OosbHULBI” B TeHAEepHON cTpyKType OonbHBIX BAC mpeobnasany KeHIIMHBL, 4YeM MY>KYHHBI, 4TO
COOTBETCTBOBaO 3HaueHusM 67,5% wu 32,5% mnamMeHToB COOTBETCTBEHHO. bOKOBOI
amMuoTpouyeckuil ckiepo3 y xkeHuuH YP npoucxoaun B nmpoMexyTtke oT 58 1o 75 et (cpenHuii
Bo3pact — 70,6 ner), a y myxuuH — ot 58 o 70 net (cpeanuii Bozpact — 67,4 net). bbuto BeIsIBICHO,
YTO OOJIBIIMHCTBO MAnueHTOB (72,5%) mpoKHUBAIOT B CEITLCKUX MECTHOCTSX, TOITOMY AEOI0TY X
3a005ieBaHUsI TPENUIECTBOBAIO HMHTEHCUBHOE (DU3MYECKOE TMepeHalpsHkeHHe OpraHu3Ma B
pe3yiapTaTe akTHUBHOTO M Tsbkeno Tpynaa. Cpemu Bcex ¢opm BAC mpeoGnaganu GosibHBIE €
OynbOapHoii popmoii (47,5%), a Takxke ¢ meHo— rpyaHoit dopmoit (32,5%). ¥V Oomnblieir yactu
MAIMEeHTOB 3a001eBaHue ObLIO IMArHOCTHPOBAHO HA HTATIE IEPBBIX CUMIITOMOB, B psi/ie HaOIr01eH Ui
O0JibHBIE O0OpalaIiCh B IPOAPOMAILHOM IlepHoze. B HEBpOIOrnuecKkoM cTaryce y MalueHTOB Yalle
BBIIBILUINCH JAW3apTpus M aucdarus, nucda3us, MHOKJIOHYC, TUMOTPO(HS MBI HUKHUX
KOHEYHOCTEH.
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KJAHUYECKHH CIYYAH JIMCTAJIBHOM HACJEJICTBEHHOH MOTOPHOM
HENPONIATHUU 7 TUIIA, OBYCJIOBJIEHHONU MYTALMEN B TEHE VWAL

IlanoBa Amnekcanapa Onerosna’, Ewmenbsnosa Csernana J{murpuesna®l, Oscosa Oibra
Bukroposnal?

Kadenpa HeBponornu u HEHPOXUPYPrUn

OI'BOY BO «Ypanbckuii rocy1apCTBEHHBII MEINLMHCKUN yHUBEpCUTET» MuH31paBa Poccun
2TAV3 CO «KIMHMKO— AMArHOCTUYECKUH 1eHTp “OXpaHa 370pOBbs MaTepH U pebeHKa’»
ExatepunOypr, Poccus

AHHOTAIUA

Beenenue. /lucranpHas HaclIe[ICTBEHHAs MOTOpHAas HEWpomaTus — Tpylla T€HETUYECKU AETepMHHHPOBAHHBIX
3a00JeBaHNM, XapaKTePU3YIONIUXCSI U30JMPOBAHHBIM MMOPAXKEHUEM MOTOHEHPOHOB C TMPEO0IIafaHueM AUCTaTBHOM
MBIIIICYHOH citabocTr 1 aTpodun. AyrocoMmHo— penteccuBHbIN moatun 7 (HMNR7) xapakrepuszyercs oBpekICHHEM
MOTOPHBIX HEHPOHOB M MPOTPECCUPYIOIEH MBIIICYHOH CI1a00CThIO, MPEUMYIIECTBEHHO B JUCTATBHBIX YACTSIX TeJa U
Bb3BaH MyTanusMu B TeHe VWAL, kogupytrommnm 6en1ok WARP, KoTOphIii y4acTByeT B MOAEP>KaHUN CTPYKTYPBI
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nepudepuIeckux HEPBOB M CKeJETHHIX Mbli. Llejb ucciaenoBaHus — aHAINU3 KIMHUYECKOTO CJIy4as JUCTATbHOU
HACJIEJCTBEHHOW MOTOPHOM He#ponatuu, oOyciaoBieHHON myTanueld B rene VWAL, IIpeacTaBineHa KinHUYecKas
KapTHHA, JaHHBIE JIa0OPATOPHBIX U HMHCTPYMEHTAJbHBIX METOJIOB JHMArHOCTHUKH M PE3YJIbTaThl I'€HETUYECKOIrO
TeCTUpOBaHus 3a00neBanus. MaTepuaa u Metoabl. KitnHn4eckuii ciydaii onmucal Ha OCHOBE aHAIHM3a METUIIMHCKON
JIOKyMCHTAITNH MAIIMECHTKH, TIPOX OJIMBIIICH 0O ciiefoBanwe u ieueHune Ha 0a3e [AY3 CO « KimnHuko — THarHo CTHYCCKHiA
ueHTp “OxpaHa 310pOBbS MaTepu H pedeHka”». [louck muTepaTypHBIX TaHHBIX M aHAJIN3 aHAJIOTUYHBIX KIIMHHYECKHUX
CJydJaeB IPOBE/IeHHI ¢ Mcnonb3oBanreM riargopm PubMed u Elibrary.ru. Pe3yabTaThl. Ha 0cCHOBaHNYM KITMHUYECKHX
JaHHelx, OHMI' u MozekynaspHO— Te€HEeTHYECKOTO HCCIIeOBaHHS MAllMEeHTKE YCTAHOBJIEH OCHOBHOM JMarHo3:
JUCTaJIbHAs HACTIECTBEHHASI MOTOpHAs HEHpomaTus ayTocOMHO— perieccuBHoro Tnna 7 (AR), BeI3BaHHAs MyTalue B
reie VWAIL. BoiBoabl. PanHss nuarsHoctka 3a0olfieBaHus 3aTpyJHEHAa M3— 33 HeCTeNU(UYHOCTH KIMHIYECKUX
MPOSIBIICHUHN, YTO MOAYCPKUBACT HEOOXOMMOCTh MalbHEHIEro (eHOTUIUPOBAHUS MANMEHTOB. [ eHeTHuecKue
HCCJIe0BaHUs] HEOOXOIMMBI JIsl JIyUIIero TIOHUMaHUs NaToreHe3a 3aboseBanus 1 pa3pabotku 6oiee 3P PpeKTHBHBIX
METOJI0B THATHOCTHKH, JICUCHUSI U METUKO— TCHETHYECKOTO KOHCYJIBTUPOBAHUS B OTATOIICHHBIX CEMBSIX.
KiroueBsle cJioBa: JUCTAIbHAS HACIEACTBEHHAS MOTOpHas HelipomaTust, VWAL, HMNR7, WARP.

