y ma-
uueHTos ¢ [1KP.

Mamepuanbl U Memofbl

JInzaiiH uccieaoBaHusl — MPOCHEKTUBHOE, HEPAHIOMU-
3MPOBAHHOE, KITMHIIECKOE CPAaBHUTEIHPHOE MCCIICIOBAHNE.

PabGora 6b11a mpoBeeHa B COOTBETCTBUM € XEJIbCUHK-
CKOM1 AeKiapalueil, omoopeHa JOKaIbHBIM 3TUYECKUM
komuteToM OT'BY «HaumoHambHBI MeIUKO-XUPpYyprude-
ckuit ueHtp uMm. H.1. IluporoBa» Munsapana Poccun.



OpueuranvHble UCCcAe008aHUs

HepBHo-mbiweyHbie 5OJIE3HH

Kpumepuu exarouenus: 6onbunie ¢ [TKP (LS, S1) Benen-
CTBUE TPHIKU MEKITO3BOHKOBOTO UCKA, TIOATBEPXKACHHOM
C TIOMOIIBIO KIMHUYECKOTO 00CIeIOBaHUS, C HATMINEM
00JIEBOTO CHHAPOMA, YyBCTBUTEIbHBIMU HAPYIIICHUSIMU.
Bcem marenTam Obl1a IpoBeIeHAa MAaTHUTHO-PE30HAHC-
Hast ToMoTrpadust MOSICHUYHO-KPECTIIOBOTO OTAE/Ia IT03BO-
HOYHMKA JIJIsT BepuduKaum guckonaTuu. Bee yaacTHuKT
crapiie 18 ner.

Kpumepuu uckarouenus: mallieHTHI, OTIEPUPOBAHHBIC
10 TIOBOIY PAAVKYJIOTIATUM B TeUCHUE TTOCICTHUX 3 MeC,
MMAIIMEHTHI C OMIIaTepaIbHOM pamyKyIOaTUei, TTallMeHTHI,
KOTOpBIE TOJTyYaloT IPYTUe BUABI (DM3NOTEPAIT, ME30-
Teparuio, MalMeHTHI ¢ HEOTUTACTMYECKUMU, MH(MEKITNOH -
HBIMU TTPOLIECCAMMU.

Memoowt uccaedosanus naueHTos ¢ [1KP Bxirouanu:
KJIMHUKO-HEBPOJIOTUIECKOE 00CIeqOBaHNE, OOBECKTUBH -
3alIMI0 OOJIEBBIX OIIYIICHUI IO BU3yaJbHO-aHAJIOTOBOM
mkaie (BAILL), MeToabl HelipoBU3yaan3auy (MarHUTHO-
pe3oHaHCHasT ToMorpadmus), UCCAeIOBaHNE TPEBOKHOCTH
mo ornpocHuKy Crmibeprepa—XaHWHaA, UCCIeIOBaHUE
(YHKIIMOHAIBHOTO CTaTyca MAIlMEHTOB C TIOMOIITBIO OITPOC-
Huka OcBecTpu.

Cmamucmuueckuil anaau3. CTaTUCTIYCCKYIO 00paboT-
KY pe3yJIbTaTOB UCCIICIOBAHMS OCYIIECTBIISUIN C IIOMOIIBIO
makeTa rmporpamum Statistica 8.0. [TpuMmeHsIIM MeTOI IUCTIEP-
CHOHHOTO aHaJIn3a, KOJIMYECTBEHHBIC JaHHBIC IIPUBEICHBI
B BUIIE CPEIHUX 3HAUCHWI M CTAaHOAPTHBIX OTKJIOHCHMIA.
MeKTpyTIIIOBBIC pa3TNIKs OIPEIe/ISUIICh TeCTOM MaHHa—
Yutan (Mann—Whitney). JIJist cBSI3aHHBIX BEIOOPOK TIPH-
MeHSTH KpuTepuit YumkokcoHa (Wilcoxon). BzanmMocBs3b
KaTeropHaTbHbIX TaHHBIX IJIST MEKTPYITIOBBIX U CBSI3aHHBIX
BBIOOPOK OTIpeAessIach KpUTepUeM XU-KBaapaT v XU-KBa-
npat McNemar. CTaTUCTUUeCKIME 3HAUMMBIMU CIUTATNCH
pasmuus Ha ypoBHeE 3HaumMocTH p <0,05.

Yuacmuurxu uccaedosanus. B viccienoBaHuy IPUHSLIN
yuactre 40 maumeHToB B Bo3pacTe ctapuie 18 et (14 Mmyx-
yuH, 26 xeHmuH) ¢ [TKP (L5, S1). Uccnenosanue mpo-
BOIMJIOCH B 2 TIapalJIeIbHBIX TpymIax. BkiroueHre maim-
€HTOB B TPYIIIBl OCYIIECTBIISIIOCH B pa3HOE BpeMs.
Kpurtepnu BKIIOUeHNS M UICKITIOUCHUST OBLTA TTIPUMEHUMBI
K TTAIIMEHTaM 00X TPYIIIL.

Memoodvt aenenusn. Tauuentsl 1-it rpynmet (n = 20)
TTOJTYJaId KypC TPATULIMOHHOTO JICICHUS PaIuKyIOTaTAN
B BUJIC JICKAPCTBEHHOM Teparu (Kypc HeCTePOUIHBIX ITPO-
TUBOBOCITAJIUTEILHBIX CPEICTB, MIOPEIAKCAHTOB, aHAJIb-
TeTUKOB, BUTAMWHOB TPYIIIIHI B), Ie4eOHOM (DU3KYIBTYPHI,
kypca pIIMC. BonwHple 2-i1 rpynisl (7 = 20) momydanu
KypC TPamIWIIMOHHOTO JeUeHUs, O0e3 MpUMEHEHMS Kypca
pIIMC. PanmoMuzanus Ijs omnpeaesieHus IMalueHTOB
B I'PYMITBI HE TIPOBOIMIIACK.

IMamuenTsl, KoTopble nonydanu kypc pIIMC, 6butn
MIpeaynpexkaeHb 0 (U3MOTOTUIECKUX OCOOCHHOCTSX
MEeUCTBUSI MATHUTHOTO TTOJIST U MH(OPMUPOBAHEI O BO3-
MOKHBIX OIyIIeHUsIX. JIo Havara nccaenoBaHUsI KaxKIbIiA
HUCTIBITYeMBII 3aITOJTHST OIIPOCHUK B COOTBETCTBUM C Pe-
KOMEHIyeMBbIM IIPOTOKOJIOM 0€30TIaCHOCTH ITPUMEHCHMST

MarHutHoU ctumynsiuuu [9, 20] v nmoanuckiBan nHGOpP-
MHPOBAaHHOE COTJIaCHeE.

Mg ipoBenennst pIIMC ObIT KCITOJIB30BaH MarHUT-
HbI ctumyasitop MagPro (Magventure, Jlanust). Makcu-
MaJIbHasl MCXOTHAsI MOIITHOCTh CTUMYJsiTopa 2 Tin. Diek-
TPOMArHUTHBIA UMITYJIbC MOAABAJICS Yepe3 KOJIbLEBON
WHAYKTOP — MarHUTHBIN Ko (d: 125 mm). Tok B KaTyIike
ObUT HaMpaBJieH KpaHUaabHO [21].

MHTEeHCUBHOCTb MATHUTHOTO CTUMYJIa OIIPEIEIsIach
B 3aBUCHMOCTH OT MHAWBUIyaIbHOTO TTopora BMO. Ilo-
porom BMO cuntanm MUHUMAaJIbHYIO WHTCHCUBHOCTD
MarHUTHOTO CTUMYJIa (B IIPOIIEHTAX), IIPX KOTOPOIi boiee
YeM B TIOJIOBUHE TTOBTOPHBIX CTUMYJIOB ITPH CETMEHTApHOM
MarHUTHOM CTUMYJISIIAM perucTpupoBaicss BMO ¢ Mbrti-
LbI-MUIIIEHU ¢ aMIinuTynoit >50 MxB. Peructpaums mmo-
pora BMO BuimtosiHgach Ha ajiekTpomuorpade Natus
Viking (BenmkoOpuTaHust), KOTOPBI OBUT CHHXPOHU3M-
pPOBaH C MAarHUTHBIM CTUMYJISITOPOM. TeCTOBBIMM MBIIII-
naMu st onpeneneHuss BMO sgBnsgianchk m. extensor
digitorum brevis (rmpu pagukynonatuu L5), m. abductor
hallucis (ipu pamukymnomatuu S1) [21].

Bo BpeMsI cTuMyIsIIMy maneHTh HaXOAMIMCH B T10-
JIOXKEHUM JIexKa Ha XKMBOTE, B PACCIa0JICHHOM COCTOSTHUM.
ITocne onpenenenust nopora BMO pITMC ocyiiecTsisiiach
C MCTIOIb30BaHMEM HaIIIOPOTOBOM MHTEHCUBHOCTH Ha 10—
15 % Bblllle MHOMBKUAYaAIbHOIO rmopora. Kpurepuem mpe-
JIEITEHOI MHTEHCUBHOCTY CTUMYJIA OBIIM OITPEICIICHEI CYOh-
eKTHUBHBIC OIIYIIECHMS TTAIlMEHTOB, olleHnBaeMbIe 110 BAIII,
JIJIsI IpOBeAeHUsI 0e300JIe3HEHHOM cTuMyJIsiLiu. Bo Bpemst
MPOBEACHUS CTUMYJISILIUY TIPU paguKyaonatuu LS meHTp
WHOYKTOpa pacroJyiaraju Ha ypoBHe L3—L4 mmo3BoHka
(CM. pHCYHOK), TIpM paguKyJionaTiu S1 — Ha ypoBHE OCHO-
BaHUHU KPECTIIa CO CMEIIeHNEeM Ha 3—4 CM B CTOPOHY 00JTb-
HOIT KoHeyHocTH [21].

Cxema pacnonodcenus undykmopa npu paduxyisonamuu LS
The location of the coil for radiculopathy L5
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HepBHo-mblweykbie OJIE3HH

Opueunanbhble uccaedosanus

MarHuTtHast CTUMYJISIIIUS OCYIIECTBIISIACh C YaCTOTOM
1 Tix, 100 cTuMyIioB B TpeiiHe, Tay3a — 5 ¢, ob1iee Koiu-
yecTBO CTUMYIOB — 1500, IJIUTEIBbHOCTh CECCUM ObliIa
25 muH. Hng dopmupoBanusa npotokona pI[IMC, B Tom
YHCJIe OTIPEIeICHUS YaCTOThI CTUMYJISIIIAM,, OOIIIEeTO KOJIH -
YeCTBa CTUMYJIOB, YUUTHIBAIMCH PE3Y/ITaThl IIPOBEIEHHBIX
paHee uccaenoBanuii [16, 17, 22].

HmarensHOCTb Kypea (10 mmm 15 cecemit) pIIMC orpe-
JIeJISIach TI0 YPOBHIO YMEHBIIICHHST OOJIEBOTO CMHAPOMA
Ha 50 % o nanHbiM BAILL B cpaBHEeHMU ¢ ypoBHEM 0OoJie-
BOTO CHHApPOMA IIepea HadaJIoM Kypca Teparmm.

Pesynbmamsl

CremyeT OTMETUTBD, 9TO OOJIBITMHCTBO MalneHToB (37,
i 92,5 %) 6bu1u TpymocnocooHoro Bo3pacra — ot 20 1o
59 ner.

[MarmeRTHI 00eMX TPYIIT HE UMEIH CTATUCTIIECKI 3HA-
YUMBIX pa3INIdid TI0 BO3PACTHBIM, TCHICPHBIM XapaKTepH-
CTHKaM, YPOBHIO TIOPaKeHMUsI, YPOBHIO (DYHKIIMOHAJIHLHOTO
craryca (p >0,05). CpenHuii Bo3pacT OONBHBIX 1-i TPYHIIBI
(n = 20) coctaBmn 41,1 * 11,8 roma, 2-i1 rpyrsl (n = 20) —
coorsercTBoBa 41,3 £+ 10,6 rona.

VYpoBeHD TTOpakeHNsT CTMHHOMO3TOBOTO KOPEIIIKa ObIT
cnenyromM: 12 (60 %) nmatmentos 1-ii rpyrsi u 11 (55 %) —
2-i1 rpymiibl UMen pagukyionatuio LS, 8 (40 %) u 9 (45 %)
TMALEHTOB 1-if ¥ 2-1 TPYIII COOTBETCTBEHHO — PaIUKYyJIO0Ia-
trio S1. XapakTepucTUKM MAlMeHTOB YKa3aHbl B Ta0m. 1.
[Nepron BKTIOUEHNS MALIMEHTOB B MICCIIeAOBaHTE 0003HAUCH
kak TO.

DOyHKIMOHAIBHBIN CTATYC IMAIIMEHTOB, KOTOPHII HCCITe-
JTOBAJIA 110 MTAaHHBIM oIfpocHrKa OcBecTpr, Ha MOMEHT Hava-
JIa Kypca Tepanuu cooTBeTcTBoBant 35,9 + 11,5 B 1-i1, 38,4 +
10 GayutoB Bo 2-ii rpymie. Takum obpaszom, 14 (70 %) u 12
(60 %) naLmeHTOoB 1-ii 1 2-i1 TPYIIIbI COOTBETCTBEHHO ObUIN
C YMEpPEHHOI CTETICHBIO HApYIICHUS KU3HEACSTeTbHOCTH,
y 6 (30 %) GOJIbHBIX OAMHAKOBO B KAXKIOii IPpyIiIie Oblia Ts-
JKeJast CTeTIeHb HapyIIeHUS KU3HEIEATeTbHOCTA B CBSI3N
¢ 00eBBIM CHUHIPOMOM B criiHe. ClieayeT OTMETUTh, YTO
y 1 mareHTa 2~ TPYIIIBI OBIIN JIETKYE HAPYIIICHMSI JKIU3He-
JIESITETTBHOCTU My 1 OOBHOTO — BBIPasKeHHBIC HAPYIIICHMSI.
[penMyIiecTBeHHO MAITMEHTHI UCTIBITHIBAIM TPYIHOCTH B TTO-
JIOXKCHWH CHIIS, TIPU TIOIBEME, CTOST, BO BPEMSI TTOE3I0K B CBSI-
31 ¢ 0071eBBIM CMHIpOMOM. ColrabHasi aKTUBHOCTD OOJTBHBIX
ObL1a 3aTpyAHEHA, TPYIOCIIOCOOHOCTh BPEMEHHO HapyllIeHa.

Pesynbratel (yHKIIMOHAIBHOTO CTaTyca ITallMeHTOB
TT0 TaHHBIM onpocHMKa OcBecTpH Iepe HadaaoM Kypca Jie-
YEHUST TIPENICTABICHBI B TAOII. 2.

CorryTcTByIoIIMe 3a001eBaHKsI OOJILHBIX OBITN TTPEICTAB-
JICHBI B BUIIE XPOHIMUYECKOTO TaCTPUTA, TaCTPOIYONeHHITA, apTe-
PHATLHOM THITePTEH3UHI, MATPEHH, XPOHITIECKOTO TTPOCTATHTA.
CremyeT OTMETHTB, YTO HAa MOMEHT BKITIOUCHIIST B FICCTICIOBAHIE
TIAIIMEHTHI 1-1f 1 2-14 TPYTITIBI MMM CTATUCTIIECKH 3HAYNMBIC
PazIIIKS 10 TAKMM TTapaMeTpaM, KaK [IUTTETEHOCTh 000CTpe-
HUs 3a00J1eBaHNST, THTEHCUBHOCTH 0OJIEBOIO CHHIPOMA, YPO-
BEHB JIMIHOCTHOM TPEBOKHOCTH. JIaHHBIC pa3Tiumsl KITMHIIC-
CKMX XapaKTePUCTUK OOIBHBIX 00YCIOBIICHB OCOOCHHOCTSIMU

HepaHIOMU3MPOBAHHOTO MCCIIeOBaHMS. [ITMTeTBHOCTD 000-
CTpeHMST 3a00JICBaHUSI TIAIIMEHTOB 1-if TPYIIIIBI COCTaBMIA
1,4 = 0,5 mec, 2-ii rpyrst — 0,9 + 0,4 mec. Ha MOMeHT BKITIO-
YeHUs B MCCIICIOBaHNE 0OJIEBOI CMHAPOM U OTpaHUICHHE
IBIDKEHUN B TIOSICHIIHOM OT/IeJIe TTO3BOHOYHMKA MMEIA Me-
CTO y BceX maryeHToB. [1almeHThI onmchIBaIy 001eBOi CHH-
TIPOM KaK «TSHYIIYIO, CTPEJISIONIYIO 00JTh», KOTOpasl YCHIIN-
BaJIach IIPY IBIDKEHNM, CTATHIECKOM Harpy3Ke.

MHTEeHCUBHOCTD O0JIEBOTO CHHIPOMA, KOTOPYIO OTTpee-
Jisum 1o 1kaiie BAILLL, B 1-i1 rpyrine ObLia onpeaesieHa naiu-
EHTaMM OT YPOBHSI CJIa00i 10 OYeHB CHJIBHOI OOJTM B CITMHE
¥ HIDKHE KOHEYHOCTH. Y MalMeHTOB 1-#1 TpYIIThI MTHTEHCHB-
HOCTb 00JIEBOro cMHApoMa coctaBwia 31,5 £ 17,2 damna —
BcrmHe 1 52,5 + 16,8 6anta — B HYoKHE#R koHeyHocTu. [arm-
€HTBI 2-11 TPYITITHI OLIEHUBAIA 0OJIEBOI CMHIPOM OT YPOBHS
¢J1a00i1 10 YPOBHSI OUeHb CUJILHOI 00JIM B CIIMHE, CUILHOM
00/ B HIKHE KOHEYHOCTH, YTO COOTBETCTBOBAIO 36,5
12,2 6anna B crimHe 1 65 10,5 — B HUKHEN KOHEYHOCTH.

YyBCTBUTEIBPHBIC HAPYIICHUS MMEIN BCE TMAIIUCHTHI.
PaccrpoiicTBa 4yBCTBUTETLHOCTH OBLTH TTPEACTABICHBI B BU-
JIe TUTIECTE3WH, TUTIEPECTe3NH B 30He MHHEPBALINMH TIOPaKEeH-
HOTro Kopelka. [TaieHTsr 00enx TpyIT He MMeJIN JBUTa-
TEeJTBHBIX HAPYIIICHUIA.

VYpoBeHb CUTYalIMOHHOW 1 JIMYHOCTHOM TPEBOKHOCTH
TAlEHTOB HA MOMEHT BKJTFOUCHHSI B MICCTIEIOBAHME OBLT OXa-
paKTepr30BaH KaK YMEpEHHBII 1 BBICOKMIA. Pe3ynbTaTsl cri-
TyallMOHHOW TPEBOXXHOCTH TI0 OIPOCHUKY Crimibeprepa—
XaHuHa cootBeTcTBOBaM 39,6 £ 8,2 Gaslia y naLieHToB 1-ii,
36,6 + 4,4 6anna y OOJIBHBIX 2-i4 TPYITITBL. YPOBEHb TMYHOCT-
HOIT TpeBOXHOCTU cocTaBui 42,4 + 7 6amna B 1-i1, 37,2 =
4,3 6amna Bo 2-i1 rpynme. CeayeT OTMETUTb, UTO B 1-14 TpyII-
e 6bu10 5 (25 %) maumeHToB, Bo 2-it — 1 (5 %) GonbHOIA
C BBICOKHM YPOBHEM JIMIHOCTHOM TPEBOKHOCTH.

Kpureprem mmurtensHocti Kypca pIIMC y nmanyeHToB
1-i4 rpynmsl, T. €. YMcia ceccuii, ObII0 yMeHblIeHre 001eBO-
ro curapoma Ha 50 % no mikane BAILL Takum obpazom,
14 (70 %) naLmeHTOB 1-ii TPYIIIbI JOCTUIIM perpecca 0oJe-
Boro cuHapoma Ha 50 % nocie 10 ceccuii pIIMC, 6 (30 %)
00JBHBIX — Tocie 15 ceccmit. CpegHue 3HAYeHUS TTOpora
BMO y nmatmenToB 1-ii rpyrisl coorBerctBoBaiu 30,8 %.

IToce Kypca Tepanuu Bce MALMEHTHI B 00EWX TPYIIIax
OTMETWJIN YBEIMUCHNE O0bheMa IBIDKEHMIT B TTIOSICHUIHOM
OTJIesIe TIO3BOHOYHMKA, JUTUTETLHOCTI 0€30071€BOI XOIMBObI,
YMEHBIIICHe THTEHCUBHOCTH OOJIEBOTO CHHIAPOMA.

MHTeHCUBHOCTh 001 B CIIMHE OblIa omnpeaeseHa
Kak c1abast B CIIMHE W HIDKHEYW KOHEYHOCTU Y IMAallMeHTOB
00eunx rpymit. Beio 3aperucTprpoBaHO CTATUCTUUECKY 3HA-
YMOE OT/IMYME B OTHOIIICHUH perpecca 00JIeBOro CHHAPOMa
B CITMHE W HIDKHEI KOHEYHOCTH TTOCITE Kypca JICUSHHMST Y O0JTb-
HBIX B 00€MX IpymIiax.