A CLINICAL CASE OF DISTAL HEREDITARY MOTOR NEUROPATHY TYPE 7
CAUSED BY A MUTATION IN THE VWAl GENE

Panova Alexandra Olegovna®, Emelyanova Svetlana Dmitrievna?, Ovsova Olga Viktorovna'?
!Department of Neurology and Neurosurgery

Ural State Medical University

2 Clinical and Diagnostic Center "Maternal and Child Health Protection"

Yekaterinburg, Russia

Abstract

Introduction. Distal hereditary motor neuropathy (dHMN) is a group of genetically determined disorders characterized
by isolated motor neuron involvement, predominantly affecting distal muscle strength and leading to atrophy. The
autosomal recessive subtype 7 (HMNRY7) is defined by motor neuron degeneration and progressive muscle weakness,
primarily in distal body regions, and is caused by mutations in the VWAL gene. This gene encodes the WARP protein,
which plays a crucial role in maintaining the structural integrity of peripheral nerves and skeletal muscles. The aim of
the study is to analyze aclinical case of distal hereditary motor neuropathy associated with a VWAL gene mutation,
describing the clinical presentation, laboratory and instrumental diagnostic findings, and results of genetic testing.
Material and methods. The clinical case was documented based on the medical records of a female patient who
underwentexamination and treatment atthe State Autonomous Healthcare Institution "Clinical and Diagnostic Center for
Maternal and Child Health”. Literature search and review of similar clinical cases were performed on PubMed and
Elibrary.ru. Results. Based on clinical data, electromyography, and molecular genetic testing, the patient was diagnosed
with autosomal recessive distal hereditary motor neuropathy type 7 (VWAL - related dHMN?7). Conclusions. Early
diagnosis of the disease remains challenging due to nonspecific clinical manifestations, emphasizing the need for further
phenotypic characterization of affected individuals. Genetic research is essential for a better understanding of disease
pathogenesis and the development of more effective diagnostic, therapeutic, and genetic counseling strategies for at—risk
families.

Keywords: distal hereditary motor neuropathy, VWAL, HMNR7, WARP.

BBEJIEHUE

JlucranbHas HaclIeICTBeHHas MoTopHas Heiipornatus (AHMN) nipencrapmisier coboit rpynmy
TeHETHYECKH JETePMUHHPOBAHHBIX HEUPOJETEeHEPATUBHBIX 3a00JIEBAaHUN, XapaKTEPU3YIOLIMXCSA
M30JMPOBAaHHBIM TOPaKEHUEM MOTOHEUPOHOB € MPeo0IalaHueM TUCTAIbHON MBIIIEYHOU c1ab0CTH
u atpodun [1]. AyrocomHo— peneccuBHbli moarun 7 (HMNR7, MIM:619216) xapakrepusyercs
MOBPEXKJICHUEM  MOTOPHBIX HEHWPOHOB U  MPOTPECCHUPYIOMIEH  MBIIIEYHON  cIaboCThIO,
MPEUMYILIECTBEHHO B JUCTAJbHBIX YACTSAX TeJa M BbI3BAH MyTauusMu B TeHe VWAL,
pacrosoxxeHHoM Ha xpomocoMe 1p36. I'en kogupyer 6emok WARP (the von Willebrand factor A
domain- containing protein 1), KOTOpBI, B CBOIO OYepe/ib, y4acTBYET B MOAJACPKAaHUH CTPYKTYPbI
nepudepuIeCKHX HEPBOB U CKEICTHBIX MBI [2].

Onwucan pas3Hblid BO3pacT AeOroTa 3a0ojeBaHus (OT MEPBOTO JO MATOTO JECATUIICTHS).
Knuanueckne mposBinenuss HMNR7  BKIIOYAOT  OPOTPECCHPYIONIYIO  AUCTAIBHYIO U
MPOKCUMAJIbHYIO MBIIICYHYIO TUIOTOHUIO. Y OOJBHBIX OTMEYAIOTCS CKOJINO3, IOSCHHUYHBIA
THIEPIOPA03, CTUOATENbHbIE KOHTPAKTYPhI CYCTaBOB HIDKHUX KOHEYHOCTEH, AeopMaIiuu CTOIbI IO
TUIy pes equinovarus, pes cavus, KOHTPAaKTypbl axXWJUIOBA CYXOXWIMs, runopediexcus,
3aTpyAHEHHUE MOJbEeMa IO JIECTHHUIIE, CIa00CTh pa3ruOaHusl CTOMbBI, aTPO(GHUHU MBI, MUAITHUH,
HapylIeHHE MOXOJKH, a TakKKe HEHPOTEHHBbIE U MHUONATUYECKUE W3MEHEHUS, BBIIBISIEMBIE MPU

630



MOP(OJOTHIECKOM HCCIEIOBAaHUM OMONTATOB MbImeuyHol Tkauu [3]. MccnemoBanusi HEpBHOM
IIPOBOAMMOCTH TOKa3bIBalOT CHUIKEHHWE AaMIUIMTY/Jbl JIBUKEHUH, HOPMAaJIbHbIE CEHCOPHBIE
noTeHuanbl [3]. B ¢BA3U ¢ peaKOCThIO JAHHOW MATOJOTHU €€ (DEHOTUIINYECKUE XapaKTePUCTUKH
OCTAIOTCSl HENOCTAaTOYHO M3YYEHHBIMH, YTO 3aTPYJHSET CBOEBPEMEHHYIO JMATHOCTHKY H
b depeHInaTbHYI0 TUaTHOCTUKY ¢ APYTUMHU (hopMamMu MOTOPHOM HEWPOAaTHH U MUOTIATHH.

Hacrosmiee uccnenoBanue npeacrapisieT KiinHu4deckuii cirydaii HMN7, acconmmpoBanHOi ¢
myTtaureit VWAL, ¢ aHanuM30M KJIMHUYECKUX MPOSBICHUM, MHCTPYMEHTAIbHBIX U MOJIEKYJISIPHO—
TFeHEeTHYECKUX JaHHBIX, a TAK)KE CPAaBHEHUEM C paHee OMMCAaHHBIMU HAOIIOACHUSIMHU.

Heabp wucciaegoBaHUs — aHAIW3 KIMHUYECKOTO Cliydyas IUCTAIBHOM HACIEICTBEHHOU
MOTOPHOM HEWponaTHuu, ayToCOMHO— penieccuBHO# 7 Tumna (HMNR7), oOycinoBineHHONW MyTamuei B
reae VWAL, ocobeHHOCTE! KIIMHUYECKOM KapTUHBI, TAaHHBIX JTA00PATOPHBIX M HHCTPYMEHTAIBHBIX
METOJIOB IMATHOCTHKHU U T€HETHUUECKOT0 TECTUPOBAHUS 3a00IeBaHUSI.

MATEPHUAJI U METOJbI

Knuanueckuil cimyyall onmucaH Ha OCHOBE MEAMIIMHCKOM JOKYMEHTAlUM MAUEHTKU O.,
Ha0o1aoIeiCcs B OTACIEHUH MEANKO— F'eHeTuuecKoro KoHcyaptupoBanus 'AY3 CO «Knunuko—
JMarHOCTUYeCKui 1eHTp “OxpaHa 340pOBbsS MaTepu U peOeHKa™». MoNeKyIsIpHO— TeHETHUECKOe
HCCIIeI0BaHUE MPOBEACHO B Ja0OPATOpPUM MOJEKYJISPHOM MAaTOJIOTMHM MEIUKO— I'€HETHYECKOIO
nentpa «l'enomen» metonqom NGS (MaccoBoe napajjiesIbHOE CEKBEHUPOBAaHUE) TapreTHas MaHeNlb
«bonbmrast HeBposornyeckas naHenby», GepmerTanarnoctuka Ha psang JIBH 8 ®TBHY MITHI] nwm.
H.II. BoukoBa (r.Mocksa), anekrponeripomuorpadus B8 ML «Heiipoanarunos» (3nexrpomuorpad
Keypoint). Tlouck JnuTepaTypHBIX IaHHBIX W aHAIM3 aHAJIOTHYHBIX KIMHHYECKUX CIy4aeB
MPOBEJICHBI C HcIoNb3oBaHKeM uiatdpopm PubMed u Elibrary.ru.