CremyeT OTMETUTD, YTO YJIYUYIIICHUE COCTOSTHUS (DyHK-
IMOHAJIEHOTO CTaTyca A0 YPOBHS MUHUMATBHBIX HAPYIIICHUIA
KU3HEESITSIBHOCTH TT0 TaHHBIM OITpocHIKa OcBecTpH Ha-
OJTIOIAIOCH Y MALIMEHTOB B 00EVX TPYIIITAX IOCIIEC 3aBEPIICHUST
JiedeHUsI. Pe3yssTaTel MTHAMUKK 001€BOTO CMHIpOMa, (PyHK-
IIMOHATTBHOTO COCTOSTHUSI OOJIBHBIX ITPEACTaBIICHEI B TA0. 3.



HepBHo-Mbiweynbie bOJIE3HH
OpueuranvHble UCCcAe008aHUs Neuromuscular DISEASES

Tadbmua 1. Kaunuueckue xapakmepucmuku nayuenmos obeux epynn, nepuod 170

Table 1. Clinical characteristic of patients in groups, period TO

1* group 2 group
Parameter
Mean = SD Mean = SD
e IRESIR: 4,3+ 10,6 0.93
Age, years
Tlon:
MY>KUMHBI /5KEHIHBI 713 8/12 05
Sex: s
Male/Female
YpoBEeHb OPAKEHMUS:
L5/S1
The level of damage: 12/8 11/9 0,24
L5/S1

*He Obi10 noayueno cmamucmuyecku 3HAUUMO20 Pa3Au4Usi o 2eHOePHOMY NOKA3amenio, Ypo8HI0 nopaxicerus é epynnax Ha nepuod 10
(kpumepuii Manna—Yumuu).

*There was no significant difference in terms of gender, the level of damage in groups for the period TO (Mann—Whitney test).

Ilpumenanue. SD — cmandapmuoe omxaoHeHue (30eco u 6 maba. 2—4).

Note. SD — standard deviation (here and in tab. 2—4).

Tabmuna 2. Pesyavmamol uccaedo8anus GYHKYUOHAAbHOO cmamyca nayuenmog, nepuod T0
Table 2. The results of the functional status of patients, period TO

1% group 2" group

Parameter

Mean = SD Mean = SD

OnpocHuk OcBecTpu, GaIbI
Oswestry disability index, scores 359+115 38,4110 0,38

*He 6bl10 noayueHo cmamucmu4ecku 3Ha4umo20 pazautus noKkazameneti ypogus GYHKUUOHANbHO20 cmamyca 6 epynnax Ha nepuod T0
(kpumepuii Manna—Yumuu).
*There was no significant difference in the level of functional status in groups for the period TO (Mann—Whitney test).

Ta6muna 3. JJunamura 6016020 cundpoma, PYHKYUOHAALHOLO CMAMYCA @ 2PYNNAX
Table 3. Change in pain level, functional status in groups

1% group 2" group
Parameter
Mean = SD Mean = SD

g‘”“’ B CTIMHE, Galibl 31,5+ 17,2 16+7,5 <0,001 36,5+ 12,2 14+5 <0,001
ackpain, scores

f‘”“’ B HOTe, GasLbl 52,5+ 16,8 20,5+ 8,2 <0,001 65+ 10,5 21,5+8,7 <0,001
eg pain, scores

OnpocHuk OcBecTpu,

GaJutbl

Oswestry disability index, 359 £ 11,5 13,7+ 6 <0,001 38,4+ 10 13,1+7,3 <0,001
scores

*Cmamucmuueckas 3Ha4umocms pasauquil napamempa mexcdy nepuooom TOu T1 (kpumepuii Yunkoxcouna).
*Significance difference in parameters between the period T0 and T1 (Wilcoxon test).

Ilpumenanue. TO — nepuod sxaruenus nayuenmos 6 uccaedoganue, T1 — nepuoo 3aeepuienus Kypca mepanuu.
Note. TO — patient enrollment period, T1 — period of completion of the therapy.
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Table 4. The dynamics of the data of trait and state anxiety in groups

1¢ group

Parameter
Mean = SD

2" group

Mean = SD

T0

CuTyallMOHHas TPEBOXKHOCTD, OaJIIbI 396+ 8.2
Trait anxiety, scores (.
JInuHOCTHASI TPEBOXKHOCTD, OB

+
State anxiety, scores 42,417

33,5%£7,1

38,3£7,09

TO T1

<0,001 36,644  329+3,6 <0,001

<0,001 37,2+4,3  33,7+3,9 <0,001

*Cmamucmu4eckas 3Ha4uUMocms pazauuuil napamempa mexcdy nepuooom TOu T1 (kpumepuii Yuakokcona).
*Significance differences in parameters between the period T0 and T1 (Wilcoxon test).

Ilpumenanue. TO — nepuoo éxawuenus nayuermos 6 uccaedosanue, T1 — nepuod 3asepuierus Kypca mepanuu.
Note. TO — patient enrollment period, T1 — period of completion of the therapy.

[Tocne kypca Tepanuu 6bUI0 MTOKA3aHO CTATUCTUYECKUA
sHaunmoe cHkeHue (p <0,001) ypoBHSI CUTYaIllMOHHOM
TPEBOXXHOCTU 10 YMEPEHHOM U HU3KOU TPEBOKHOCTH Y Ma-
LIMEHTOB B 00eumx rpymnmax: 33,5 £ 7,1 6amma B 1-itm 32,9 +
3,6 Gayuta BO 2-1 TpyIire COOTBETCTBEHHO. YPOBEHbB JINY-
HOCTHOUM TPEBOXHOCTH TakK€ YMEHBIIUJICS 0 YPOBHS
yMepeHHOH y naiueHToB 1-it rpymmsr (38,3 £ 7,09 6aia),
JI0 YPOBHSI YMEPEHHOU U €J1a001i y O0IBHBIX BO 2-11 TpyTITie
(33,7 £+ 3,9 6anna). [MonydyeHHble pa3nuuusi MpU OLIEHKE
JMHAMUWKY TUYHOCTHOW TPEBOXXHOCTY ObUTH CTaTUCTUYE-
cku 3Ha9nMBI (p <0,001). JImHaMUKa yPOBHS TPEBOXKHOCTH
MalMeHTOB B 00EUX TPYIINax MpencTapieHa B Tao. 4.

ITpu aHanu3e gaHHBIX B OTHOLIEHUU OOJIEBOTO CHH-
JpoMa, GYHKIIMOHAIBHOTO CTaTyca, CUTYalIMOHHOM, T4 -
HOCTHO TPEBOXXHOCTH OBIJIO 3aPETUCTPUPOBAHO OTCYTCT-
BUE CTATUCTUYECKU 3HAYMMOTO PA3IUYUS MMapamMeTpoOB
MEXIy TpyNnaMyd Ha MOMEHT 3aBepIIeHUS JeUeHUs
(p >0,05).

Bce yyacTHUKM mccnenoBaHusi OTMETUIIN XOPOIITYIO
MePEeHOCUMOCTH JieueHust. [lameHTsl 1-i rpynmel, KOTO-
poie mosrydanu Kype pIIMC, coobmimnm, 94To He ObLIO OT-
MeUeHO AruckoMdopTa niu 6OJIeBBIX ONIYIIEHUI TIPY TTPO-
BEJCHNU MAarHUTHOW CTUMYJISILIAM.

0bcynenue

JlaHHoe ucciienoBaHue ObLIO MPOBEAEHO 151 OLIEHKU
addexruBHocTH BrtoueHust pIIMC B TepaneBTHUeCKUil
Kypc y nauueHToB ¢ [TKP. BaxHo 3ameTuTsh, 4TO Uccieno-
BaHUE UMEJIO ONPENEIEHHbIE OTPAHUYEHUS U3-3a OTCYT-
CTBUS pAHIOMU3ALINU TALIUEHTOB, B CBS3U C YEM OTCYTCT-
BOBaja COMNOCTABUMOCTb KJIMHUYECKUX IapamMeTpoB
MAlMEeHTOB, TAKMUX KaK JUIUTEIBHOCTb OOOCTPEHUS Paln-
KyJionaTuu, 00J€BOM CUHAPOM, YPOBEHb JTUYHOCTHOM
TPEBOXHOCTHU Mepe] Ha4YaJIoM Kypca Tepanuu. YUUTbIBast
OTrpaHWYEHUS AAHHOU pabOThI, MOJYYEHHBbIE PE3YJib-
TaThl CJlEAyeT PaclEeHUBATh KaK IpeJaBapUTEJIbHBIE,
KOTOpbIE HYXIAIOTCS B MOATBEPXKICHUN B NAJTbHEHIIINX

PaHIOMU3UPOBAHHBIX TIA1IE00-KOHTPOJIMPYEMbIX UCCIIEe-
JTOBAHUSIX.

OlieHnBasi KIMHUYECKNE OCOOEHHOCTH TIAlIMEHTOB,
clieyeT OTMETUTh, YTO YYACTHUKU UCCIEN0BAHUS ObUTN
MPEUMYLIECTBEHHO MOJIOAOTO, PAO0TOCTIOCOOHOTO BO3pa-
cra. CpenHuli BO3pacT MalMeHTOB |-ii TPYIIbl COCTaBUIT
41,1 £ 11,8 rona, 2-i rpynnbsl — 41,3 £ 10,6 roga. Baxto
OTMETHUTh, YTO YPOBEHb MOPAXKEHUSI MEKITO3BOHKOBBIX
nuckoB L4—L5, L5—S1 nanbonee yacto BcTpeyaeTcs y ma-
IIMEHTOB MOJIOZIOTO BO3PacTa, O YeM CBUIETETbCTBYIOT
NIaHHBIE 3apYOEKHBIX Uccienonareneit [23, 24].

[TponomxuTenbHOCTh TTepuoAa 000CTPEHUS PATUKY-
JIOTIATUU Y MalMeHToB 1-if rpynmsl coctaBwia 1,4 + 0,5
Mec, y 6osbHbIX 2-11 Tpynmbel — 0,9 + 0,4 mec. Cnemyet
OTMETHUTb, YTO OOJiee AJIUTENbHBIM Tepuoa 000CTpeHuUs
3a00J1€BaHUS Y TTALIMEHTOB 1 -1 TPYIITBI COOTBETCTBYET 00-
Jiee JUTUTEIbHOM MCTOPUIO Tepany paanKyJIoTaTuu, Be-
POSITHO, B CBSI3U C 9TUM OHU UMeJH OoJiee HU3KUI YPOBEHb
00JIEBOTO CUHIPOMA Ha MOMEHT BKJTIOUEHUST B MCCIIENO-
BaHue. [1pu 9TOM YKCII0 MAIMEHTOB C BBICOKMM YPOBHEM
JIMYHOCTHOW TPEBOXHOCTH MPEBATUPOBAIIO B |- Tpyrimne
MaIeHTOB, YTO, BEPOSITHO, CBSI3aHO ¢ OoJiee ATUTEeTbHBIM
MepUOIOM HaTNIMs 00JIEBOTO CUHAPOMA.

Ipu onieHKe MMHAMUKY (DYHKITMOHATIBHOTO CTaTyca, 00-
JIEBOTO CUHIPOMA, YPOBHSI TPEBOXKHOCTH TAIIIEHTOB HE ObLIIO
JTOCTOBEPHOI pa3HUIIbI MEKIY TPYIIaMU TTOCIe OKOHYAHUST
Kypca JISYEHUS], YTO, BEPOSITHO, CBA3AHO C MO BEIOOPKOW
MalUeHTOB, 00Jiee IIUTEIbHBIM TIEPUOAOM OOOCTPEHMS pa-
TTUKYJIONIATUN Y TIALIMEHTOB |- TPYTITIBI.

B panee mpoBeneHHBIX MCCIIEIOBAHUSIX Y TTAIIUEHTOB
C XpOHUYECKUM OO0JIEBBIM CUHIPOMOM ObLIa MOKa3aHa
addextuBHOCT, p[IMC, KOTOpast coxpaHuIach B TEUCHUE
1 1 3 Mec mocJie 3aBeplIeHUsT Kypca CTUMYJIsiiuu [16].
B oTHomeHUM Tepanuu OCTPOro 00JEBOTO CUHIPOMA
B CIMHE OBLIN TOTyYeHbl 3(PDEeKThl Kak HEMEIJIEHHOTO
obsieryeHust 601U cpasy Mmocjie MpoBeNeHUS MPOLEAYPbI
pIIMC, Tak u OONTOBPEMEHHOTO OOJIeTUEHUS, T.€. TTOoCe
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IMPYMEHEHMST HECKOJIBKUX CECCUIT MATHUTHOM CTUMYJISIITAN
[15]. HocTrzkeHne «00e300MBaHUST» pa3HOM CTENEHU JJTU-
TETBHOCTHU, TI0 MHEHHIO aBTOPOB, CITOCOOCTBOBAJIO BOCCTA-
HOBJICHMIO (PYHKIIMOHATHLHOTO CTaTyca MalieHToB. Mexa-
HU3M BIMSHHUS MAarHUTHOM CTUMYJISIHAM Ha OOJIeBOU
CHHIPOM B CITMHE MOXET OBITh OOBSICHEH BO3MOXHOCTBIO
AKTUBALIUN JCTIOSIPU3ALIMH TOJICTHIX MUCJTMHOBBIX BOJIOKOH
W MHTUOMPOBAHMS ACTIONSIpU3allii TOHKNX C-BOJIOKOH,
10 KOTOPBIM 0OJIEBBIC CUTHAJIBI TTOCTYTIAIOT B CIIMHHOM MO3L

[IpenmonaraeTcsi, 4TO €CTh BO3MOXKHOCTD BIIMSTHUS
pIIMC Ha 0oJieBOIi CUHAPOM MOCPEACTBOM aKTUBAIIUU
HUCXOMSIIIET0 TOPMO3HOTO ITyTH. TeM He MeHee HEeT JaH-
HBIX WIN UCCIIeNOBaHMI, ToaTBepkaatomux, aro p[IMC
aKTUBUPYET 00JIACTH CTBOJIA TOJIOBHOTO MO3Ta, KOTOPBIC
COCTaBJISIIOT 3TOT IyTh [15].

B nccnenoBannsx, B KOTOphIX M3ydanu BiaustHue pIIMC
Ha IJIaCTUYHOCTh CEHCOMOTOPHO# KOPBI, OBLIO TTOKa3aHO,
YTO M3MEHEHNE KOPTUKATBHOM BO30YINMOCTH MOXKET OBITh
IOCTUTHYTO IIPU MCITOJIb30BAHMUM BBICOKOYACTOTHOM
MAarHUTHOM CTUMYJISILIMU B TeueHure 60 MUH, T. €. IIPU MIPHU-
MeHeHnu Oojee 15 TwIc. cTuMynoB B 1 ceccum [25].

Ha ocHoBanuu mapameTpoB mpotokoia pIIMC, kotopsie
OBLTM MCITOJIB30BaHbBI B Hallleil paboTe, MOXKHO I10JIaraTh,
YTO MEXaHU3Mbl «00€300JIMBaHMsI» PeaIM30BaHbI HA MepU-
depmueckom ypoBHe, T.e. p[IMC mHrnoupyer genonsipu-
3a1r0 TOHKNX C-BOJIOKOH, BO3IECTBYET Ha TPUITCPHBIC
TOYKH B MOSICHUYHOM oTzeste y mauueHTos ¢ [TKP [16, 26].

3arniouenue

[TomygeHHBIC pe3yIBTaThl NCCIICIOBaHNUS HE TIOKA3aIl
TIpenMYyIIecTBa IpU OlleHKe (PYHKIIMOHAIBHOTO CTaTyca,
060JIeBOTO CMHIpOMA mocie puMeHeHusT Kypca pI[IMC
y naiueHToB ¢ I[1KP, yTo 00ycnoBieHo nu3aitHOM JaHHOM
paboOTHI, KIMHUYECKUMU OCOOCHHOCTSIMU TAaIlEHTOB
1-1i rpynIsl.

CeronHs ycIieXy B M3y4eHUHM JiedueOHoro sddexra
n MexaHusMma neiicteusa pI[IMC B paHee MPOBEACHHBIX
WCCIIeIOBAaHUSIX U HaIlleil padoTe JeMOHCTPUPYIOT HE00-
XOIUMOCTB TTpoaopkeHus n3ydeHust metona pI[IMC B te-
panmu 3a00JIeBaHMi TTeprdeprIecKoil HEPBHOM CHCTEMBI,
KOTOPBIE COITPOBOXIAIOTCS OCTPHIM M XPOHMIECKUM 00-
JIEBBIM CTHIPOMOM.
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KnuHuKo-reHemuYecKue xapakmepucmuxu Gonesu
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Konmaxmoi: Aiicoiry @ansuposna Mypmaszuna aysylumurtazina@gmail.com

Beedenue. boaesus lllapxo—Mapu— Tyma muna 4D — nacaedcmeennas demueauHu3upyowas Heiponamus, 6CMpedarouascs ¢ HauboNb-
wetl yacmomoil y NayUeHmos YbleAHCK020 NPOUCXO0NUCOCHUsl U XAPAKMEPU3YIOWascs pauHum debromom 6 gospacme 2— 10 rem u napyuie-
HUeM cayxa, nposeAsiomumcs K 3-i dekade JcusHu.

1leaw uccaedosanus — onucamos KauHuKo-eeHemuueckue xapakmepucmuku 6oaesnu llapxo—Mapu—Tyma muna 4D y poccuiickux na-
YUEHMO8 UbleAHCK020 NPOUCXONCOCHUS.

Mamepuaast u memooot. [Ipobandam u3 14 Hepodcmeentvix cemell UbleAHCK020 NPOUCXONCOCHUS C KAUHUHECKUM OUACHO30M <«HACAe0CH -
BEHHAS MOMOPHO-CEHCOPHAS Heliponamus» npogedeH NOUcK namoeeHHolx eapuarnmos c. 442C>T ¢ eene NDRGI u ¢. 3325C>T ¢ eene
SH3TC2. YV 8 nayuenmos ¢ 6onesuvio lllapko—Mapu—Tyma muna 4D nposedena oyenka kaunuueckozo cmamyca, y 3 nayuenmos —
AHANU3 INeKMPOHEUPOMUOPADUUECKUX OAHHDIX.

Pesyavmamot. B 11 cemvsx yvleatcikoeo npoucxoxcoenus oonapyycen namozennuiii éapuanm c. 442C>T ¢ cene NDRG 1 6 comozucommom
cocmosinuu, ymo cocmasuno 79 % ecex 00c1e008aHHbIX YbleaH ¢ HACACOCMBEHHOI MOMOPHO-CEHCOPHOU Heliponamueli. U3 14 o6credosan-
Hoix cemell 12 npoocusarom 6 esponelickoii wacmu Poccuu, 7 uz nux — 6 6auskopacnonosxcennvix cyosekmax Poccuiickoii @edepayuu.
Bospacm debroma 6oae3nu cocmasua 6 cpednem 3,3 eoda. Y 7 uz 8 nayuenmog 1-m cumnmomom 6vtao napyuieHue noxooku. Ha momenm
ocmompa (8o3pacm nayuenmos om 6 0o 19 1em) y ecex nayuenmog gvis61eHbl blpaAlCeHHAs 2UNOMPOPUS U CAAOOCMb MblULY, CON, 201e-
Hell, Kucmeil, dechopmayusi Cmon, CHUMCeHUe UAU OMCYMCIMBUE CYXOICUNbHBIX pepaeKcos ¢ Hoe.

Obcyrncoenue. Yuumoieas evisigaeHue 00H020 U MO20 Jice NAMOEHH020 8APUAHMA Y OONbUUHCIMEA NALUEHIO8 UbleAHCK020 NPOUCXO0IUCOCHUs
¢ HacAe0CmeeHHOU MOMOPHOL CEHCOPHOU Heliponamuell, 3HaHUe SMHUYECKOU NPUHAOAEHCHOCMU NPOOAHOA ¢ paHHell MUeAUuHOnamuei 3Ha-
YUMENbHO YNPOUuaem NOUCK MOACKYASPHO-2eHeMU4ecKoll npuuUuHsl 601e3HU.

Karoueesvie caosa: nacreocmeennas momopHas cencopras Hetiponamus, 6oaesns lllapko—Mapu—Tyma muna 4D, ILIMT4D, CMT4D,
NDRG 1, nayuenmsl ybleaHCcK020 NPOUCXONCOCHUS
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Clinical and genetic characteristics of Charcot—Marie—Tooth disease type 4D (type Lom) in Russia
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“Association of Neuromuscular Disorders Specialists; Build. 2, 17 Krzhizhanovskogo St., Moscow 117258, Russia

Introduction. Charcot—Marie— Tooth disease type 4D is a hereditary demyelinating neuropathy, that occurs with the high frequency in patients
of Roma origin. It is characterized by early onset at the age of 2— 10 years and hearing impairment, manifested by the 3* decade of life.

Aim of the study. 10 describe the clinical and genetic characteristics of Charcot—Marie— Tooth disease type 4D in Russian patients of Roma origin.
Materials and methods. For 14 probands from unrelated families of Roma origin with a clinical diagnosis of Charcot—Marie— Tooth dis-
ease, genetic tests for the pathogenic variants c. 442C>T in the NDRGI gene and c. 3325C>T in the SH3TC2 gene was carried out.
For 8 patients with Charcot— Marie— Tooth disease type 4D, detailed clinical and electrophysiological examination was performed.
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Results. In 11 families of Roma origin, the c. 442C>T pathogenic variant in the NDRGI gene in a homozygous state was detected,
which accounted for 79 % all observed Roma patients with Charcot—Marie—Tooth disease. There are 12 of the 14 tested families live
in the European part of Russia, 7 of them are from nearby regions. The average age of onset was 3.3 years. The first symptom in 7 of § pa-
tients was gait disturbances. At the time of examination (age range 6—19 years), all patients showed marked hypotrophy and weakness
of the feet, lower leg, hands muscles, feet deformities, reduction or loss of tendon reflexes.

Discussion. Due to the detection of only one pathogenic variant in most Russian patients of Roma origin with Charcot—Marie— Tooth
disease, the knowledge of the ethnicity of a proband with early myelinopathy can significantly simplify the confirmation of the diagnosis
on the molecular level.

Key words: hereditary motor and sensory peripheral neuropathy, HMSN, HMSN-type Lom, Charcot—Marie—Tooth disease 4D, CMT4D,
NDRG1, Roma patients

For citation: Murtazina A.F., Shchagina O.A., Milovidova T.B. et al. Clinical and genetic characteristics of Charcot—Marie—Tooth

disease type 4D (type Lom) in Russia. Nervno-myshechnye bolezni = Neuromuscular Diseases 2020;10 (2):39—45. (In Russ.).

BsepeHue

HacnencrBeHHBIE MOTOPHO-CEHCOPHBIC HEMpOmaTuu
(HMCH), nim 6one3ns IHlapko—Mapu—Tyra (Charcot—
Marie—Tooth, CMT), — reHeTUYeCKM reTeporeHHast TpyII-
1a 3a00JIEBaHU, XapaKTEPU3YIOILMXCS CUMITTOMAaMU BSUTO-
TO TIape3a W IyBCTBUTEIBHBIX HApYIICHUI B TMCTATbHBIX
OTJeMax KOHeYHOCTeil. OHM COCTABIISIOT CaMyO0 MHOTOUM-
CJICHHYIO TPYMITy HACJIEACTBEHHBIX HEPBHO-MBIIICUHBIX
3a00JIeBaHNIA, PACTIPOCTPAHEHHOCTD KOTOPBIX B €BPOIICii-
ckmx crpaHax Koseosercs ot 1:10 000 mo 1:1215 yenoBek
[1]. K HacTostieMy BpeMeHU MIeHTU(DUIIMPOBaHO OoJiee
100 reHOB, OOYCIIaBIMBAIOIINX PA3BUTHE HACTCACTBEHHBIX
nepudepnIecKnX HelpomaThii.

B 3aBHCHMOCTH OT MOKA3aTes st CKOPOCTH PaCIIpOCTpa-
HEHMSI BO30Y>KI€HWS MPUHSITO BbIAEISTh IEMUETUHUZUPY-
forme HMCH, iput KOTOPBIX 3TOT IOKa3aTeTh 110 CpeanH-
HoMy HepBy <38M/c, 1 akcoHambHbIe HMCH, mmpu KOoTOpBhIX
CKOPOCTb pacpoOCTpaHEeHMS BO30YKICHUSI IO CPESAMTHHOMY
HepBy >38Mm/c. U3BectHet HMCH ¢ ayrocoMHO-TOMUHAHT-
HBIM, ayTOCOMHO-PEIIECCUBHBIM, X-CIIETUICHHBIM TUTIaMU
HacJleIOBaHUS. AyTOCOMHO-PEIIECCUBHBIC TeMUETUHN3H-
pylolye BapraHThl crpyrnmpoBaHbl B 4-i Turt CMT. Iep-
BOHAYAJIbHO CYMTAJIOCh, YTO ayTOCOMHO-PEIIeCCUBHBIC
dopmbel HMCH gBig10TCS TOJTHKO AEMUETMHU3UPYIOIIMMU,
OITHAKO 0oJice TIO3MHIE MCCIICIOBAaHNSI TIOKA3aJIM, UTO y 3HA-
yuresbHO# yactn 60apHBIX HMCH ¢ ayrocomHO-peliec-
CHBHBIM TUTIOM HaCJICTOBAHNST MATHOCTUPYETCS aKCOHAITb-
HBII BApMAHT NOJIMHENPOIIATUN.

IToka3aHo, YTO HEKOTOpHIE TEHETUUECKIE BapUAHTHI
ayrocoMHo-penieccuBHbelx HMCH BcTpeualorcst ¢ Hau-
OOJIBIIIEH YACTOTOM y TTAITMEHTOB OTAETbHBIX STHUIECKIX
rpymi. Tak, cpeny O0JBHBIX IIBITAHCKOTO TTPOMCXOXKICHMS
takumu HMCH sBrsttores:

1) CMT4D, unu HMCH tuna Lom (MIM 601455),
MPUYNHON KOTOPOI ABIIOTCS MyTauny B rene NDRGI,

2) CMT4C (MIM 601596), obyciioBiieHHast MyTally-
amu B reHe SH3TC2,

3) CMT4G, wiu HMCH tuna Russe (MIM 605285),
0o0ycoBJIeHHAs MyTauusiMu B rene HK 1.

Ipn Bcex rrepeuncienHbix HMCH nmerotcest yactbie My-
TaIlMK, XapaKTepHBIC TS LIBITaH, 9TO CBSI3aHO C 3(DheKTOM

ocHosatesist: B NDRG1 — c. 442C>T, B SH3TC2 — c¢. 3325C>T,
B HKI1 — NC_000010.10: g. 71038467G>C (c. 40237G>C)
[2—5]. Jonmm yKa3aHHBIX HEMpOMaTHil Y LIBITAH Pa3HBIX €BPO-
TIEHCKUX CTpaH ommJaroTcs. Tak, HanboJiee yacTast Heiiporia-
THS y TIAITMEHTOB IIBITAHCKOTO TIPOMCXOXKIeHYS B McrraHum —
CMTA4C (17 (58,6 %) 13 29 06cC1e0BaHHbBIX HEPOACTBEHHBIX
upiran ¢ HMCH), a B Yexuun — CMT4G (20 (45 %) u3 44
00ciTemoBaHHBIX IbITaHCKKX cemeit c HMCH) [2, 3].

ITpoucxoxaenue ubiraH EBponbl u A3uu cBSI3aHO
C MUTpaIyeil CpemHEeBEKOBOTO HACEICHMS C TEPPUTOPHUIA
coBpemMeHHO MHunuu n [1akucrana Kk Boctoky Buzantuu
u B EBpomny. LIpraHckoe Hacenenne Poccun HeoqHOPOIHO:
ero ¢oopMHUpOBaHNE OOYCIOBIICHO MUTPAIIE M3 pa3HBIX
crpaH EBporibl Ha MPOTSKEHUM HECKOJIbKUX BEKOB [6].
B Poccun o nepenvicu 2010 . mposknBaeT okoio 205 ThIC.
ubirad [7], 10 90 % KOTOPBIX COCPEOOTOUYEHBI HA TePPU-
TOPUHM €BPOIIENCKOI YacTH CTpaHbl 1 Ha Ypaie [6].

CMTA4D sBngetcst HacIeACTBEHHOM TeMUETUHU3UPY-
IOLIEN HelponaTuei, XapaKTepU3YyIOIIECs paHHUM JIe-
61oToM B Bo3pacTe 2—10 Jiet, st KOTOpOI OIMMcaHbI Hapy-
IIEHUsI CITyXa, TIPOSIBIISIIONINECS K 3-11 meKane Xu3Hu [4].
Aot Tunmn HMCH o6ycnosien myraunssmu rena NDRG 1
(N-Myc downstream-regulated gene 1) 1 mMeeT ayTocoM-
HO-pELeCCUBHBIN TUIT HaciemoBaHus [4]. Bmepsnie
CMT4D omnucana y 14 malyeHTOB IBITAHCKOTO IPOMC-
XOoXIeHMs 3 ropona Jlom Ha ceBepo-3amane borrapun,
OT KOTOPOTO MAHHBIN THUIT TOJY4YWJI CBOe Ha3BaHue [§].
Ceromns B 6a3e Human Gene Mutation Database (HGMD)
MPEACTaBICHO TOJIBKO 11 MTaTOreHHBIX BApMAHTOB B TCHE
NDRG 1, n3 KOTOPBIX 110 4 MUCCEHC/HOHCEHC 1 BIIASIIOIITIX
Ha CIUTafiCUHT, 3 MaJTble IeJieln 1 1 MpoTsoKeHHAs Ieje-
s [9]. Y BceX maliMeHTOB IIBITAHCKOTO ITPOUCXOXKICHMST
¢ CMT4D npuuuHoit 60e3Hn gBisieTcd | mMaTOTeHHBII
BapuaHT c. 442C>T (p. Argl48Ter) B roMO3UTOTHOM CO-
crogHun [4]. B. Morar 1 coaBT. OLIEHWIN YaCTOTY HOCH-
TEJIbCTBA 3TOTO BapraHTa B 14 IBITAaHCKUX COOOIIECTBAX
M3 pa3HbIX cTpaH. YacToTa HOCUTENIBCTBA BapbupyeT OT ()
B HEKOTOPBIX OAJIKAHCKMX LILITAHCKUX M30saTax 10 0,1151
cpeny pymapckux mpsirad u 0,1613 y mpirad ropoaa Jlom
[10], T.e. HOCHUTEJIeM JaHHOI OOJIE3HN B HEKOTOPBIX PETH-
OHax SIBJIsSIeTCS KaXablii 6—10-ii IpencTaBUTEb.



OpueuranvHble UCCcAe008aHUs

HepBHo-mbiweyHbie 5OJIE3HH

IMenbio maHHON PadOTHI SBISETCS OIlEHKA IOJH
CMT4D, obycnosneHHoi mytauueii c. 442C>T B reHe
NDRG1, n CMT4C, obycioBieHHo# MyTatmeii ¢. 3325C>T
B SH3TC2, y 60JIbHBIX LILITAHCKOTO TTPOMCXOXKIECHYSI, TIPO-
KUBalmx Ha tepputopun Poccuiickoit ®denepanuu
U UX KJIMHUYECKOE OIMCaHUE.

Mamepuanbl U Memofbl

IMpobGanmam n3 14 HepOACTBEHHBIX CEMEI IILITAHCKO-
TO TIPOMCXOXKIECHUS C KITMHUISCKIM TUarHO30M «HaCIIe-
CTBeHHasT MOTOPHO-CEHCOpHAsT HEHMPOITaTHsI» IIPOBEACH
MMOMCK MaTOTeHHBIX BapuaHToB ¢. 442C>T B rene NDRG
n c. 3325C>T B rene SH3TC2 ¢ ucrojib30BaHUEM MYJIETH-
TUTEKCHO# crucTeMBl Ha ocHOBe MeToga MLPA (Multiplex
ligation-dependent probe amplification) ¢ mpobamu, ¢paaH-
KUAPYIOLIMMU UCCTIENYEMbIE BADUAHTHI.

IIpoBeneHa olleHKa KIMHUTYIECKOTO CTaTyca 8 maleH-
TOB. PeTpocneKTUBHO 110 BCeM HAOIIOICHUSM 3aIT0THEHBI
CTIeIIMaIbHO pa3paboTaHHbBIE KapThl (DEHOTHUITA, BKITIOYA-
forue 29 KaueCTBEHHBIX 1 3 KOJMYSCTBEHHBIX ITPU3HAKA.

DeKTpoHelipoMuorpadus ¢ OLEeHKON IMPOBEICHMS
HWMITYJIbCa IO MOTOPHBIM ¥ CEHCOPHBIM BOJIOKHAM HEPBOB
PYK 1 HOT BBITIOTHEHA Ha 4-KaHAJIBbHOM 3JIeKTpoMuorpacde
Helipo-MBII doupmbr Heitpocodt (Poccust).

Peaynbmambl uccnefoBaHus

VYV 11 u3 14 HepOACTBEHHBIX MTPOOAHIOB IILITAHCKOTO
IIPOUCXOXICHMS OOHapyXeHa MmyTauus ¢. 442C>T B reHe
NDRGI B TOMO3UTOTHOM COCTOSTHUM. JIOCTOBEpHBIX YKa-
3aHMI Ha KPOBHOE POACTBO HET. Bce 00cienoBaHHbIE 00JIb-
HBIC SIBJISTIOTCS] M30JIMPOBAHHBIMU CIIy4asiMH, HECMOTPS
Ha HaJIMY1ie MHOTOACTHBIX CEME B MICCIIEIOBAHHO TPyTI-
e, 3a UCKII0YeHneM |1 ceMbU ¢ 2 OOJTbHBIMU CHOCAMMU.
Bapuant c. 3325C>T Brene SH3TC2, caMblii yacThIi y TTa-
meHToB 13 Mcmanuu, y o0cieq0BaHHBIX HAMM ITPOOaHIOB
He OOHapyXKeH.

W3 14 obcnemoBaHHBIX HEPOJICTBEHHBIX MPOOAHIOB
IIBITAHCKOTO TIPOMCXOXACHUS 12 TIpOXXMBAIOT B €BPOITCii-
ckoit vactit Poccnn, 1 marmeHT u3 braroBemeHcka (AMyp-
CKasl 00J1aCTh), MECTO XXKHUTEJIbCTBA IPYTOTO — HEM3BECTHO
(puc. 1). ObparaeT BHUMaHNE CMEIIIEHNE NCCIeI0BAHHOM
TPYIIIE TT0 TeorpachMIecKoM MpH3HaKy. B 61m3kopacmo-
JIOKEHHBIX cyobekTax Poccuiickoit Menepainiyi mpoxu-
BaloT 7 00CJIeIOBaHHBIX ceMeii: 2 — B BopoHexkcKkoit 00-
nacti, 4 — B CraBpomnonbckoM Kpae, 1 — B PocToBcKoit
obmactn. OcTanbHBIE CEMBU OOPATHIIMCH M3 CIICIYIOIINX
pernoHoB: MockoBcKoit, TynbcKoi, YIbsIHOBCKOM, TBep-
cKoi1 obnacreit u Pecriyonmku Mapwit Dit.

Y 8 mammeHTOB M3 7 ceMel ¢ TONTBEPXKIEHHOMN
CMT4D oueHeH KIMHUYECKU cTaTyc. Y 7 MalyeHTOB
MTOJTYYEHBI 3JIeKTpOHeipoMuorpadnaeckne naHabie. Oc-
HOBHBIC KJIMHUKO-HENPOMU3NOIOTHISCKIE XapaKTepH-
CTMKU TIpeICTaBIeHBI B Tabuax 1 u 2.

CpemHuit BO3pacT Ha MOMEHT OCMOTpa cocTaBui 10 e
(ot 6 mo 19 net). Bo3spacr neGiota 60Jie3HU BapbUpOBal
ot 2 1o 7 net, B cpenHem 3,3 roma. [lepBble CUMIITOMEL Y 7

3—0

Puc. 1. Kapma Poccuu ¢ HepoocmeeHHbIMU RPOOAHOAMU UbleAHCK020 NPO-
ucxoxucoeHus:, 06ca1e008aHHLIMU NO NOBOOY HACAEOCMBEHHOU MOMOPHO-CEeH-
COpHOIL Hellponamuu. 3eneHvle mapkepsl — O0abHble ¢ 6oae3nvro llapko—
Mapu—Tyma muna 4D c¢ mymayueii c¢. 442C>T ecena NDRGI
6 20MO3U20MHOM COCMOSIHUL; CUHUE MapKepbl — 00AbHble 0e3 Mymayu C.
442C>T 6 eene NDRG 1

Fig. 1. Map of Russia with unrelated probands of Roma origin examined for
Charcot—Marie—Tooth disease. Green markers — patients with Charcot—
Marie—Tooth disease type 4D with c. 442C>T mutation in the NDRG I gene
in the homozygous state; blue markers — patients without c. 442C>T mutation
in the NDRG gene

TMalMEeHTOB CBSI3aHbI C HApYILIEHNEM TTOXOIKH: YacThIe CTI0-
ThIKAHUSI, TIaieHUsI, cTernmnax. 2Kaao0bl Ha C1ab0CTh B KU-
CTIX pYK Ha MOMEHT OCMOTpa TPEIbIBISIN B TOM
VI MHOM Mepe Bce TalMeHThl, a Ha OHEMEHHE B CTOIAaX
U KUCTSIX — TOJIbKO 1 OosibHast. B HeBpoJiornueckom cra-
Tyce y BceX MalMeHTOB 00palliaay BHUMAaHUE BhIpaKeHHast
TUNOTPO(US M ¢1abOCTh MBIIILL CTON U TOJIEHEH C TIpe-
MMYIIECTBEHHBIM ITOPaKeHNEM pa3rudartesieil CToI U Majib-
neB (puc. 2), c1aboCTb MBIIIII TIPU pa3BeACHUHN U pa3TH-
0aHUM MaJblieB PYK OTMeYaaach y BceX 00CIeyeMbIX, ¥ 5
MALUEHTOB — TMITOTPOMUS MBI KUCTEH. Y BceX O0JIbHBIX
HaOMIoIaINCh aeopMalns CTOII, Yallle 10 TUITY MOJIONM,
a TaKKe CHUKEHUE WM OTCYTCTBUE CYXOXWIBLHBIX ped-
JIEKCOB € HOL Y 5 (62 %) mauueHTOB OTMEYaI0Ch Hapylle-
HIE TTIOBEPXHOCTHOM 1/ MJIN TITyOOKOI UyBCTBUTEILHOCTHI
0 MOJUHEBpUTUYECKOMY TUITY. [Ipy 3TOM MHTEpPECHO
OTMETHUTD, uTO Y 4 (50 %) nmaLreHToB HA0JII0AaIACh TUIIe-
pecte3us. Y 7 — BeIIBIeHa CEHCUTUBHAY aTakcust. CKom-
oTrdeckas aeopMalyst TO3BOHOYHNKA, KAK W TTOCTypaib-
HBII TpEMOpP PYK OTMEYEHBI y 2 TTalueHToB. KimmHnmueckimx
TPU3HAKOB HAPYIIICHMS CJTyXa y TTAlIMeHTOB HA MOMEHT OC-
MOTpa He BBISIBJIEHO.

CtumynsauroHHas 3JIeKTpoHepoMuorpadus mpose-
JleHa 4 maureHTaM, 3 — U CTUMYJISILIMOHHAS, M UTOJIbYaTasl.
V Bcex 0OJBHBIX BBISIBIECHO BhIPAXKEHHOE CHUKEHUE CKO-
pPOCTU pacnpoOCTpaHEHUsT BO3OYXIEHUSI MO MOTOPHBIM
BOJIOKHaM cpenrHHOTO HepBa 10 10—15M/c. OcTanbHbIe
mapaMeTpbl U3BECTHBI TOJBKO Y 3 TALIMEHTOB, y 2 U3 KO-
TOPBIX CEHCOPHbBIE OTBETHI C PYK U HOT, a TAKXKe MOTOPHBIE
OTBETHI C HOT He 3aperucTpupoBaHbl. MccienoBanume am-
CTaJIBHBIX MBI UTOJIbYAaThIMU 3JIEKTPOJAMU TTOKA3a10
OAHOTUITHBIE M3MEHEHMS MOTEHIIMAIOB IBUTaTeIbHBIX
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Taomua 1. Kiunuueckue xapakmepucmuku nayuenmos ¢ 6oaesnvio llapxo—Mapu—Tyma muna 4D

Table 1. Clinical characteristics of patients with Charcot—Marie— Tooth disease type 4D

Patients values
Parameter
Boapacr, et
Age, years 8 8 6 9 6 19 10 11
Bospacr ne6rota, get 6 3 5 5 5 5 3 ;

Age of onset, years

CabocThb MBI TosieHei (6amrbl mo MRC;
pa3rudaHue,/crudbaHue CTOIIbI) 4 4 4 &3 4 0/1 2/3 1/2
Weakness of the leg muscles (MRC; the extension/flexion of the foot)

CnabocTb MblIII Kucteii (6amibl mo MRC; crubanue,/

pa3BeleHre TATbIEB) 4 F 4F F 4 2/1 4F 5/3
Weakness of the hand muscles (MRC; the flexion/abduction of the fingers)

ATpodus MBI TOJTCHEN 4 4 4 _ 4 4 4 4
Lower leg muscles atrophy

ATpodus MBILLILL KUCTEH _ _ _ _ i + 4 i
Wrists muscles atrophy

JHedopmanus cromn 4 4 4 L 4 4 4 i
Feets deformities

[uno-/apednexcus B Horax + + + + + + + T

Hypo-/areflexia in the legs

Tuno-/apediexcus B pykax
Hypo-/areflexia in the arms

ZKano0bl Ha HapyllIeHUS] YyBCTBUTEIbHOCTU +
Complaints on impaired sensations

aneCTesm _ + + + _ + 4k —_
Hypoesthesia
rI/IHepeCTei?I/IH + + _ + _ _ + _
Hyperesthesia

Ilpumeuanue. MRC — wikana kKoauuecmeeHHOU OUeHKU MblULeUHOU CUbL, 3HAK «+» — Haiu4ue NPpU3HAaKd.
Note. MRC — Medical Research Council scale, sign "+" — presence of a sign.

Tadmuua 2. [loxazamenu cmumyasyuoHHOU U U20AbHamoll saeKmpomuoepaguu y nayuenmos ¢ boaesuvio lllapxo—Mapu—Tyma muna 4D

Table 2. Nerve conduction study and needle electromyography results in patients with Charcot— Marie— Tooth disease type 4D

Patients values

Parameter

Boapacr, et

o 19 10 12
CpenuHHbIi HepB: M-BoaHa, MB/CPB, m/c

Median nerve: M-wave, mV/CV, m/s 1,2/13 4,4/15 4,2/15
CpenuHHbIi HepB: 1)1 ceHcopHBIX BolokoH, MKB/CPB, m/c 1/13 0 0
Median nerve: SNAP, pV/CV, m/s

Bonbme6epriosslit HepB: M-BoHa, MB/CPB, m/c 1,6/13 0 0
Median nerve: M-wave, mV/CV, m/s ?

Wxponoxnsiii HepB: [1/] ceHcopHbIx BookoH, MKB/CPB, m/c 0 0 0
Sural nerve: SNAP, pV/CV, m/s

Hronpyatas DMI: neHepBalis/peiHHEPBALINS +/+ +/+ +/+

Needle EMG: denervation/reinnervation

Ilpumeuanue. CPB — ckopocms pachpocmpanerus 6030yxcoenus, [/ — nomenyuan deiicmeus, IMIT — anexkmpomuoepagus, «+» —
Haauyue npuzHaKa.
Note. CV — conduction velocity, SNAP — sensory nerve action potential, EMG — electromyography, sign "+" — presence of a sign.
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Puc. 2. llayuenmra Ill., 6 sem. Penomunuueckue nposeienus 601e3HU
Ulapxo—Mapu—Tyma muna 4D: a — eunompogpus mviuy cmon, eonexetl
u HUYICHell mpemu Oedep; 6 — u3MeHeHue Hopmbl CONbL KO MUNY NOAOU

Fig. 2. Patient S., 6 years old. Phenotypic manifestations of Charcot—Marie—
Tooth disease type 4D: a —hypotrophy of the feet, lower legs and lower third
of the thighs muscles; 6b — pes cavus

eIMHUIL TT0 HEMPOTEHHOMY TUITY U HAJIMYUEe YMEPEHHOI
MaTOJIOTUYECKOW CIMTOHTAHHOW aKTMBHOCTH MBIIIEUHBIX
BOJIOKOH B BUJIE TIOJIOKUTEIbHBIX OCTPBIX BOJH U TIOTEH-
IraaoB GUOPWIIISINI (Ta0T. 2).

06cyxneHue

B pesynpbraTe oociaenoBaHus 14 00JBHBIX IILITAHCKOTO
MPOUCXOXKIECHUS C KIMHUYECKUMMU TIPOSIBIICHUSIMU IEMU~
emHusupytouieit HMCH y 11 (79 %) u3 Hux oOHapyKeHa
mytanus c. 442C>T B rene NDRG I B TOMO3UTOTHOM COCTO-
aHnn. [TomydeHHBIe pe3yIbTaThl ITO3BOJISIOT ITPEIITOJIOXKNTD,
YTO y MAIlMEeHTOB IbITaHCKOTO mpoucxoxaeHus ¢c HMCH,
MPOXKUBAIOIINX Ha TeppuTOprn Poccru, Kak 1y 601rapcKux
LIbITAH, OCHOBHBIM BapMaHTOM JIEMUEIMHU3UPYIOLINX Heli-
poratuii sBisietcs CMT4D, a e CMT4C, kak y upIrad
WUcnanum, n He CMT4G, kak y upirad Yexun [2, 3]. OgHa-
KO OOJIBIIIast JOJISI TOM HEMPOITaTUM y 00CIeTIOBaHHBIX Ha-
MM TTalIMEHTOB MOKET OBITH CBSI3aHA CO CMEIIEHEM MCCIie-
JIIOBAaHHOM TPYyIMBl MO TEPPUTOPUATBHOMY TPU3HAKY

B CBSI3U C BBICOKO# TeHETUUECKOM OTHOPOTHOCTHIO ITbITaH,
TPOXMBAIOIINX B OMHOI MECTHOCTH.

Bapuant CMT4D otimyaercss omHOPOTHOCTBIO (he-
HOTUMMYECKUX TTPOSIBJICHUI Y pa3HBIX MTALIMCHTOB. Y OITH-
CaHHBIX HaMH 8 OOJIBHBIX pa30poc Bo3pacTa aedroTa He-
OOJBIIIOI M COBMAgaeT ¢ JaHHBIMU JUTepaTypsl [3, 8].
3aboireBaHMe XapaKTepU3yeTCs JOBOJIBHO TSIKEIBIM TeUe-
HUEM C paHHEH WHBaIuMAM3allMeil mammeHToB [3, §].
J1st 3TOM HEMPOITaTU XapaKTepHO paHHEee Pa3BUTHE TUTIO-
n aTpoduy MBIIII CTOM, TOJeHEW, a Topoil u Oemep
6e3 hopMHUPOBaHUS TaK Ha3bIBAEMBIX TTIEPEBEPHYTHIX OY-
TBIIOUeK. Takast aTpoUsT MBIIIIIT MOXKET OBITH OOBSICHEHA
pPaHHUM BBIpaXXCHHBIM IeMUCIUHU3UPYIOIINM TTOpaxKe-
HHUEM C pa3BUTHEM BTOPUYHOM aKCOHOTIATUN 1, KaK CJIeI-
CTBUE, MBIIIIEYHBIX aTpoduii [4, 11]. DTo npearonoxeHne
TIOATBEPXKIACTCST HeMPOITaTOJIOTUISCKIMM MCCIIeI0OBAHM -
amu. [To maHHBIM JUTEpaTyphl, y mauueHToB ¢ CMT4D
OTMedJaeTcsT OOJIBIIOe KOJIUYECTBO HEPBHBIX BOJOKOH
¢ KpaifHe TOHKMMH MUETMHOBBIMHU 000JIOUKAMHM C paHHEH
ToTepell OCEeBBIX CTepPKHE; CHIDKEHHE TIJIOTHOCTU pac-
TpeaesieHNsT HEPBHBIX BOJIOKOH; (DopMUpoBaHHe (DeHOME-
Ha «JTYKOBUYHBIX TOJIOBOK» B paHHEM JETCKOM BO3pacTe,
HMCYE3HOBCHNE MUECIMHU3NPOBAHHBIX HEPBHBIX BOJIOKOH
yxe K 20 rogam [11, 12].

CeHCOpHBIE HapyIIeHUsI, KaK W IIPY MHOTHUX APYTUX
HMCH, nanexo He Bcerja 0CO3HAIOTCS CAMUMU TTallleH-
TaMu, HO IIPH O0BEKTUBHOM OCMOTPE BEISIBIICHBI B TT0JIO-
BUHE CJIydaeB, a IpU HEHPODU3NOIOTUIECCKOM TECTUPO-
BaHUM y BCEX OOCIIEMOBAHHBIX OOJBHBIX CEHCOPHBIC
OTBETHI C HOT OTCYTCTBOBAJIN, YTO COOTBETCTBYET JAHHBIM
JmTepatypsl [3].

Hu y ogHoro Hab6aomaeMoro HaMu 0OJIbHOTO MbI
He BBISIBUJIM TYTOYXOCTH, XapaktepHoil nisg CMT4D,
YTO MOXHO OOBSICHUTh MOJIOABIM BO3PAaCTOM OOCIENOBAH -
HBIX ITAIIMEHTOB, TaK KaK ITOKa3aHO, YTO CHIDKEHHE CITyXa
OTMEUaeTCsI TOJIbKO B TPEThel meKame Xu3HU. Mcxoms
W3 BBIIIIECKA3aHHOTO, CTAHOBUTCS OYEBUIHBIM, YTO HAPY-
mreHue ciryxa y nmauueHToB ¢ CMT4D Ha MOMeHT obOpaiiie-
HUS K Bpady HE MOXET CIIYKUTh T GepeHINATbHO-T1 -
aTHOCTUYECKUM TPHU3HAKOM [T (OPMHUPOBAHUS
MHMaTHOCTUYECKOTO aJITOPUTMA IIPH TIPOBEACHNHN MOJIEKY-
JISPHO-TEHETUYECKOTro aHaim3a [3].

IMpumeuarenbHbIM nipu3HakoM CMT4D MoxeT ObITh
HaJIM4IKE TTATOJIOTUISCKIX 09aroB Ha MArHUTHO-PE30HAHC-
HBIX CHUMKAaX TOJIOBHOTO Mo3ra. B nmrepaType nByms He-
3aBUCHMBIMH KOJUIEKTUBAMU OITMCAHO 2 CITyJasi CO CXOXKeH
BU3YaJIM3allIOHHON KapTUHOU B BUIe HEOOJBIINX TUTICP-
WHTCHCHUBHBIX 0YaroB B CYOKOPTUKAIBHBIX 00JIACTSIX JTI00-
HBIX JoJieii Ha T2-B3BelIeHHBIX M300pakeHMSIX 0e3 HaKO-
mieHus KoHTpacta [13, 14]. CouyeTaHne KIMHUYECKUX
TIPOSIBIICHUI HEMPOITaTUM C TTaTOJIOTHEH TP MarHUTHO-
PEe30HAHCHO ToMOTrpady y TAaKUX MAIIMEHTOB MOXET IIPH-
BECTH K 3HAUMTEJIbHOM 3aepxkKe nuarHosa [13]. Hu omHo-
My 13 00CJIeIOBAaHHBIX HAMH TTAlIMEHTOB He ObITa IpoBeIcHA
MarHUTHO-PE30HaHCHAsT ToMOoTpadus TOJIOBHOTO MO3Ta,
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ITO3TOMY MBI HE MOXKEM OLIEHUTDL YacTOTy 3TOTO BU3yali-
3aIIMOHHOTO TIpM3HaKa y manneHToB ¢ CMT4D.

YuntbiBast BBISIBJIEHE OHOTO U TOTO K€ TTaTOTeHHOTO
BapyvaHTa y OOJIBIIIMHCTBA MAllMEeHTOB IILITAHCKOTO MPOUC-
xoxaeHns ¢ HMCH, 3HaHMe 3THIYEeCKOM MPUHAUIEKHOCTI
npobaHaa ¢ paHHe MUeJIWHOIIaTuell 3Ha4YUTEJIbLHO

YIIPOIIAET MOMCK MOJEKYISIPHO-TCHETUICCKOM TTPUINHBI
6one3Hu. Tem He MeHee OOHAPYKEHUE YaCThIX MyTall1il He
WCKJTIOYAeT HAJTMIKE Y OOIBHBIX IIBITAHCKOTO ITPOMCXOKIIC-
Hus apyrux BapuantoB HMCH, nanmpumep, camoii yactoit
neMmuennHu3upytomeit Heiiporatun CMT 1A, o0GyciioBiIeH-
HOIT TaTOreHHBIMU BapruaHTamMu B TeHe PMP22.
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fipumeHeHue ynbmpa3ByKoOBOro UccnefoBalua neputpepu4eckux HepBos
B OUEHKe nnowapgu nonepeyHoro ceyexus y pemed

M.A. Benosa, A.B. Kimvkun, B.B. Boiitrenkos, H. B. Ckpumaenko

DI'BY «/lemckuil HaAyuHO-KAUHUYECKUU UeHMD UHpeKYUuoHHbIX boaesHell DedepanvHoeo meduKo-ouosoeuueckoeo acenmemea Poccuu»;
Poccus, 197022 Cankm-Ilemepbype, ya. IIpogeccopa [lonosa, 9

Koumaxmuir: Mapus Anexceesna bedosa dr.bedova@yandex.ru

Beeodenue. Yivmpaszeykosoe ucciedosanue nepugeputeckux Hepeos npoooalcaem ceoe pasgumue 6 Ces3u ¢ YAyHuleHUeM MexHU4ecKux
AnnapamypHuix 603MONCHOCMEI U pACUUPEHUeM NOAYHACMbIX 3HAHULL, 00HAKO 0 HACMOSAWE20 8PeMeHU NPOEEOeHO MAAo pabom no onpe-
OeNeHUr) HOPMAMUBHBIX 3HAUEHUI NAOWAOU NONEPEHHO0 CeveHUs y emell, a NOAYHeHHble Pe3YAbManbl OMAULAIOMCS MeXCcdy 1abopamo-
PUsSMU U Uccaedoeamensimu.

Ileadb uccaedosanus — onpedesums HOpMaAMUBHbIE 3HAYEHUS NAOUWAOU NONEPEYHO20 ceveHUs nepughepuyeckux Hepeos y demeil 5— 18 nem.
Mamepuaavt u memodot. O6credosaro 30 demeii: 8bINOAHEHO YALMPA3EYK0B0€E UCCAC008AHUE CNUHHOMO03208biX Hepsos CS5, C6, C7, cpedun-
HO020, 10KMe6020, 1y1e6020, GeOPeHH020, CeOanuuH020, 60AbUEOEPU080O U MAN0DEPUOBO20 HEPBOB 8 PENCUME PEANbHO0 BDEMEHU 8 BbICOKOM
paspeweruu. B xode uccredosanus npoeodunacs 8U3yaru3ayus HEPEHsIX CME0A08 HA 8CeM NPOMANCEHUU KOHEYHOCIU ¢ 08YX cmopoH. H3me-
PeHUe nAouadu NONepeuHo20 ceerUst Hep8o8 OCYULECMEASAOCH C NOMOULbIO NPOSPAMMHO20 USMEPEHUs MemOOOM PYHHOU MPACCUPOBKU C 02U-
OaHUeM 2UNOIX02EHHBIX KOHMYPO8 CMBOAA HEPBA, U NPOBOOULOCH KAK HA OUCMANbHbIX, MAK U HA NPOKCUMANbHbIX YHaACmKax Hepeos. [Iposo-
dunace cmamucmu4eckas 00pabomKa nOAYHeHHbIX OAHHbIX C UCNOAb308aHUEM NPUKAAOHbIX npoepamm Excel, Statistica 10.

Pesyavmamut. He 6vis61eH0 OunamepanbHbix pazauuuil LA0WA0U HONEPeHHO20 CeveHUst y 0emeil, y MAAbYUKO8 Hepabl 0CMOBEPHO MOUE 6 CPAG-
HeHuu ¢ degoukamu, y cmapuiell 6o3pacmuoti epynnut (13— 17 nem) é cpasrenuu ¢ maaduiell. Boisigaena 00cmosepHas Koppensyus mexcoy nio-
Wadbio NONepeuHO20 ceueHusi CPeOUHHOR0 Hep8a HA YPOBHE 3aNsCMbs, CeOANUUHO20 HeP8a Ha 6CeM NPOMAIICCHUL C POCIOM U MACCOU med.
Saxarouenue. [Tonyuennvie HopmamusHvle daHHble MOZYM UCHOAB308AMbCS 8 NPAKMUHECKOU 0esimeabHOCHU 8paUa-Heapoa0ed, 8pava QyHK-
YUOHANBHOU U YAIbMPA38YKOB0L OUACHOCMUKU.

Karoueevte caosa: ynompasgykosoe ucciedosanue nepugeputeckux Hepeos, naouiadb NONepeuHo2o0 ceeHus, demu, nepugepuieckue Hepebl

Jlas yumuposanus: bedosa M. A., Knumkun A. B., Boiimenkoe B.b., Ckpunuenxo H.B. [Ipumenenue yaompa3zeyko60eo uccaedo8anus ne-
pupepusecKux Hepeos 6 oueHKe naouadu nonepeuno2o cetenus y oemeil. Hepeno-moiueunsie 6onesnu 2020;10 (2):46—52.

DOL: 10.17650/2222-8721-2020-10-2-46-52 [®)sy |

Nerve ultrasound in the assessment of cross-sectional area in healthy children

M. A. Bedova, A.V. Klimkin, V. B. Voitenkov, N.V. Skripchenko
Pediatric Research and Clinical Center for Infectious Diseases under the Federal Medical Biological Agency of Russia;
9, Professor Popov St., Saint-Petersburg 197022, Russia

Introduction. Nerve ultrasound continues to progress due to improved technical equipment and knowledge, but so far not enough research has been
done to determine the normative values of the cross-sectional area in children, and the obtained results differ between laboratories and researchers.
Aim of the study. To determine the normative values of peripheral nerves» cross-sectional area in children 5— 18 years old.

Materials and methods. High resolution nerve ultrasound of brachial plexus, median, ulnar, radial, femoral, sciatic, tibial and peroneal
nerves was performed in 30 children in real time. Nerve trunks were visualized throughout the limb from both sides. The cross-sectional area
of the nerves was measured by a manual tracing method with the rounding of the hypoechogenic contours of the nerve trunk. Nerves’ cross-
sectional area was measured at distal and proximal sites. The obtained data were statistically processed using Excel and Statistica 10.
Results. No bilateral cross-sectional area’s differences were found in children. Boys had significantly thicker nerves compared to girls, older
age group (13—17 years old) compared to younger ones. There was a significant correlation between cross-sectional area of the median
nerve at the level of the wrist, sciatic nerve and children’ height and weight.

Conclusions. The normal values of cross-sectional area in children can be used in the practical work of a neurologists, neurophysiologists
and ultrasound technicians.

Key words: high-resolution nerve ultrasound, cross-sectional area, children, peripheral nerves

For citation: Bedova M.A., Klimkin A.V., Voitenkov V.B., Skripchenko N.V. Nerve ultrasound in the assessment of cross-sectional area
in healthy children. Nervno-myshechnye bolezni = Neuromuscular Diseases 2020;10(2):46—52. (In Russ).
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Bsepexue

VineTpasBykoBoe uccienobanue (Y3U) mepudepmae-
CKMX HEPBOB — COBpPEeMEHHAsl MHCTPYMEHTAJIbHAsT METO-
IWKa CTPYKTYPHOU OIIeHKM Tepu(epruIecKNX HEPBOB
B pexkuMe peanbHoro BpeMeHu. Cerogus Y3U nepudepu-
YeCKUX HEPBOB SBJISICTCS JOTIOJTHUTEIBHOM K 3JICKTPOIH -
arHOCTMKE METOAMKON 1 UCTIOJIb3YeTCST TSl BU3yaI3ailin
HEPBOB IPU Pa3HBIX ITATOJIOTUUECKIX COCTOSTHUSIX (TpaB-
Max, OIYXOJISIX, TYHHEJIbHBIX M HETYHHEJIbHBIX KOMIIPEC-
CHSIX, TIOJTMHEUPOTIATHSIX).

ITpu Y3U npoBoauTcs KaK KOJIMYECTBeHHAs (ompe-
IeJICHNE TUTOIaau rmonepedynoro ckanuposanus (ITI1C),
aKCHAJTbHBIN TUaMeTp HepBa), TaK M KaueCTBEHHAsI OLICH-
Ka COCTOSTHMST HEPBHBIX CTBOJIOB (COXpaHHOCTh KaOeIbHO-
CTH CTPOEHUSI, COOTHOIIIEHNE THUIIEPIXOTEHHOTO MHTEP-
CTUIIMAJIBHOTO M THUIO3XOTeHHOTro (PacIMKyIIPHOTO
KOMITOHEHTOB, CTPYKTYpa 1 YIIOPSIIOYeHHOCTD (PaCIIUKYJI,
¢ oKaNMBHBIN WIN TeHEPATN30BaHHBIN XapaKTep M3MEHe-
HUI, BAaCKYJISIPU3ALINST).

K Hacrtosiiiemy BpeMeHU OITyOJIMKOBAaHO HECKOJIBKO
paboT Mo cocTaBlieHN0 HopMaTuBHOI 6a3el [TTTC HepBOB
IIIeH, TUTEYEBOTO CIUICTCHUST, BEPXHUX W HIDKHUX KOHEUHO-
cTeil Kak y B3pochbix [1—3], Tak n y geteit [4, 5], omHako
PE3YyIIBTaTHl B MCCIIEIOBAHMSIX OTJIMIAIOTCS, TIO3TOMY PEKO-
MEHIYeTCSI cO3IaBaTh COOCTBEHHYIO 0a3y peepeHCHBIX
3HaYeHUM. [10 MTaHHBIM IMTUPYEMBIX UCCIICAOBaHUIA OTME-
YyaeTcsl OTCYTCTBUE OMIaTepaTbHBIX M TEHICPHBIX Pa3IMIniA
TITIC HepBOB Kak y B3pOCHbIX, TaK U y AeTeil. [Ipn aToM
y nereii [1I1C HepBOB OCTUTAaET HOPMATUBHBIX 3HAYCHUIA
B3POCJIBIX K Bo3pacty 12—14 ner u ganee He MeHsieTcst [4—6].
B psine nccienoBaHmit moka3zaHa JOCTOBEpHAsI KOPPETISIIVS
TI1C ¢ poctoMm [4, 6] 1 maccoii Tena neteit [5].

Ilean padoThl — OTIpeNEeINTh HOPMATUBHBIC 3HAUCHUS
TT1C nepudepndeckx HEPBOB y AeTei 5—17 JeT.

Mamepuanbl U Memofbl

C 2017 mo 2020 . o6¢cemoBano 30 aeteit (14 manbum-
KOB 1 16 meBouek) B Bo3pacTe OT 5 g0 17 jer (cpeaHuii
Bo3pact 11,5 * 3,4 roma) Ha 6aze PI'BY «JleTckuii HayIHO-
KJIIMHUYECKU LIeHTp MH(MEKIIMOHHBIX 0one3Heit Dene-
PaJIbHOTO MEINKO-0MOJIOTUYECKOTO areHTCTBa» 0e3 Mpyr-
3HAKOB HEBPOJOTMUYeCcKOl maTtojiornu. JoOpoBoibHOE
MH(MOPMUPOBAHHOE COTIacue MOJYYeHO Y BCEX POIUTENICH.
JleTn ObITM pa3esieHbI IO BO3pacTy Ha 2 rpymIibl: 5—12 et
(n=15) 1 13—17 net (n = 15). MccaemoBaHue mpoBOIU-
JIOCH C MCITOJIb30BAaHUEM YJIBTPA3BYKOBOM CUCTEMBI DKC-
neptHoro kiacca Philips EPIQ 5 nunHeitHbIM gaTYnKOM
18 MTi1. [Tpomo/KuTeIbHOCTh UCCIEAOBAHMS COCTABIISIIA
35—45 muH. Y3U BBIMOIHAIOCH IBAXKIBI 2 HE3aBUCUMBIMU
nccaenoBarensiMu. BusyanmsupoBanu nepudepruyeckue
HEepBBI KOHEYHOCTEI Ha BCEM MPOTIKEHUM ¢ 00ENX CTO-
poH. ITITC HepBOB U3MEPSTIN METOIOM PYYHOI Tpaccu-
POBKHU C OrMOaHMEM TMIOXOTeHHBIX KOHTYPOB CTBOJIA
HepBa Ha JUCTaJIbHBIX M ITPOKCUMAJIBHBIX yJacTKax. Pe-
3y/IbTaThl U3MepeHnit okpyrsutn 10 0,1 Mm2. B mpoTokot
HCCIIe0BAHMS OB BKITIOYEHBI: CTUHHOMO3TOBBIE HEPBBI

C5, C6, C7 B HaAK/IIOUMYHOM 001aCTU (MEXIECTHUIHOM
TIPOMEXYTKE), CPeIMHHBIN, JTOKTEBOM, JIy4eBO HEPBHI
Ha BEpXHE KOHEYHOCTH, O€ApEHHBIN, CeTAINIITHbINI, 00Tb-
1eOepIIOBhI 1 MaJTOOSPIIOBBIN HEPBBI Ha HIDKHEH (TaoIT. 1).

Wsmepenne TITC cnmmaHOMO3T0BBIX HEpBOB C5—C7
C IEBUAHTHBIMM BETBSIMU TTPOBOIMIIOCH B HAIKITIOYNIHOM
00JIaCTH B MEXXJICCTHIYHOM ITPOMEXKYTKE.

CpennHHBIM HEPB OLICHUBAIN Ha 3 YPOBHSIX: MEINAITb-
HOI TTOBEpXHOCTH CpeIHEl TpeTHu Iuieua, BepXHEU TpeTu
TIpeATuUIeYbs Ha 2—3 CM HIDKe JIOKTeBOTO crrda (Ha ypoBHE
KPYTJIOTO TIpoHaTopa) M Ha 1—1,5 cM BBITIIE CKITAIKM 3alTsi-
cThsl. B 00macTu cpemHeil TpeTu mpearuiedbst Hal IJIeYeBOM
apTepueii CpeIMHHBIN HEePB pacriojlaracTcs B IMPOSKIINU
COCYIMCTO-HEPBHOTO ITy4Ka; B BEpXHEH TPETH MPEITUICYbS —
MEXIY KpPYTJABIM TIPOHATOPOM U ITOBEPXHOCTHBIM

Taomuna 1. Obaacmu ckanuposanus nepugepuueckux Hepeos

Table 1. Scan regions of peripheral nerves

Nerve

Scan region (designation)

CHMHHOMO3TOBBIE
HepBbl C5—C7
Spinal nerves C5—C7

HanxmounyHas o6aactb
Supraclavicular region

JlyueBoit HepB
Radial nerve

CrnivpaibHbIi KaHaI
Spiral canal

CpenHsist TpeTh ieva (n medianus_3)
Middle third of the shoulder (n medianus_3)

Kpyruerit mponatop (n medianus_2)
Pronator teres muscle (n medianus_2)

CpennHHBIN HEpPB
Median nerve

3amsictee (n medianus_1)
Wrist (n medianus_1)

CpenHsist TpeTh 1ieva (n ulnaris_3)
Middle third of the shoulder (n ulnaris_3)

JlokTeBoii crubarespb 3anscThbs
(n ulnaris_2)
Flexor carpi ulnaris muscle (n ulnaris_2)

JlokTeBoit HepB
Ulnar nerve

3amsictee (n ulnaris_1)
Wrist (n ulnaris_1)

ITaxoBasi cBsi3Ka
Inguinal ligament

benpeHHblit HepB
Femoral nerve

TTompsiromnyHOE MPOCTPAHCTBO
(n ishiadicus_2)
CepanuiHblii HEPB Gluteal area (n ishiadicus_2)
Sciatic nerve
[MonkonenHas simka (n ishiadicus_1)

Popliteal fossa (n ishiadicus_1)

Egg; meGepLoBLi INonxonenHas simka
Tibial nerve Popliteal fossa

TlonkoneHHas sMKa
Masno6epuoBblit Popliteal fossa
HEpB

Peroneal nerve TonoBka Man00ep110BOIi KOCTH

Fibular head
|
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crudaresieM MaiblieB; Ha 3aIISICThEe — MEXKIY CYXOXKITASIMU
ITOBEPXHOCTHOTO U TJTyOOKOTO CTMOATEIISI TTaIbIICB.

JlokTeBoit HepB BU3yaIM3UPYETCs TaKKe Ha 3 YPOBHSIX:
10 MEIMATBHOM ITOBEPXHOCTU CPEIHEH TPETH TIeda, BepX-
Hell TpeTH TIpeAruieybs Ha 2 CM HIDKEe MeINaIbHOTO Hal-
MBIIIETKA JOKTEBOTO cycTaBa 1 3arsicThs (0,5—1 cM BbIIIIe
TOPOXOBMIHOM KOCTH). B obmactu cpemHeit TpeTu mieya
JIOKTEBOI HepB pacIiojiaraeTcsl MeAMAIbHO ¥ KHU3Y OT TIe-
YeBOM apTepUH B IIPOCKIIMU COCYANCTO-HEPBHOTO ITyUKa;
B BEpXHEH TPETU MPEATUICYbS] — MEXKITY MBIIIICYHBIMA HOX-
KaMM JIOKTEBOTO CTMOATEJIsT 3aIIICThsI; Ha 3aIIsICThe — Me-
IabHEee JTOKTEBOM apTepry PSIIOM C CYXOXKIJIEM JIOK-
TEBOTO CTUOATEIISI 3aIIsICThS.

CkaHMpOBaHNE JYyYCBOTO HepBa ITPOBOAMIOCH
Ha YpOBHE CpeIHEe! TPETH TjIeUa B 00JIaCTH CITUPATBLHOTO
KaHana. HepB HaxoauTcs Hafl TIe€YeBOM KOCTBIO B TIPOCK-
LMY CITPATHHOTO KaHAaJIa, PSIOM C apTepreii, OrmoOaroIein
IUICYEBYIO KOCTb.

BenpeHHbBIN HEpB BU3YaIM3UPYETCS HA YPOBHE TTaXOBOM
CBsI3KM. HepB HaxomuTcs MOM MaxoBOM CBSIBKOM Ha ITOM-
B3IIOITHON MBIIIIIIE, JTaTepajbHee OeIpeHHON apTeprm.

HeiipoBu3syanu3sanms cegaanuirHOTO HepBa ITPOBOIM -
JIach Ha 2 YPOBHSIX: B ITOIBSITOANIHOM ITIPOCTPAHCTBE MEXK-
Iy OOJIBIIMM BEPTEJIOM U CENATUIIHBIM OyTpOM (IaTIMK
pacriojlaraeTcsl Ha ypoBHE OOJIBIIIOTO BepTeia OenpeHHOM
KOCTH) U B IIOJKOJICHHOU SIMKE (3aIHSISI TOBEPXHOCTH Oe-
JIpa 110 MeMUAIbHOM JIMHUN Ha 5—7 CM BBIIIIE TIOAKOJICHHOMN
CKJIanKu). B o0acT MoaKoIeHHOM SMKU CeTaTUITHBINA
HEPB MPOXOIUT MEKIY MOJYIePEeTIOHIATON MBIIIIIECH Me-
IHWATbHO W ABYTJIABOI MBIIIIIEH Oelpa JIaTepaTbHO.

CkaHMpOBaHNE MaJIOOEPIIOBOTO HepBa IIPOBOIMIOCH
Ha 2 ypOBHSIX: TIOAKOJICHHOU SIMKU (3aTHSIsI ITOBEPXHOCTD
Oempa ITo MeIuaTbHOM TMHUHM Ha 3—5 CM BEIIIIE TTOIKOJICH-
HOM CKJIaJIK1) Y TOJIOBKY Maj00ep1ioBoit KOcTU. B roako-
JICHHOH SIMKE MajioOepIIOBBI HEPB HAXOMUTCS MEXKIY
ITOJTYTIepEeTIOHYATON MBI (MeAnaIbHO) U IBYTIaBOMI
MBIIIIei 6eapa (JrarepanbHO) Ha 0,5 CM BBIIIE TOJTOBKU
MaJIo0epIIOBOIT KOCTH.

Bonpltie6eprioBbIii HepB BU3YATM3UPOBAIICS ITO MEINATb-
HOI JIMHUM Ha 3aTHel TTIOBEPXHOCTH Oerpa Ha 3—5CM BEIIIIe
TTOIKOJICHHOM SIMKH, cpa3y TOCIIe pa3neIcHUS CeIATATITHOTO
HepBa Ha 00J1bIIE0EPLIOBYIO Y MAJIOOEPLIOBYIO MTOPLIUIO.

Cratuctryeckass o0paboTKa IOJTyYeHHBIX TaHHBIX
MIPOBOAMJIACH C MCIIOJb30BaHUEM IIporpaMm Microsoft
Excel, Statistica 10. I[IpoBoamiiack olieHKa HOpMaJTbHOCTH
pacripeneIeHus ¢ UCTIoIb3oBaHMeM Kputepues Ilamipo—
VYunka, KonmMmoropoBa—CMUpHOBaA, aCUMMETPUU U DKC-
1ecca. [l oleHKM pa3HULbI MEXIY ABYMSI HE3aBUCUMbI-
MU BBIOOPKAMHU IJISI HOPMAaJIbHO paclpeaeeHHBIX
3HAYCHMI NCITOJIH30BAJICS TTapaMeTPUICCKUI t-KPUTEPHUA
CrproneHTa (YpoBeHb 3HAUMMOCTH TIpUHAT p = 0,05) 1 Ko-
s¢dunmenTa Koppensunun [TupcoHa (mpoBoaMIach OleH-
ka koppenguun [TIC nepudeprnyeckx HepBOB Ha Ka-
KIIOM y4acTKe CKaHUPOBAaHMS C BO3PACTOM, POCTOM,
Maccoii Tea, TOCTOBEPHOCTb KOPPEISIIINU TTONTBEePKIa-
Jach mpu 3HaueHuu >0,7, mpu kotopoM p <0,05).

Pesynbmambl

Craructnaecku 3HaunMoit pasHuiiel [TTTC mexmy cro-
poHamu He BbisiBIeHO. [1T1C nyueBoro, cpeaIMHHOTO, JTOK-
TeBOTr0, MaJ00epPIIOBOTO HEPBOB Yy MAJbUMKOB OOJIbIIE
Ha MCCJIeTOBaHHBIX YPOBHSIX (Ta0I. 2).

Bospacthasa nnnamuka IT1C nepudepndecKnx HEpBOB
TIPH TTOCTPOCHUM TTOJTMHOMUATLHOM JIMHUHY TPEHIA TIPEeI-
crapieHa Ha pucyHke. [1I1C rmreueBoro crureTeHus, T0K-
TeBOTO HepBa Ha YPOBHE IjIeya, CPEAWHHOTO HepBa
Ha YPOBHE 3aITSICThS, a TAKKE OCIPEHHOTO, CeAAINIITHOTO,
00.1b111€06EePLIOBOr0 U Majo0eplIOBOTO HEPBA HA YPOBHE
TIOAKOJICHHOU SIMKU CTATUCTUICCKH OOJIBbIIIE Y IeTel cTap-
1mreit Bo3pactHoi rpynisl (13—17 net) (Tab:m. 3).

ITpu ipoBegeHNYT KOPPEIIAIIMOHHOTO aHAIN3a OTMEYa-
eTcs JocToBepHast rosnoxkuTeabHas cBs13b [1I1C cpenmHHO-
TO HepBa Ha YPOBHE 3aITSICThsI, CEIATAIITHOTO HepBa Ha YPOB-
He OOJIBIIIOTO BepTesia U ITOIKOJICHHOM SIMKH KaK ¢ MacCOM
Tenla, Tak 1 ¢ poctoM. Mexay TITIC ocTtanbHBIX HEPBOB
¥ pOCTOM, MacCOi1 Tejla CBA3b HeyoenuTeabHas (Koaddu-
mueHT [Tupcona <0,7, Ho >0,5), mexmy [1T1C myueBoro
HepBa M aHTPOTIOMETPUICCKIMU M3MEPEHUSIMU TOCTOBEP-
HO KOPPEJISIITMOHHOM CBSI3W HE BBISIBIICHO (Ta0II. 4).

06cyxneHue

Ha ocHoBaHUM pe3yJIbraToB ITOJTYIeHHBIX HAMU JAaHHBIX
YCTaHOBJIEHO, 4TO Y 3m0poBbix aeteii [TITC nepudepuye-
CKHMX HEPBOB JOCTOBEPHO Pa3INIaeTCsI 10 TIOJTY U BO3PACTY.
bonbime 3Hauennst I[TT1C HepBOB y MaJTbUMKOB MOTYT OBITh
CBSI3aHBI C 0COOCHHOCTSIMU BBIOOPKHM, 2 UMEHHO OOJIBIIEH
Maccoii Testa MaTburKoB (53,5 * 21,2KT) B CpaBHEHUH C Jie-
Boukamu (40,1 £ 17,9kr). Bo B3sToii Beioopke ITITC cpe-
JMHHOTO HEPBA HAa YPOBHE 3aMsICThsl, CENATUIIIHOTO HEPBA
Ha BCEX YPOBHSX IPSIMO MPOITOPIIMOHATILHEI aHTPOIIOME-
TPUIECKUM TTapameTpam (PoCTy 1 Macce Tejia). BosamoxHo,
3TO OIPENEISIeTCS TEM, UTO 3T HEPBHI SIBJISIIOTCS CAMBIMU
KPYITHBIMM Ha pyKe 1 HOT¢ COOTBETCTBEHHO.

TMonyuennsle nanHbie 110 yBeamnueHuto IT1C y 3mopo-
BBIX JeTeil B 3aBUCHMOCTH OT BO3pacTa JEMOHCTPUPYIOT
MpoaoJrKaloleecs: pa3BUTHe MepudeprniyecKoll HepBHOM
CHUCTEeMBI 10 Bo3pacTa 12— 14 yeT. AHaJIoTMYHbIe TEHAEHLINT
OTMEUEHBI TIPY aHaJIM3e (PYHKIIMOHATBHOTO COCTOSIHYS TIe-
pudepruIecKrux MOTOPHBIX M CEHCOPHBIX HEPBOB [7].

YcraHOBIIEHHBIE B pab0OTe HOPMATHUBHBIC TTOKA3ATEIIN
MOTYT SIBIISIThCS pepepeHCHBIMM TTPU CPABHEHUH TTOTyICH-
HBIX PE3YJIBTATOB Y JIETEU C TOW IV MHOW MATOJIOTUEH Tie-
pudeprueckoit HepBHOI crcTeMbl. MTHTepecHbIM HarpaB-
JICHWEeM IaJIbHEMIIero MCCaeqOBaHUSI MOXKET SIBUTHCS
CpaBHEHME TMOJIyYeHHBIX Pe3yILTaToOB IS IeTel cTapiieit
BO3pacTHOM rpyniibl 13—17 J1eT ¢ COOTBETCTBYIOIIMMU 10~
KazaTeIsIMU Y B3pOCIbIX 18—55 JieT, momy4eHHBIMU B IPYTUX
nccaenoBaHusx [8]. CiremyeT OTMETUTB, YTO pa3TAIMsI HOP-
MAaTUBHBIX TaHHBIX, TTOTy4YeHHBIX Ipu Y3U nepudepmue-
CKMX HEPBOB Pa3HBIMHU HMCCICHOBATEISIMU, MOTYT OBITH
CBSI3aHBI C OTCYTCTBHEM YHU(UIIMPOBAHHOTO ITOAXO/A:
WCTIOJIb30BaHME TaTIYMKOB pa3Hoit 4acToTsl (12—15 M),
pa3HbIX METOJIOB aHAJIM3a B MpUJaraeMoM MPOrpaMMHOM
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Tabmuua 2. I1rowads nonepeunoeo cevenus nepugeputeckKux Hepeos y MaavHukos u desovek 5— 17 rem

Table 2. Cross-sectional area of nerves in boys and girls 5—17 years old

Nerve (scan region)

CrnimaHOMO3roBbIe HepBbl C5—C7 (HamKItoYndHasi 06J1acTh)
Spinal nerves C5—C7 (supraclavicular region)

JlydeBoit HepB (CTIMPATBLHBIIN KaHAT)
Radial nerve (spiral canal)

CpenrHHbII HEPB (CpeaHsIsl TPETh Iieya)
Median nerve (middle third of the shoulder)

JlokTeBoii HepB (CpenHssl TPETh Iieya)
Ulnar nerve (middle third of the shoulder)

CpeIuHHBINA HepB (KPYIJIbIi TPOHATOP)
Median nerve (pronator teres muscle)

JlokTeBoi1 HEpB (JIOKTEBOI CTUOATEIIh 3aTISICThS)
Ulnar nerve (flexor carpi ulnaris muscle)

CpenrHHBIN HEepB (3aIsICThe)
Median nerve (wrist)

JlokTeBoii HepB (3amscThe)
Ulnar nerve (wrist)

benpeHHbIlt HEPB (MaxoBasi CBsA3Ka)
Femoral nerve (inguinal ligament)

CenanuiHbi HepB (TIOIBSITOAUIHOE TIPOCTPAHCTBO)
Sciatic nerve (gluteal area)

CenanuiHbIi HepB (TIOIKOJIEHHAS SIMKA)
Sciatic nerve (popliteal fossa)

Bobiie6epiioBbiii HepB (MOAKOJEHHAS SIMKA)
Tibial nerve (popliteal fossa)

Mao6epiioBblii HepB (IOIKOJIEHHAs IMKa)
Peroneal nerve (popliteal fossa)

Maso6ep110BbIii HEPB (T0JI0BKa MaT00epIIOBO KOCTH)
Peroneal nerve (fibular head)

* p <0,05 mexncdy marvuuxamu u 0e6ouKamu.
*p <0.05 between boys and girls.

Right side Left side Right side Left side
11,5+ 2,6 10,9 £2,7 10,0 £2,7 10,3+ 2,6
4,3 £1,0* 4,1 £0,9* 3,3+£1,1* 3,2+ 1,0*
6,1 £ 1,8% 6,6 £ 1,7* 5,1+1,2* 5,3+1,3*
5,5+ 1,4* 5,2+ 1,2*% 4,3+ 1,3 42+ 1,1*
5,5+ 1,7* 5,2+ 1,6* 4,3 £1,2* 4,5+ 1,3*
4,8 £ 1,1* 4,6 + 1,2* 3,7+0,8* 3,6 £0,9*
7,2+1,8* 7,0 £1,7* 5,9+ 1,5* 6,0 £ 1,3*
43+ 1,1* 4,3+ 1,2* 3,2+0,7* 3,1 £0,8*
19,0 £ 6,5 20,0+ 7,0 19,8 + 8,6 19,4 £7,4
349+ 12,6 353+ 11,5 30,5+ 10,9 32,1+ 11,2
31,8 £ 13,0 32,0+ 13,4 30,0 + 10,4 29,2 £10,5
21,0 £ 11,5 22,3+£9,6 18,7 £ 6,8 18,5+ 7,6
7,4 £ 3,0% 7,1 £ 3,3* 5,5+ 1,6* 5,0£1,8*
6,0 = 1,7* 6,3+ 1,6* 4,0£1,1* 4,3 £1,0%

Ilpumeuanue. 30eco u ¢ mabn. 3: M — cpeonee 3nauenue, SD — cmandapmmnoe omraoneHue.

Note. Here and in tab. 3: M — mean value, SD — standard deviation.

obecrnieueHuu pubopa. B HallleMm rccienoBaHNUY UCTIOb-
3oBajicsd matauk 18 M, a mst orpenenexus [TT1C — meton
PY4YHOI1 TPAaCCUPOBKHU, TIO3BOJISTIONINT O0JIee TOUHO OTM0aTh
CTPYKTYPbl HEPBHBIX CTBOJIOB, B CPABHEHUHU C TTPOTPAMM-
HBIM 2JUTUIICOM, 00JIaJal0IIMM OOJIbILIEeH MOTPEIHOCTHIO.

3aknioveHue
[Mnomans monepeyHoro ceyeHust nepudepuaecKnx
HEPBOB Y 340POBBIX AETE AOCTOBEPHO OTJIMYAETCS

o Bo3pacty u nofy. [1T1C cpearHHOTO HEpBa Ha YPOBHE
3aIICThSI, CEJATUIIHOTO HEPBA HA UCCIIETOBAHHBIX YPOB-
HSIX Y JIeTe IPSIMO MPOMOPLUMOHAIbHA POCTY U Macce Te-
na. [Momyyennsie HopMmatuBHbIe pe3yasrarsl [TT1C mmst BbI-
OpaHHBIX BO3PACTHBIX TPYMNI MOTYT HCITOJb30BAaTbhCS
CTeNMAIMCTaMM YJIBTPa3BYKOBOUW U (PYHKIIMOHATBHOM
IUaTHOCTHKU. 711 00001IeHNsST HOpMAaTUBHOI 0a3bl He-
obxonnma yHHbUKaNS moaxonoB K Y3U nepudepmde-
CKUX HEPBOB.
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Junamuka usmenenus nAouadu NONEPetHo20 Ce1eHus NePUPEPUHecKUx Hepeos Ha PA3HLIX YPOGHSX CKAHUPOBAHUS 8 3A8UCUMOCIU OM 803PACMA: A — Cpe-
dunnoeo nepea, 6 — cedaruugnoeo nepsa. I111C — naowads nonepeuroeo ceuenus

The increase dynamics of nerves» cross-sectional area at different scan regions depending on age: a — the median nerve, b — the sciatic nerve. CSA — cross-
sectional area

Ta6muna 3. [1rowads nonepeuroeo cewenus nepugpepuyeckux nepeos y demeit 5—12 u 13— 17 nem
Table 3. Cross-sectional area of nerves in children 5—12 and 13— 17 years old

5—12 years old 13—17 years old

Nerve (scan region) M * SD, mm? M £ SD, mm?

CrnimHHOMO3roBbIe HepBbl C5—C7 (Hank/IrounyHasi 001acThb) +9 7% +9 0%
Spinal nerves C5—C7 (supraclavicular region) 89+27 11,9+2,0

JlyueBoit HepB (cUpaIbHBIM KaHAa) 34413 404009
Radial nerve (spiral canal) g7 =& Ul UL U,
CpenvHHBIN HepB (CpenHsisl TPETh TUIeda) + +
Median nerve (middle third of the shoulder) 54119 6,4+ 14

JlokTeBoii HepB (CpemHsISI TPETh TIeYa) o %
Ulnar nerve (middle third of the shoulder) 41£1,6 sazll

CpeavHHEII HepB (KPYIJIBbIA MPOHATOP)
Median nerve (pronator teres muscle) 4,6 % 1,4 5,3+ 1,6

JlokTeBoii HepB (JIOKTEBOI CTUOATEb 3aITSICThST)
+ +
Ulnar nerve (flexor carpi ulnaris muscle) 38+ 15 4,4£0,6

CpenrHHBII HEpB (3arsiCThe) * %
Median nerve (wrist) 55+ 1,6 7,2+ 1,6

JlokTeBoii HepB (3amsIcThe)
Ulnar nerve (wrist) 3,52 1,0 3,9+0,9

BbenpenHbIit HEpB (MaxoBasi CBsA3Ka)
—+ * + *
Femoral nerve (inguinal ligament) 16,6+7,3 228467

CemanuinHbIi HepB (ITOABATOIUNYHOE TIPOCTPAHCTBO) 25.9 + 9 5* 40.2 + 9. 4%
Sciatic nerve (gluteal area) ) T,

CenanuiHbIi HepB (TIOIKOJIEHHAST SIMKa)
—+ * + %
Sciatic nerve (popliteal fossa) 229+5.8 39.9+9.8

Bosnbie6epioBeIit HepB (TIOAKOJIEHHAS sSIMKa) T -
Tibial nerve (popliteal fossa) 142+ 4,0 26,6 £9,0

Mano6epiioBblii HepB (MOIKOJIEHHAs IMKa) +9 1% 49 g%
Peroneal nerve (popliteal fossa) 50%2,1 7,3+2,8

Mano6ep1ioBblii HepB (ToJI0BKa Mai00epIIOBOI KOCTH) + +
Peroneal nerve (fibula head) a7 3E 13 49+ 1,4

* p <0,05 mesxncdy cmapuweil u maaduwiei 03paACMHbIMU 2PDYRNAMU.
* p <0.05 between the oldest and the youngest age groups.
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Taomua 4. Kosgppuyuenm xoppensyuu Iupcorna npu ananuse niouadu NONEpeHHo20 ceHeHus Hepeoes U AHMPONOMEeMPUHecKUX OAHHbIX

Table 4. Pearson correlation coefficient in the analysis of nerves cross-sectional area and anthropometric data

Nerve (Scan l'egioﬂ)

CrimHHOMO3r0BBIe HepBbl C5—C7 (Hagk/IIounyHas 00J1acTh) 0.66
Spinal nerves C5—C7 (supraclavicular region) ?

JlydeBoii HEpB (CITMPaIbHBIN KaHAT)

Radial nerve (spiral canal) 0,40
CpenrHHBIN HEPB (CpeaHsIsl TPETh I1Ieva) 0.65
Median nerve (middle third of the shoulder) ?
JlokTeBoil HepB (CpenHsisl TPETh Ieya) 0.66
Ulnar nerve (middle third of the shoulder) >
CpearHHbIN HEPB (KPYIJIbIi MPOHATOP) 0.66
Median nerve (pronator teres muscle) ?
JIokTeBOi1 HEPB (JIOKTEBOI CrHOATEIh 3aTSICThs) 0.49
Ulnar nerve (flexor carpi ulnaris muscle) ?
CpenrHHBII HEePB (3aTsICThe) 0.75%
Median nerve (wrist) ’
JlokTeBoi1 HEPB (3aIACThE) 0.54
Ulnar nerve (wrist) ?
BenpeHHbIit HEpB (MaxoBasi CBSI3Ka) 0.65
Femoral nerve (inguinal ligament) ?
CenanuiHblii HepB (MOIBITOAUYHOE TPOCTPAHCTBO) 0.63
Sciatic nerve (gluteal area) ?
CenanviHbIi HepB (TIOAKOJIEHHAs sSIMKa) 0.83*
Sciatic nerve (popliteal fossa) >
Bonbiie6epiioBelit HepB (TIOAKOIEHHAS SIMKA) 0.74*
Tibial nerve (popliteal fossa) ’
Mano6ep1ioBbIii HepB (TTOAKOJIEHHAS SIMKA) 0.68
Peroneal nerve (popliteal fossa) >
Mano6ep1ioBbiii HepB (ToJI0BKa Mao0epIIOBOIl KOCTH) 0.53
b

Peroneal nerve (fibula head)

* Koagpguyuenm koppenayuu Iupcona >0,7 npu p <0,05.
* Pearson correlation coefficient >0.7 at p <0.05.
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Koumaxmot: Bradumup Mapkosuu Kenuc kenis@mail.ru

Cunopom llleapya—/Jlncamnena (xondpoducmpoguueckas MUOMoHUsL) — MOHO2EHHOE HACAeOCMBEHHOe 3a00Ae8aHUe, XapaKmepusyrujee-
CSL YHUKAAbHBIM COYEMAaHUeM NPU3HAK08 CKeAeMHOU OUCNAA3UU U HEUPOMbLIUEeHHO20 3a001esanust. TIpedcmasaersl 4 KAUHUMECKUX cAy4as
cunopoma Illeapya—Incamnena. Paccmompers npunyunsl OUAZHOCIMUKU U ONbIM XUPYPSUHECK020 AeHeHUs 0eOPMAYULL HUNCHUX KOHeY -
Hocmell. Beudy moeo, umo 6 coepemMerHOl HayHHOl OMe1eCmMeeHHOU AUMepamype UMermcest eOUHUMHbIe ONUCAHUS KAUHUMECKUX NPUMEPO8
0aHH020 CUHOPOMA, HACMOAWUE HAOAOOCHUS UMEIOM OOAbULYIO 3HA4UMOCmb. Xupypeuueckoe aeuerue 0eghopmayuii OonopHo-08ueamens-
H020 annapama namozeHemu4ecku 000CHOBAHHO, MAK KAK N03804siem 000UmMbCs QYHKUUOHANbHbIX YAYHUEHUT U ONOPOCHOCOOHOCMU,
npedomepamums npoepeccuposanue 0ehopmMayuil U KOHMpaKmyp, yeeauuueas 08UameavHy aKmueHOCMy NAYUeHMO8.

Karouesnie caosa: xondpoducmpoguueckas muomonus, cunopom lleapua—Jincamnena, komniekcHas 0uaeHOCMUKA, Xupypeuieckoe neverHue

Jlas yumuposanus: Kenuc B.M., Komarnues B. H., Jlumumpuesa A. FO. u dp. Cundpom lleapya—Jlncamnena: onvim duaeHocmuku u op-
moneduueckoeo aeuenus. Hepsro-moiuweunsie 6oneznu 2020;10 (2):53—59.
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Schwartz—Jampel syndrome: comprehensive diagnostics and orthopedic treatment
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Schwartz—Jampel syndrome (chondrodystrophic myotonia) is a monogenic genetic disorder, demonstrating unique coincidence of the fea-
tures of skeletal dysplasia and neuromuscular disease. We present four clinical cases of Schwartz—Jampel syndrome. Principles of diagnos-
tic and results of surgical treatment of the lower limbs deformities are discussed. Importance of this study comprises unique description of
rare cases. Surgical treatment for orthopaedic conditions is important and can lead to functional improvement, prevent progression of defor-
mities and enhance daily activity.

Key words: chondrodystrophic myotonia, Schwartz—Jampel syndrome comprehensive diagnostics, surgical treatment

For citation: Kenis V.M., Komantsev V.N., Dimitrieva A. Yu. et al. Schwartz—Jampel syndrome: comprehensive diagnostics and orthopedic
treatment. Nervho-myshechnye bolezni = Neuromuscular Diseases 2020;10 (2):53—59. (In Russ.).

Bsepexue

MuOTOHUU — TeTepOreHHas TPyIMIa HACJIEACTBEHHBIX MAalMEHThl 00pallaloTCsl MO MOBOAY MUMEIOIIUXCS Y HUX
3a00JIeBaHNIA, TIPOSIBIISTIOLIMXCS 3aMeIJICHIEM pacciabneHusT  aecopMamnii 1 KOHTpakTyp. I1pu oTCyTCTBMM HACTOPO-
MBI [ 1]. B ocHOBHOM MarimeHThl ¢ MUOTOHMEH HAOMIOMa-  SKEHHOCTH U OTIBITA Y CIIEIINAINCTa MUOTOHUSI MOXET OBITh
JOTCS 1 JIeYaTcsl y HEeBPOJIOTOB. B psize cirydaes ¢ mposiBlie-  HEKOPPEKTHO MHTEPIPETUPOBaHA KaK HapyIIeHUE MbI-
HUSIMA MUOTOHUI CTAJIKMBAIOTCSI OPTOIEABI, K KOTOPBIM  IIEYHOT'O TOHYCA, YTO HE COOTBETCTBYET IIPUPOIE TAHHOTO
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coctogHud [2]. O6cyxaeHne 3Toi MPOoOJIeMbl aKTyaJTbHO
CErOIHS B CBSI3M Majioit MHOOPMUPOBAHHOCTBIO Bpadei
0 MATOJIOTWH M, KaK CJICACTBHE, TIO3MHEN TUAarHOCTUKOMN
1 CJIOKHOCTBIO T (hepeHIINATFHOTO TTOMCKA MEXIY pas-
HBIMU (hopMaMU 3TO 6osie3nu [3].

YHuKanpHOI (HOPMOIT MUOTOHUHM SIBJISIETCS] XOHIIPO-
nucTpoduueckas MUOTOHMSA, in cuHapowm IlIBapia—
Hxxammena (CIIO) (OMIM #255800). bose3Hp BiepBbie
ormcanu Ockap IBapi n Pobdepr dxammen B 1962 1. AB-
TOPBI OOPATWIIM BHUMAaHNE Ha IIPOTrpecCrpylolee 3a0oJe-
BaHME Y OpaTa 1 CeCTPhI, KOTOPOE XapaKTepHU30BaIOCh HI3-
KHAM pocToM, OiedapodrMo30M U TeHepaln30BaHHBIM
rmopaxkeHrueM MbIi [4]. I[lepBoe omucaHme CKEIETHBIX
MPOSIBJIEHUIA TIpY TaHHOM cuHApome aan JloHanba Adep-
(enba B 1965 1., KOTOPBI TAKKE OIMKMCAIT IIPOrPECCUPYIOLLYIO
0oJ1e3HB OpaTa U CECTPHI ¢ HU3KOPOCIOCThIO, MUOTOHMEIA,
sMbU3apHBIMIA N3MECHEHISIMI Ha peHTTeHOTrpaMMax, KOH-
TpPaKTypaMHM B CycTaBaX M KWJICBUIHOU aehopMarmeit rpy-
HOW KJIeTKU [5]. B oTeyecTBeHHOII HAy4YHOU JIUTEpaType
UMEIOTCS eAMHUYHBIC IMyOIMKAIIAN TT0 JaHHOM Ipoodiieme,
0€e3 OIMMCaHNsI CEPUN KIIMHUYECKUX CiTydaes [6].

Cunnpowm IlIBapua—/Ixkammena (B UCTOPHMICCKOM
acTeKTe MMEHYEeMBIN TaKKe KaK THUII 1) BBEI3BIBACTCS MY-
tanueit reHa HSPG2 (Kogupyromero CUHTe3 0esika mep-
JiekaHa) Ha xpoMmocome 1p36 [7]. [lepaekan — 310 mpo-
TEOTJINKAaH, SBISIOMMUICST OMTHUM U3 KOMIIOHECHTOB
SKCTPALIEIITIONIIPHOTO MAaTPUKCa W BHITIOJHSIIOIINI pa3-
HOOOpa3HbIe (PYHKIINH, TIPEACTABICHUS O KOTOPBIX ITOC-
TOSTHHO pacmupsiorcd [8]. B nx unciie ero BausgHue
Ha alleTUJIXOJIMHACTepa3y, KOTopast MTHAaKTUBUPYET alle-
THJIXOJIMH B CHHAIITUYECKOM IIEIN 1 CITOCOOCTBYET pac-
cJ1abeHUIO MbIIIeYHOM KieTKu. [1pu nedekre nepeka-
Ha HapylIaeTcs MpoliecC MHAKTUBALIMU alleTHIXOJIMHA
1 TIepexoJia MUOIIMTA B COCTOSTHUE TTOKOST, YTO IIPUBOIUT
K TTATOJIOTUYECKOMY CITa3My MBIIIIL U UX OTCPOYCHHOMY
paccrnabieHuoo [9]. B maTtoreHese 3a001eBaHUS TaKKe
MpearoaraoT pojib AedekTa Na-noHHBIX KaHaioB [10].

HcTopnuecku omrcaHa Takke HeOHaTaIbHas hopMa
CLLI (tut 2), cBs3anHas ¢ mytanueii reHa LIFR (leukemia
inhibitory factor receptor), KoTopast Ha CerOTHSIIITHUI I¢Hb
oTHocuTcs K cuHapomy llltroBe—Bumemanna (OMIM
#601559) [11].

CormacHo coBpeMeHHBIM TipeacTaBiaeHusM CILI/ xa-
paKTepU3YeTCs CICIYIOIIMMI OCHOBHBIMU KITMHUYECKUMU
MIPOSIBJICHUSIMMU:

1) MuOTOHMS;

2) xapaKTepHbIe U3MEHEHUS JHUIa (IToclie POXKICHUS
0e3 0coOeHHOCTe, 3aTeM CTAaHOBUTCSI MacKooOpas-
HBIM, C BBIIISTYCHHBIMU TyOamu, OmedapodumMo3om,
IITO30M BCJICACTBME TOHMYECKOTO COKPAIICHUST MU-
MHMYECKON MYCKYJIaTypHhl);

3) OCTCOXOHAPOINCILIA3HS;

4) KOHTPaKTYpPHI B CycTaBaX KOHEYHOCTEIA;

5) 3amep:kKa pocTa.

K MeHee TMITMIHBIM OCOOEHHOCTSIM KIMHUYECKOM
KapTUHBI CUHIPOMAa OTHOCSITCSI BBICOKMIA TOJIOC, HU3KAS

TpaHUIIa pOCTa BOJIOC Ha JIOY, HU3KOIIOCAKEHHBIC MaJICHb-
KUe YIITHBIC PAKOBUHBI, BBICOKOE HEOO, TUITOTLIA3MS SITICK,
SKBMHOBapycHas ae(opMalins CTOII, aCeNTUICCKUI He-
KpO3 TOJIOBKHM Oenpa, coxa valga, coxa vara [12]. CuHapoM
MMEeT ayTOCOMHO-PEIIeCCUBHBIN TUIT HACICIOBAHUS.

Bnekrpomuorpadust (BMI') UTOTBYATBIM 3IEKTPOIOM
B TUTIMYHBIX CJIyYasiX B TTOKOE BEISIBIISICT ITOCTOSTHHYIO BbI-
COKOYACTOTHYIO aKTUBHOCTH, HATIOMUHAOIIYIO HEMPOMM -
OTOHMYECKUE MU CIIOXHBIC TTOBTOPSIIOIINECS Pa3psiibl.
ITocTOSTHCTBO CITOHTAHHO# aKTMBHOCTH KaK B TIEPUOI
00IpPCTBOBAaHUS, TaK M BO CHE, OTJIMYAET €€ OT KJIacChIe-
CKOI MUOTOHUM U HelipoMuoToHNM. Hammame mocTosH-
HO¥1 MBIIIIEYHOM aKTUBHOCTH OOYCIIOBIICHO TTOBBIIIEHHOM
YyBCTBUTEJIHBHOCTHIO TTOCTCHUHATITUYECKON MeMOpaHBI
K alleTUJIXOJIMHY, TaK UTO JaXKe CITOHTaHHBIC KBAHTHI a1le-
THJIXOJIMHA W3 HEPBHBIX TePMUHAJICH BBI3BIBAIOT ACTIOJSI -
PU3ALIMIO, JOCTATOUYHYIO JIJIST TIOSIBJICHHST MBIIIICUHBIX CITaii-
KOB. [1poBOIMMOCTB IO CEHCOPHBIM 1 MOTOPHBIM BOJTHAM
nepudeprnIecKUX HEpBOB, KaK MPaBWIO, HOpMaJbHasl,
TakXe He OOHApYXMBAIOTCS M3MEHEHUS ITOTCHIIMAIOB
TMEeWCTBUS IBUTATEILHBIX SIMHUIL X BO3OYIUMOCTH TIEPH-
depnuecknx HepBoB [13].

HccnenoBanus OMOITATOB, COMEPKAIIIX HEPBHO-MBI-
IIEYHBIC COSTMHEHNS, TIOKA3aJI1 XOPOIIo C(hOPMUPOBAHHEIC
TTOCTCHHANTIYECKIIE MEMOPAHBI ¢ peMHHEPBALINEH TTOCpeT-
CTBOM TEPMUHAJIBHOTO CITpayTUHTA, IeMUIIAT CHHATITAYC-
CKOM aneTuixonmHactepassl [14]. I[Ipu 31eKTpOHHO-MU-
KPOCKOIIMYECKOM MCCICIOBAHNUM OOHAPYKMBAIOTCS
pacIIMpeHne CapKOIIa3MaTUIECKOTO PETUKYIyMa U JI0-
KaJbHbIC U3MEHEHUS B Z-T10JI0CaX, N3MEHEHMSI KOHIIEBBIX
LMCTEPH U TIOTICPEYHBIX TPYOOUEK, KaK U IIPH IPYTHX 3200-
JIEBaHUSIX, COUETAIOLIMXCSI C MUOTOHMeEN [15].

Cunnpom [IBapia—/Ixkamriesa — peaKo BCTpeUaro-
masicsl MaTOJIOTHS C XapaKTePHBIMU HEBPOJOTMUECKUMU
¥ OpTONIeINICCKIMU IpostBIieHusIMA. [TaToreHes Hapyiiie-
HUIA CO CTOPOHBI KOCTHOM cucTembl ipu CIII HemocTa-
TOYHO M3y4YeH. B mcciemoBaHMSIX omrcaHo, YTO MHOTO-
00pa3HbIe CTPYKTYPHBIC U (DYHKIIMOHAIBHBIC OTKJIOHECHMST
CO CTOPOHBI XPSIIIEBOI TKAH MOTYT OBITH CBSI3aHBI KaK He-
MMOCPEACTBEHHO ¢ U3MEHECHNEM MEeXaHNIeCKUX (DYHKITUIA
SKCTPALCUTIONSIPHOTO MaTpUKCca, TaK M C HapyIIeHUEM
MEXKJIETOUHBIX B3amMogeiicteuii [16]. Hecmorps Ha TO
YTO KOHTPAKTYPHI U AehOopMaiiy KOHEYHOCTEH Y TTaIu-
eHToB ¢ CIIIJI uMeroT cylecTBeHHOE TTaTOTeHETUIECKOe
3HauYeHNE, B MOCTYITHOM IUTepaType HaM HE BCTPETUIINCH
TaHHBIC O Pe3ybTaTaX UX XUPYPTUISCKON KOPPEKIINH.

Ieap HacTOSIIEH MYOJMKAINA — TEMOHCTPAIIUS BO3-
MOXHOCTEH OpPTOIEINIECKOTO JCUCHUS V 4 TTallieHTOB
¢ CIII.

Mamepuanbl U Memofbl

Ha 6a3ze ®I'BY «HarmoHanbHbBIIT MEIULIMHCKAINI UCCIIE-
JOBATEIILCKMIA LICHTP AETCKOI TpaBMAaTOJIOTUN Y OPTOTICTUAN
nm. ILU. Typuepa» 0bumn odcnenoBanbl 4 mayenTta ¢ CII,
B KIIMHUYECKOI KapTHHE KOTOPBIX, IIOMUMO TIPOSIBJICHUIA
MMOTOHHUU, TOMHUHVPOBAJIN OPTOICINICCKIEC HAPYIIICHMSI.
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Puc. 1. Ilayuenm 1. Knunuueckue u paduonocuueckue nposieaenus cunopoma llleapya—/lncamnena: a — eneuinue nposenerus 6 8 nem: auuesoil ousmophusm
(HU3KonOCadiceHHble yuil, 6aeapodumos, «cmpadanbueckoe» 8bipadceHue AUYd, CKOUeHHbli N00GOPOOOK ¢ MHONCECMBEHHbIMU MOPUUHAMU BOKPYe PMA),
ceubamensHvie KOHMPAKMYpbl 8 NOKMeEGbIX CYCMABAX, 6aAb2YCHAS 0ePOPMALUs HUNCHUX KOHeHHOCmell; 6 — peHmeeHo2paghusi HUNCHUX KOHeuHocmel 00
JneueHust (8 .aem): eanveycHas 0eqhopmayus HUNCHUX KOHeHHOCmell, 601ee 8bIpadceHHas CNPasd; 8 — MAeHUMHO-Pe30HAHCHAS MOMO2padus ma3o0e0peHHbIX
cycmasoe 0o aeuenus (10 1em): degpopmayuss u cHudICEHUE 8blCOMbL SNUPU3A, CMPYKMYPA SNUPU3A ¢ HEPABHOMEPHBIMU 30HAMU CKAEPO3A CAeBa; & — PeH-
meeHoepaghusi HUNCHUX KoHeyHocmell uepe3 18 mec nocae xupypeueckoeo aevenus (101em): mexanuueckas oce npagoil HUNCHel KOHEHHOCMU UCRPABAeHA;
0 — ueonbuamas I1eKmpomMuocpagpus 08y2Aasoll Molullybl nAe4a: CHOHMAHHA AKMUBHOCMb 8 NOK0e, HANOMUHAIWAS KOMNACKCHbII NOBMOPSIIOUULICS
DPasps0 8bICOKOI HaAcmombl He MEeHIOuelics: AMAAUMYObl

Fig. 1. Patient 1. Clinical and radiological Schwartz—Jampel syndrome manifestations: a — clinical appearance at the age of § years: facial dysmorphism
(low-set ears, blepharophimosis, “suffering” face, retrognathism with multiple wrinkles around the mouth), flexion contractures of the elbows, valgus deformity
of the lower extremities; 6 — the radiography of the lower extremities before treatment (8 years old): valgus deformity of the lower extremities, more pronounced
on the right; 6 — radiography of the lower extremities 18 months after surgical treatment before treatment (10 years old): the mechanical axis of the right lower
limb is restored; e — magnetic resonance imaging of the hip joints at the age of 10 years: deformation and decrease in the height of the epiphysis, uneven sclerotic
structure on the left side; 0 — needle electromyography of biceps muscle: the spontaneous activity at rest resembling a complex repetitive discharges

of a high frequency of unchanging amplitude

INaumrenTam ObLIM MPOBEACHBI KIIMHUYECKOE 00CIeI0Ba-
HUe, peHTreHorpadusi, MAarHUTHO-PE30HAHCHAsT TOMOTpadust,
OMI, nccnenoBanve (PyHKIMY BHEIITHETO JIBIXAHMSI, SJIEKTPO-
Kapmuorpadus.

Ha ocHOBaHUM KIIMHUKO-PEHTTEHOJIOTMYECKOM KAPTUHBI
BCEM MaleHTaM ObUTHM BBITIOJTHEHBI XUPYprUUecKre BMella-
TEJIBCTBA TT0 TTOBOY AepOpMAaLIii HIDKHUX KOHEYHOCTEHA.

Pesynbmambl

Ilayuenm 1, § nem, nocmynua 6 omoenerue ¢ scarobamu
Ha 601b nocae Hazpy30K (0aumenvHoil X00b0bl, 3aHAMULL PU3-
KYAbmypoil 6 wiKone) 6 1e60M mazobedpeHHoM cycmage, npo-
epeccupyrouyio 0e@popmayuio HUICHUX KOHeYHOCMel, Hapy-
wernust noxooxku. CemeliiHblil U AKYUEDPCKO-UHeK0A02UYeCK ULl
AHAMHE3 He OMS20UlEeH.

Pebenox acmenunecko2o nponopyUOHANLHOO MeEA0CA0-
JICEHUs, POC COOMBEMCMBYem HUJICHEl 2PAHULE 803PACMHOLL
Hopmbl. Ommeuaemcs psid 0Co0OeHHOCMell AUYe6020 OU3MOp-
Qusma: HuzKonocaicenHole yuiu, baegpapopumos, «cmpadans-
yecKoe» 8blpadiceHue Auya, CKoueHHbulil no0bopoooK ¢ MHO-
JcecmeeHHbIMU MOPUUHAMU 80KpYye pma (puc. la).

Tlpu ocmompe y nayuenma cnpasa u cieea Omme4arm-
ca ceubamenvHvie KOHMPAKMYPbL 8 AOKMEBbIX CYCMABAX
10—15°, ckoauomuueckas deghopmayusi epyoOH020 U NOSACHUY -
HO020 0M0e06 NO36OHOUHUKA ¢ mopcuell n0360HK08 I cmene-
HUl, OMHOCUMENbHOEe YKOPOUeHUe NPABOLL HUNCHEL KOHeYHOCU
Ha 0,5cm 3a cuem 6oavuuell degpopmayuu poHManbHOIL OCU.
Amnaumyoda 0sudiceHuil 6 mazo0e0peHHbIX CYyCmasax 0epaHi-
uena caeea: ceubanue (cnpasa 120°%/caesa 110°), pazeubanue
(5—10°/0-5°), omeedenue (55°/25°), npusedenue (30°7/20°),
eHympenuss pomayus (10°/0—5°), napyucuas pomauus
(50°/45°). Hmeemcs sanveycras degpopmauusi HUICHUX KO-
neurnocmetl. Cmonsl HAX00MCsl  CPeOHeM NOAOJCEHUU.

Toryc mbiuy, nosviuier, boavuie cnpasa. Umeromes mpyo-
Hocmu Hauana xo0bbbl, Obicmpas ymomasiemocms moiuiy. Om-
Meuaemcs crabocms Mbluiy, bedpa caesa 0o 4 6ann08, paseuda-
meneii npeonaeuuii 0o 3—4 6a1106. Bviseasromes nosoluieHHble
CYXONHCUNBHBIE PereKchl ¢ PACUUPEHHBIX 30H, C AKUEHMOM
cnpaea, Oblcmpo ucmouaemble, 8biPANCEHHbIN CUMIIMOM «8a-
AUK@», 60abULe ¢ 08Y21a80L MblUULbL NAeHd CNPasd.

Ha nanopammuix penmeenoepammax y nayueHma omme-
Yaemcst 8anbeyCHOE OMKAOHEHUE MEXAHUHECKOU OCU HUNICHUX
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Knunuueckuit pasoop

KoHeuHocmeil, 60bUle CNPasa, ¢ NPeUMyu,ecmeeHHoll 8epuil-
Holl deghopmauuu Ha yposHe OUCMANbHO2O0 Memadu3a OedpeH-
Holl kocmu. lucmanvHolii snuguzo-ouapusaprolil yeon beopa
cnpaga — 76°, cneea — 81° (Hopma — 88°); npokcumanvhulii
anuguzo-ouaguzapHolii yeon boavuedepyosoil Kocmu cnpa-
6a — 81°, caeea — 85° (nopma — 87°). Ilo danneim penmeerno-
N02UUeCK020 UCCAe008AHUS BbIABACH ACENMUYECKUL HeKpO3
201108KU N1€601 bedpeHHOll KOCMU ¢ CYyOmMOmanbHbiM nopaice-
Huem snugu3za 6 cmaduu hpazmeHmayuy — Ha4aia 80ccma-
Hogaenus. CoomHouenus 6 cycmasge y0081emgopumenvHoie,
aKcmpy3uu 20108Ku Hem (puc. 10).

Maenummno-pesonancras momozepagus mazobeopeHHbix
CYCmasos 8vis8UNA Y0081eMBOPUMENbHYIO CHEeNeHb Xpsiuje-
6020 NOKPbIMUSL, XPAUe8dsl MOOeAb 20108KU CNPABA OKPY2A0ll
gopmol, cresa — deghopmanyust u CHUMICEHUE BbLCOMbL INUPU-
3a, cmpykmypa 3nughuza ¢ HepagHOMePHbIMU 30HAMU CKAe-
posa (puc. 18).

C yenvio Koppexkyuu npozpeccupylowjeli 8aabeycholl de-
Gopmayuu HUNCHUX KOHeYHOCMell OblA0 NPUHAMO peuleHue
00 UCNOAB308AHUU MeMOOUKU YNPABASIEM020 POCMA KOCMU
nocpedcmeom epemeHHo20 eemusnuguszeodesa. Cymos memo-
OJuku 3akauaemcs 8 610KUPOBAHUU HACMU 30Hbl POCA KO-
cmu onpedeneHHo20 ceemMeHma Memaniudeckol naacmuHoll
¢ 08yMs1 GUHMAMU, YMO 8 pe3yAbmame npueooUm K HepasHo-
MEPHOMY (PYHKUUOHUPOBAHUI OAHHOI 30HbL pOCMA, acuMMe-
MPUHHOMY POCIY KOHEUHOCIU U, MAKUM 00pa30M, KOppeKuuu
degpopmayuu.

Yepes 18 mec nocae nposedennozo xupypeuueckozo aeue-
HUs 0AUHA HO2 00UHAK08A, AMIAUMYOA 08UICEHUIL 8 CYycma-
84X HUJICHUX KOHeuHocmell He Hapywiena. Ha nanopammbix
DEHM2eHOSPAMMAX: MEXAHUYECKAsl 0Cb HUMICHUX KOHeHHOCmell
cnpasa u caesa — usuonoeuveckas Hopma (éaaveyc 5°)
(puc. 12). Ha penmeeHnoepammax mazodedpeHHbIX CYycmasos —
COOMHOUEHUsL 20108KU Oe0PeHHOI KOCMU U 8004 8ePMAYJiC-
HOU 6NA0UHBL He HAPYUeHbl, KOCMHAs 4acmb dSnuu3a npu-
obpena okpyeayro popmy u 00HOPOOHbLIL PUCYHOK.

IIpumenenue memooduku ynpasnsemozo pocma no3601u-
10 006UMbCsl KOppeKyul 8aabeyCHol 0edhopmayuu HUNCHUX
KoHeuHocmell. Bvibpannas makmuka, ne npednosazarouas
NOAHOIL pazepy3Ku mazobeoperHo2o Cycmasa, 0Kkazaiacs pa-
YUOHANBHOLL U He cnOcoOCMB08aAaA YEeAUHeHUIO CPOKOB Aeye-
HUsL U Npoepeccupo8anuro de@opmayuu 20108KU 1e6oll Oe-
OperHoll Kocmu.

Heonvuamas IMT deyanasoii mvluybl nieua cnpasa evia6u-
Aa NPUBHAKU NOCMOSIHHOU MblUleYHOl aKMUGHOCMU 8 NoKoe,
KOmopas, HanoMUHAAG MUOMOHUHYecKUe pa3psidbl, 0OHAKO 8 OM-
AuYUe om MUOMOHUU He Haba00anoch 00CHO8epHO20 XapaKmep-
HO2O 3aMYXAHUsL U HAPACMAHUSL AMIAUMYOHbIX U 4ACIOMHbIX
Xxapakmepucmuk. B deyaaaeoil mbluye naeva cnonmanuas ax-
MUBHOCMb HANOMUHAAA KOMNAEKCHble NOBMOPSIIOUUECs] pa3psiobl
evicokoil uacmomol (puc. 10).

Ha ocnosanuu cogoKynHocmu KAUHUYECKUX, PEHM2eHO-
A02UMeCKUX U Helpopu3uoi0eutecKux 0aHHbIX NAYUeHmy
yemanoener duaeros CII.

Ilayuenm 2, 17 nem, nocmynun 6 omdenerue c ycanoda-
MU Ha 60U 6 cMONAx, HapyuieHue noxXo0KU, omcymcmeue

HOAHORO pa3eubanus 8 KOAeHHbIX cycmasax, deghopmayuro
cmon. Hacaedcmeennbiii anamues He omsieouier. Ilpu pocoe-
Huu Obl1a 8bls6ACHA OB8YCMOPOHHSIA KOCOAANOCHb, ASHUACS
do 1 mec koucepsamugro. Pasgueancs ¢ He3HAUUMENbHbIM
OMCmMaganuem 8 NCUXomomopHom paseumud. Ilayuenm Kom-
cynbmuposar eenemukom 6 14 1em: yemaroenen ouaeros CIILT.
Yxyowenue no 3aboneéanuro Hauaroce 6 mom dice sospacme:
npoepeccuposaniie MbliulevHol carabocmu u degpopmayuii cmon.
Ilo dannvim IMT 6bira eviserena cnonmanHas AKMUBHOCHb
6 NOK0e, HaNOMUHAIWAsi KOMUAEKCHble NOBMOPSIOUUEcs Pa3-
pAdelL evicokoll uacmomet. 1o danHbiM 6UOXUMUYECKO2O aHA-
AU3A KPOBU OMMEUAN0Ch NOBbLULEHUE YPOBHS KPeamuHpocgo-
Kunasvl — 515 Ed/n (nopma do 170 Ed/a).

Pebenox acmenuueck02o nponopyUOHaIbHO20 MeA0CAO0-
acerus. Pocm coomeemcmeyem nusicheil epanuye 603pacmmuoil
HopmbL. JTuyo eunomumuuHo, umeemcs muxpocmomusi. M3 op-
monedu4ecKoll namoao2uu y NayueHma UMeomcesi ceubamens-
Has KOHmMpakmypa KoaeHuvix cycmaeos (160°) u pueuorwie
JKeUHOBaApYCcHble deghopmayuu cmon. Bapyc 3adneeo omdena
npaeoii u aesoii cmon — 15°, npusederue nepednezo omoena
cmon —25°, s3Keunyc — 5° ¢ obeux cmopoH.

Ilo danHbim HesponoeuuecKk020 0CMOMPA OMMEHAIOMCS
8bicoKUe, Oblcmpoucmouaemsle CyX0xuCUlbHble pehreKcol.
Boisignsiemes He3aHauumenvHoe CHUdICEHUe CUAbL MbLUUY: Nie-
4e6020, 10KMeB020 CYCmagos u cycmaesos kucmu. Ilpu nods-
eme ¢ Kopmouek u co cmyaa ucnoaszyem npuemst logepca.

Ha ocnosanuu umerouuxcs s#canod u KAUHUKO-peHmee-
HOA02UYeCKOl KApMUHbl C Yeabl0 YAYUUIeHUs NOX00KU
U ymeHvuleHus 6016020 CUHOPOMA OblAO NPUHAMO peuleHue
0 GbINOAHEHUU KOCMHO-PEKOHCMPYKMUBHOU Onepayuu
Ha cmonax — apmpode3a wonaposa cycmasa (yuumol8as
603pacm pebenka u msxcecms deghopmayuu) u yoiuHeHue
ceubameneil 20aeHU — MEHOMUOMOMUSL NOAYCYXONCUNHOL
U nOAYNEPenoHUamoLl MblulY, NOIMANHO ¢ 00eUX CHOPOH.

Ilpu ocmompe uepes 6 mec nocae smannozo xupypeuve-
CK020 NeveHUs] CIONbL HaX00Smcsl 8 cpeOHeM NOA0NCeHUU,
0nopocnocodnblL, MolabHas haekcus docmamouHo2o 06sema
(cnpasa u caeea — 10°).

Ilayuenm 3, 2 200a. Pooumeau o6pamuaucs c ycarobamu
Ha HU3Kopocaocms u degpopmayuu kKoneunocmeii. Ilpu ocmo-
mpe — pocm Hudice epanuybl 3-20 nepyenmuns. B opmonedu-
ueckom cmamyce 0OMUHUPYIOM MHOJCeCmBeHHble Dedhopma-
yuu KoHeyHocmeil, AUUEBOU OUIMOpPU3M, MUNUUHBLI
ons CIIT (puc. 2a). Ilpu netipogpusuonoeuveckom obcaedo-
BAHUL MbLUUY, U2ONBHAMBIM IAEKMPOOOM GblA6AeHA NOCMOSIH-
Hasi aKMUBHOCMb, HANOMUHAIOULAS KOMAAEKCHble NOBMOPSL-
rowuecst pazpsadsl 8bICOKOU YaACMOMbl @ BEPXHUX U HUNCHUX
KOHeYHOCMSIX.

B cnexmpe opmoneduueckoil namoaoeuu y pebenka nau-
00see OUOMEXAHUYECKU 3HAHUMBIM SI8ASA0CH 8ANb2YCHOE O~
KAOHeHUe ocu HUXCHUX KoHeunocmell. Ha penmeenoepammax,
BbINOAHEHHBIX 8 NOAOICEHUU CIMOSL, MEXAHUYECKAsl 0Cb HUNICHUX
KOHeuHocmeil onpedeasinace @ 30He 3, ymo coomgemcmeyem
msicenoll cmenenu 8anveycHoll degpopmanuu (puc. 20).

B ces3u c svipaxcennocmoio deghopmayuu u ee npoepeccu-
DPYIOWUM XAPAKmMepoM 8bINOAHEHO ONepamusHoe leveHue —
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Puc. 2. I[Tayuenm 3, 2 rem: a — eHewiHue nposieaenus (HU3KONOCadceHHble yulu, onegapoumos, «cmpadarvueckoe» 8bipajicerue Auya, CKouleHHblil n0000-
POOOK ¢ MOPUUHAMU BOKPY2 PMA, 8AAb2YCHAS 0eopMAUUs HUNICHUX KOHEHHOCMElL); 0 — PeHMeeHOZDAMMA HUNCHUX KOHeHHOCmell 00 AeHeHUs — 8aNb2yCHAsS
dehopmayus ¢ 08YX CMOPOH; 8 — PEHMEEHOPAMMA KOACHHBIX CYCMABO8 HENOCPEOCMBEHHO NOCAE NPOBEOCHHO20 XUPYPSUHECKO20 NeUeHUsl: YCMAHOBACHb

NAGCMUHbL 0151 BPEMEHHO20 eeMUdNUPU3e00e3a

Fig. 2. Patient 3, 2 years old: a — low-set ears, blepharophimosis, “suffering” face, retrognathism, valgus deformity of the lower extremities; 6 — radiograph
of the lower extremities before treatment - valgus deformity on the both sides; ¢ — radiograph of the knee joints immediately after surgical treatment (temporary

hemiepiphysiodesis)

BpeMeHHbLI eeMUdINUpU3e00e3 OUCMANbHBIX POCIKOBIX 30H
bedpenHbIX Kocmell U NPOKCUMAAbHBIX POCIKOBbIX 30H 0601b-
webepyosvix Kkocmell (puc. 28). B nacmosuee epems peberok
Haxooumcst no0 HabAO0eHUeM ¢ Ueabio onpedesenus Onmu-
ManbHO20 CPoKa yoaseHus NAACMUH.

Ilayuenm 4, 19 aem, nabarodanacs ¢ 1 2oda scusnu c dua-
2HO30M «JemcKuil yepebpansvhblil napasuws. B npoyecce na-
01r00eHUsL U AereHUst HeOOHOKPAMHO 803HUKAAU 0OOCHOBAHHbIE
COMHeHUs1 8 duazHo3e, 00HAKO 8 C85I3U C OMCYMCMEUEM UHBIX
npeononoxceruli pabouuil 0uazHo3 «0emcKull yepeopatbHblil
napanuu» coxpausacs. B eospacme 12 nem noseuauce 60au
6 mazobedpenHbIX CYyCmasax, CMmanu Hapacmams ccUbamenbHo-
npugodsugue KoHmpakmypol. B caedyrouue 4 2oda 6oau ycu-
AUBANUCH, AMAAUMYOA OBUNCEHULL CHUICANACH.

B 6o3pacme 16 nem 6 c6:3u ¢ pe3Kum npozpeccuposa-
HUeM KOKcapmpo3a U 8bipajiceHHbiM 001e8biM CUHOPOMOM

Puc 3. Ilayuenm 4, 19 nem. Penmeernoepamma mazobeopeHHbix cycmagos:
CHUDICEHUE BbICOMbL FNUPU308, CYIUCEHUE PEHMEHON0UMECKUX CYCIABHbIX
wieneii, Aameparu3ayus 201080K 6eOpeHHbIX Kocmell

Fig. 3. Patient 4, 19 years old. Radiograph of the hip joints: decreased height of
the epiphyses, narrowing of the articular space, lateralization of the femoral heads

8bINOAHEH0 FHOONPOME3UPOBAHUE MA300€0PEeHH020 CYCMasa
noamanHto ¢ obeux cmopor (puc. 3). B pezyromame onepayuu
00216011 CUHOPOM OblA NOAHOCIBIO KYRUPOBAH, AMAAUMYOd
08UdICeHUTl 3HAUUMENbHO YAYHIMUAACh: ceubanue (do 120°),
paszeubanue (0—5°), omeedenue (55°), npusedenue (30°),
eHympeHHss pomauus (10°), napyycnas pomauus (45°).
Ilpu ouepednom ocmompe ¢ npusieueHuem CneyualIucmos
omoeneHus CUCMEeMHOU Namoao2uu Obii PempocneKmueHo
yemanoeaer Kaunuueckuit duaeno3 CIIJ. Ocnoeanuem
04151 QUACHO3a NOCAYIHCUAA COBOKYNHOCMb KAUHUKO-DeHmee-
HOA02UYECKUX OAHHBIX: NOBbIUUECHUE MbIULEHHO20 MOHYCA
0e3 NOBBIULEHUSI CYXONCUAbHBIX PehieKcos, 3a0epicKka neu-
Xopeueeo2o pazeumust, 0COOEHHOCb MUMUKU («Ccmpadanb-
yeckoe» AUUO), A MAKIHCe NPOCPECCUPYouUe U3MeHeHUs
maszobedpennoeo cycmaea, xapaxkmepHvie 0451 CKeAemHOl
ducnaazuu.

Ha dannviii momenm nayuenmrka Haxooumes noo Haoa-
denuem. C 803pacmom ommeuaemcs: ymepeHHoe npoepeccu-
posanue ceudamenvHbIX KOHMPAKMYpP KOACHHbIX CYCMABOE.
Amnaumyoa deudiceHuil 8 mazobeopeHHbIX Cycmasax yoosiem-
BOPUMENbHASA.

Tayuenmam uzy4enHoll Hamu epynnovl 00 ROCIYNACHUS]
6 HauLy KAUHUKY He NP08oouioch eeHemuueckoe 00ciedosanue,
HanpaenenHoe Ha evisigaenue mymayuii 6 eene HSPG2 no npu-
YUHAM OPeAHUAUUOHHOR0 XAPAKMEPA, NOCKOAbKY 0emu ROCHYy-
naau s XupypeuHecko2o AeHeHUs ¢ CIayuoHap opmoneoute-
CK020 npouas. Dmo, 6e3yca06HO, A6AAEMC CYUeCMEEHHBIM
HeAoCcmamxom 0451 COBPeMEHH020 UCCAe006anus. JuacHos Ooin
YCIMAHO8AEH HA OCHOBAHUU COBOKYNHOCIU OAHHBIX KAUHUYECKO-
20, 1Y4€6020 U ANCKMPOPU3UO0A0eUYECK020 Uccaedosanuil. Beem
nayueHmam 610 PeKoMeHO008AHO 8 OANbHelueM CeK8eHUPO8A-
Hue eena HSPG2 ons noomeepoicoenust OuazHo3a u cemeiiHoeo
2CHeMUMECK020 KOHCYAbmuposarnus. Mot cuumaem, ymo y na-
LUEHM08 Haulell epynnbL NOOMEepICcOeHIe MyMAayUL He NOGAUS-
A0 Obl HA MAKMUKY XUPYPeUHeCK020 NeHeHUs. UMEHOuUXCs de-
opmayuii u KOHmpaxKmyp.
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06cyxneHue

Cungpowm IlIBapua—/Ixxamrena — yHUKaJIbHOE MOHO-
TreHHOe HacJieICTBEHHOE 3a00JIeBaHNe, OObeIUHSIONIEE TTPU-
3HAKM CKEJIETHOI IUCIIIa3MU U HEHPOMBIILIEUHOTO 3a001e-
BaHus. M3-3a mopaxkeHUs] MBIIIEYHON TKaHW T10 THUITY
muotonnu CII oTHOCUTCS K TPYIIe TTPOrPeCcCUpyIONINX
HEPBHO-MBIIIEYHBLIX 3a00JIEBaHUI M, CJIeIOBATEJIbHO,
KOHTWUHTEHT 3TUX OOJIbHBIX Yallle HAOIOJAeTCS U JICUNTCS
y HEBPOJIOTOB. B TO e BpeMs BaXKHOI XapaKTepUCTUKOM
JTAaHHOTO 3a00JIeBaHUS SIBJISIETCS TTOPAKEHNE OTTOPHO-IBU-
raTeJIbHOTO anrapara, IprudeM He BTOPUYHOT0, KaK IMPU IMpo-
YUX HEHPOMBILIIEYHBIX 3200JIEBAHMSX, a IEPBUYHOTO XapaK-
Tepa. Hammume 3THX XapakTepHBIX M3MEHEHUI TTO3BOJISIET
00JIETYNTD KITMHUKO-PEHTIEHOJIOTUUECKYIO TUATHOCTUKY
JTAHHOTO 3a00JIeBaHMsI, JeJias BHICOKOBEPOSITHBIM OKOHYA-
TenbHbIN TrarHo3 CIIJI, maxke 1Ipy OTCYTCTBUY MOJIEKYIISIP-
HO-TeHeTU4YeCcKoro moaTBepxiaeHus. HecMorps Ha To
YTO JaHHAsI IIATOJIOTHSI He MeEeT OOIIETPUHSITOTO IMaTOTeHe-
TAYECKOTO JIEYEHUsI, pACCMOTPEHHBIE KIIMHUYECKHE CITydan
MO3BOJISIIOT MPOAEMOHCTPUPOBATH BO3ZMOXKHOCTH XUPYPIH-
YeCKOI KoppeKimm aeopMaliiii 1 KOHTPAKTYp Y MalMeHTOB
¢ JaHHBIM 3a00J1eBaHEM.

Hamu 0600111€H ONBIT KIMHUKO-PEHTIEHOJOTMYECKOM
JIIMATHOCTUKU W OPTOTIEANYECKOTO JIeueHUST 4 TTallieHTOB
¢ CIHIJ. Y o6cnenoBaHHBIX OOJIBHBIX MMeIach TUTTMYHAS
kmHM4Yeckas kaptrHa CIIJI, xapakTepu3syoniascs coue-
TaHWEM MPU3HAKOB MUOTOHUY W OCTEOXOHAPOAVCIUIA3NMN,
KpPOMeE TOTO, aCTEHWYECKUM ITPOMOPIIMOHAIBHBIM TEJI0-
CJIOXXKEHUEM, POCTOM, COOTBETCTBYIOIINM HIDKHEN rpaHN-
1Ie BO3pPACTHOM HOPMBI, HU3KOMOCAXXEHHBIMU yIIAMU,
o61edapodrumMo30oM, «CTpagaaTbueCKUM» BhIPaXKEHUEM TN~
11a, MUKPOCTOMMEI.

ITo ganabiM DM BBIIBIEHA CITOHTAHHASI aKTUBHOCTD
B ITOKO€, HAITOMWHAIOIAs! KOMITJIEKCHBIE TTOBTOPSIOIIE-
cs1 pa3psabl BEICOKOM YaCTOTHI.

Co CTOpPOHBI HEBPOJIOTMYECKUX TIPOSIBIIEHUI OBLIN 3a-
PETHUCTPUPOBAHBI MOBBIIIEHIE MBIIIIEYHOTO TOHYCA, OBICTpast
YTOMJISIEMOCTD MBIIIIL, BLICOKME CYXOKMITbHBIE pedIIeKCHhI.

OcHOBHBIE KaJ00bI Y HaOJI0maeMbIX HAMH OOJTBHBIX
ObUTM Ha JeopMallid KOHEUHOCTE, 00J1IeBOl CUHIPOM
W HapylIeHUsT TIOXOAKU, CBSI3aHHBIE ¢ JeopMalusIMu
¥ KOHTPAKTypaMU HIDKHUX KOHEYHOCTe. YUNThIBas JaH-
HbIE OpTONEeANYECKNE TIPOSBICHMS, OblIa BEIOpaHa TaK-
TUKA OIIepaTUBHOTIO JICYCHUSI.

Xupyprudeckoe yjedeHne neopmMainii OmopHoO-ABH-
raTeJIbHOTO arrapara IaTOreHeTUYeCK 00OCHOBAHHO,
TaK KaK ITO3BOJIIET JOOUTHCS (DYHKIIMOHATBLHBIX YITyUIIe-
HUI ¥ OIOPOCITIOCOOHOCTH, TIPETOTBPATUTH ITPOTPECCr-
poBaHue nedopMalnii 1 KOHTPAKTYp, YBEJIMINBasI IBU-
ratejbHyI0 aKTMBHOCTbD MalueHToB [17].

3annioyenue

Xonapoauctpoduueckass Muotonust, uau CII/, sB-
JISIETCST PEIKUM TeHEeTUIECKUM CUHIPOMOM, B MUPE OIIH -
canHo okouo 100 cirygaeB maHHOTO 3a00JIeBaHNS, B OTEUC-
CTBEHHOI HAyJIHOU JMTEpaType MMEIOTCS eAUHUIHBIC
MMyOJIMKAITAN 10 TAaHHOMU TTpo0ieMe, 0e3 ONMCaHMs CEPUU
KJIIMHUYECKUX crydyaeB. Yaile Bcero aTux 00JbHBIX HAOI0-
AT W Je9aT HEeBPOJIOTH, HO JAHHBI CHHIPOM TaKXKe
MMeeT KIMHNICCKN 3HAUMMBIC TTPOSBICHMS CO CTOPOHBI
OITOPHO-IBUTATEIBHOTO amrapara. [IpeacraBieHHbBIC Ha-
MM HaOJTIONEHUS AEMOHCTPHPYIOT BO3MOXHOCTD YCTICIITHOM
XUPYPIUUIECKON KOPPEKIINHT MMEIOIINXCS OPTOTICTTISCKIX
nposBieHnii y mauueHton ¢ CILIJI.
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WHudopmauusa ana asmopos

Mpu HanpaBneHum CTaTbi B pefakLio XypHana «HepBHO-MbilLeyHble GonesHu»
aBTOPaM Heo6X0AUMO PYKOBOACTBOBATBCA CIEyHOLLIMMIA PaBUNAMIA.
1. 06wwme npaBuna
(raTbA B 06A3aTeNbHOM NOPAAKe J0MMKHA CONPOBOXAATHCA 0dULIMANbHBIM pa3peLLe-
HiieM Ha nyOnMKaLyio, 3aBEPEHHbIM NEYaTbIo YUPEXAeHNs, B KOTOPOM paboTaeT nepBblii
B Cvicke aBTop. [1p1 NepBUYHOM HanpaeMeH!y PYKONMCY B peLaKLMI0 B KOMUM IMEKTPOHHO-
1O NMCbMa J0MKHbI ObITb YKa3aHb Bce aBTObI AaHHOI cTaTbut. 06paTHYto (BA3b € penaKLmeii
6y/ieT NoffepKMBaTb OTBETCTBEHHbII aBTOP, 0603HAYEHHbIIA B CTaTbe (CM. MYHKT 2).
MpezcTaBneHye B pepakLmio paHee ony6ynkoBaHHbIX CTaTeli He JONYCKaeTCA.
2. 0dopmneHne AaHHbIX 0 CTaTbe U aBTOpaxX
lepBas cTpaHuLLa JONKHA COfEPKaTb:
— Ha3BaHe (TaTbi,
— MHULMAND! 1 Gamuann Bcex aBTOPoB,
— yueHble CTeneHi, 3BaHNs, JOMKHOCTI, MECTo paboTbl KaX0ro 113 aBTOPOB,
a T1akxe ux ORCID (npu Hanuuum),
— MOMHOE Ha3BaHWe yUpeXaeHUA (yupexaeHuit), B KOTopom (KOTopbIX) Bbl-
nonHeHa pabota,
— afpec yupexaeHna (yupexaeHuit) c ykasaHuem nHAeKca.
MocnenHaAs CTpaHuLa fOMKHA COfePXaTh:
« (BepeHuA 06 aBTOpe, OTBETCTBEHHOM 3a (BA3b € pefaKLyeit:
— hamunus, MM, 0TYECTBO NONHOCTbHO,
— 3aHMMaeMas JOMKHOCTb,
— yyeHas cTeneHb, yueHoe 3BaHue,
—nepcoHanbHblit MexayHapoaHblii uaextudukatop ORCID (nogpobHee:
http://orcid.org/),
—nepcoHanbHblil upeHTudukatop B PUHLL (moppobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTAKTHbIi TenedoH,
— pabounii anpec ¢ ykazaHuem UHAeKca,
— afpec 3NeKTPOHHON NouTbl.
« (KaH nopnuceii Bcex aBTOPOB CTaTbiA.
3. 0popmneHue TeKcTa
(ratbyu npuHMMatoTca B opmartax doc, docx, rtf.
Lpudt — Times New Roman, Kernb 14, MeXcTpouHblit uHTepean 1,5. Bce cTpatu-
Libl JOMKHbI ObITb NPOHYMePOBaHbI. TeKCT CTaTbIn HAYMHAETCA CO BTOPOI CTPAHNLbI.
4. 06bem cTateit (63 yyeTa unNOCTPALMIl U CIMCKA NUTEPATYpbI)
OpurnHanbHas ctatba — He 6onee 12 ctpanmy (66nbLuKil 06bem fonyckaetca
B UHAVBUAYaNbHOM NOPAZKE, N0 PELUEHMH0 pefaKLum).
OnucaHne KNUHUYECKNX CnyYaeB — He bonee 8 cTpaHuL.
0630p nuTepatypbl — He Gonee 20 cTpaHuL.
Kpatkue coo6LyeHus 1 nucbMa B pefaKuuio — 3 CTpaHuLbl.
5. Pesiome
Ko Bcem Bigam cTateii Ha OTAENbHOI CTPaHILE JOMKHO ObITb MPUNOXKEHO pe3to-
Me Ha PycckoM 1 aHMMiickoM (Mo BO3MOXKHOCTH) A3blKax. Pe3iome OMKHO KpaTko no-
BTOPATb CTPYKTYPY CTaTbM, HE3aBUCMMO OT ee TeMaTHKy.
06bem pesiome — He bonee 2500 3HaKoB, BKNtouas npobenbl. Pesiome He JOMKHO
COZePXaTb CCbIKN HA MCTOUHMKN IUTEPATYpbl U UANKOCTPATUBHbII MaTepuan.
Ha 37014 Xe CTpaHuLe NoMeLLATCA KNKYeBble C10Ba HA PYCCKOM 1 aHTNICKOM
(o Bo3MOXHOCTI) A3blKax B KonuyecTse oT 3 Ao 10.
6. CTpykTypa cTareil
OpuruHanbHas CTatbA JOMKHA COAEPXKaTb CrieaytoLLye pasaenbl:
— BBefieHue,
—Lienb,
— MaTepuanbl ¥ MeTozbl,
— pe3ynbTarbl,
— 0bcyxzeHue,
—3aKnioyeHue (BbIBOAbI),
— BKNaj BCex aBTOpoB B pabory,
— KOHOANKT MHTEPeCOB ANA BCeX aBTOPOB (B Clyuae ero oTCyTCTBUA HeobXo-
ANMO YKa3aTb: «ABTOPbI 3aABAAIT 00 OTCYTCTBIM KOHOANKTA UHTEPECOBY),
— 0p06peHye NPOTOKONa CCNe[0BAHNA KOMUTETOM N0 61103THKe (C yKa3aHu-
€M HoMepa U aTbl NpoToKona),
— MHGOPMUPOBAHHOE COrNacke NaLMeHTOB (A CTaTeli C aBTOPCKUMM UCCre-
JOBAHUAMY U ONUCAHNAMU KNMHYECKNX CTTyYaeB),

—NpU HanuuuM GUHaHCMPOBAHUA MCCNEAOBAHNA — YKa3aTb ero UCTOYHMK
(rpaHTNT.4.),
— bnarogapHocTi (pasaen He ABNAETCA 0643aTeNbHBIM).

7. UnniocTpaTuBHbIN MaTepuan

VinniocTpaTuBHbIA MaTepuan JomkeH 6biTb NPeACTaBNeH B BUAe OTAENbHbIX ail-
0B 11 He GUrypupoBaTb B TeKcTe cTaTbyt. [laHHble Tabnu He JOMKHbI NOBTOPATL AaH-
Hble PUCYHKOB 1 TeKCTa U Ha060poT.

Oororpadum npeacrasnaiorca B dopmarax TIFF, JPG, CMYK ¢ paspelueHnem
He meHee 300 dpi (Touek Ha Aioiim).

PucyHkm, rpadpukm, cxembl, AUarpamMmbi J0SXHbI ObiTb pefakTupyeMbIMu,
BbINonHeHbIMK cpefcTBami Microsoft Office Excel unm Office Word.

Bce pucyHKN [omkHbI ObITb NPOHYMEPOBaHbI 1 CHAOXeHbl MOAPUCYHOUHBIMM
nopnucamu. OparmeHTbI pUcyHKa 0603HauaTCA CTPOUHbIMY ByKBaMK pyccKoro anda-
BUTA — «a», «6» N T. . Bce cokpalueHus, 06o3HaueHus B BuZe KpuBbIX, OykB, L1dp
WT. JI., NICNONb30BAHHbIE Ha PUCYHKE, AOMKHDI ObITb PacLuMGPOBaHbI B NOAPUCYHOUHOIA
nognucy. MoAnucn K pucyHKam JAKTCA Ha OTAENbHOM JIACTE NOC/e TeKCTa CTaTbyt B 04-
HOM C Heil daiine.

Ta6nuubl J0MKHbI ObITb HAMAZHBIMI, IMETb Ha3BaHUe U NOPALKOBbIA HOMep.
3aronoBKy rpad AOMKHbI COOTBETCTBOBATD MX COAEPKaHMI0. Bce cokpaLeHus pacwnd-
POBbIBAKTCA B NPUMeYaHNM K Tabnuue.

8. EAuHULbI M3MepeHns 1 coKpalleHns

Equnnubl n3mepenna gatotca B MexayHapogHoii cucteme ety (CU).

CoKpaLLeHna CnoB He Jonyckalotca, kpome o6LienpuHATbIX. Bce ab6peBuatypbl
B TEKCTe CTaTbil JOMKHbI ObITb MONHOCTHI PaciundpoOBaHbl Npu NepBOM yNoMUHaHUN
(Hanpumep, HepBHO-MbiLeyHble 6one3nn (HMB)).

9. Cnucok nuTeparypbi

Ha cnenytoLueii nocne Tekcta cTpaHuLe CTaTbyt JOMKeH pacrionaratbca Cucok
LMTUpYEMOil IUTepaTypbl.

Bce nctouHnKI JomKHbI 6bITb NPOHYMepOBaHbI, HyMepaLuA 0CyLecTBAAETCA
CTPOTO N0 NOPAAKY LMTMPOBAHMA B TEKCTe CTaTby, He B andaBUTHOM nopazke. Bee
CCHIIKI HA UCTOYHNKI IUTEPATYPbI B TeKCTe CTaTbi 0603HaualoTca apabekumu und-
pamu B KBajpaTHbIX ckobKkax HauuHas ¢ 1 (Hanpumep, [5]1). Konnyectso untmpye-
MbIX PaboT: B OpUrMHATIbHBIX CTaTbAX — He bonee 20—25, B 0630pax nuTepaTypbl —
He 6onee 60.

(CoInKN JOMKHBI [ABATbCA HA MEPBOMCTOUHNKIA, LUTUPOBAHUE OLHOTO aBTOpa
no pabote Apyroro HesiOMYCTUMO.

BknioueHue B CNvcok NUTepaTypbl Te311COB BO3MOXHO MCKMIOUUTENbHO MPU CCbIA-
Ke Ha HOCTPaHHble (aHrN0A3bIYHbIE) UCTOUHUKM.

CcbInKK Ha AnccepTaLmi v apTopedepatbl, Heony6nnKoBaHHble paboTbl, a Tak-
e Ha JaHHble, MONyYeHHble U3 HeOGULMANbHBIX MHTEPHET-UCTOYHUKOB, He 4ony-
cKatoTca.

[InA KaXporo UCTOYHMKA HEOOX0AMMO YKa3aTb: GamunAv U MHULMANbI ABTOPOB
(ecnm aBTopoB Gonee 4, yka3biBaloTCA NepBbIe 3 aBTOP, 3aTeM CTaBUTCA «U Ap.» B PyC-
ckom 1 et al.” B aHrMIACKOM B TeKcTe). ABTOPbI LIUTMPYEMbIX MCTOUHUKOB FOMKHbI
6bITb yKa3aHbl B TOM Xe NOPSAAKE, UTO 1 B NEPBOUCTOUHMKE.

Mpy ccbinKe Ha CTaTbU M3 XYPHANOB NOC/IE ABTOPOB YKa3bIBAKT Ha3BaHMe (Ta-
TbY, Ha3BaHWe XypHana, rof, Tom, HoMep BbiMycka, cTpaHunLbl, PMID u DOI cratbu (npu
Hanuuum). Mpu ccbinke Ha MOHOTPaduK YKa3bIBAKOT TaKxKe MONHOe Ha3BaHMe KHUTI,
MeCTO M3aHNA, Ha3BaHWe U3[aTenbCTBa, rof U3JaHuA, YNCI0 CTPaHML.

(TaTby, He COOTBETCTBYIOLME AAHHBIM TPE6GOBAHUAM, K PacCMOTPEHMUI0
He NPUHNUMAIOTCA.
061wWwme nonoxeHusa:
« PaccvoTpeHue cTaTbin Ha MpeaMeT Ny6aNKaLMyi 3aHUMAET He MeHee 8 Hepienb.
« Bce noctynatowume ctaTbyt peweH3upytoTca. PelieH3uA ABNAETCA aHOHUMHOIA.
« Pepakuua octaenaeT 3a co6oil NpaBo Ha pesakTUPOBaHHe CTaTel, NpefCcTaB-
NeHHbIX K MybauKaLmum.
« Pefakuma He npepocTaBnAeT aBTOPCKME dK3eMANApbI KypHana. Homep
KYpHana MOXHO MONYYUTb Ha 06LLMX OCHOBaHUAX (CM. MHGOpPMaLMio
Ha caitte).
Matepuanbl gna ny6nuKkaumm NPUHMMAIOTCA No aapecy neuromuscular.
diseases@gmail.com.

MonHas Bepcua Tpe6oBaHMII NpefCTaBNEHa Ha cailTe XypHana.