PE3YJIBTATHI

Hamu npoBenieH aHayin3 KIMHUYECKOTO CIy4yasi NAlMEeHTKH C MOATBEPKACHHBIM TUAarHO30M
HMNR?7. Xenmmna, 35 ner, BmepBoie B 2024 Tomy Oblla HampapiieHa HEBPOJIOTOM C MeECTa
KUTEIbCTBA B MEIUKO— T€HETUUECKHH LIEHTP C LI€JIbIO AUATHOCTUKU U JUISL pACCMOTPEHUS BOIIPOCa O
MIPUCBOCHUH WHBAIMAHOCTU. Ha MOMEHT oOpaieHusi mpeabsBisiia KaloObl Ha HAapaCTAIOLIYIO
cnabocTh B pyKax M HOTax, YyBCTBO OHEMEHHS U MOKaJbIBaHUSA B OOJACTU CTON U TOJIEHEH,
BbIpa)KCHHBIE OOJM B MOSCHUYHOM OT/IEJie TTO3BOHOYHHKA, 3aTPYIHEHUS XOAb0bI, HEBO3MOKHOCTh
BCTaTh Ha MATKU. M3 aHamHe3a 3a0o0yieBaHUs W3BECTHO, YTO MAllMEHTKA CYUTAeT ceOs O0JIbHOM ¢
POXJIEHMS, TaK KaK, CO CJIOB POJUTEIICH, OTMEUaIach 3a/IepkKKa CTATUKO— MOTOPHOTO Pa3BUTHS, HE
Morja XOauTh A0 3— X JeT. B 3 roga ObUIO BBINOJIHEHO XUPYPrUYECKOE BMEIIATENbCTBO —
aXMJUIOTJIACTHKA Ha JIEBOM HUKHEH KOHEUHOCTH, ITOCIIE YeT0 MOSBUIIACH CAMOCTOSTENbHAs X0/160a.
B ToT ke nmepuoa BpeMeHu marnuenTke obu1 mocrasieH auarunos LI, obopmiena naBanuaHocTs. B
19 ner co ci0B MalMEeHTKH el ObUT BBICTAaBIICH JHAarHo3 HeBpaibHOH amuorpoduu [llapko— Mapwu.
[TanneHTka OTMEYAEeT, YTO C PAHHETO JIETCTBA MMEJIa HEYKIIFOKYI0 TOXOJKY, ‘‘CIIOTHIKAJIACh O CBOU
e HOTU, IpU (PU3NIECKUX HAarpy3Kax ObICTPO ycTaBaia, BO BpeMs YPOKOB (PU3UYECKOU KYIbTYPHI
B LIKOJIE MCHBIThIBAJA TPYJAHOCTH C BBITOJIHEHUEM HEKOTOPBIX yrpaxHeHHil. Co CIOB MaIlueHTKH,
COCTOSIHME NTOCTENEHHO YXY/IIIAJIOCh: CTajla Xy>K€ NEPEHOCUTh PU3NYECKHE Harpy3Ku HECMOTPS Ha
TO, UTO paHee 03 TpyAa MPOXOAUIIA IITUTENbHbBIE PACCTOSHUS; MOSBUIOCH CUITFHOE YYBCTBO TSKECTH
B 00J1aCTH TOJIEHEH 00€MX HOT; OTMEYAET, 4TO ¢ 25 JeT mosiBuiIack 6016 B mosicaunie. B 2024 rony,
nocie nepeHecénHoro OPBU, mamueHTKy crajga 6eCliOKOMTh MHTEHCUBHAS 00Jb B MOSCHUYHOM
o0nacTv, B CBS3M C 4YeM, OHa OOpaTHiach K TEpaIeBTYy IO MECTY JKHUTEIbCTBa, a 3aTeM Oblia
HalpaBlieHa K HeBpoJory. beuia nmposeneHa OHMI' HM)KHHUX KOHEYHOCTEH: BBISBICHBI JaHHBIE 3a
MepEeHEPOTOBYI0 MATOJIOTHIO, AMCTallbHAs (opma CNHUHAIBHONH aMHUOTPO(GUU, aCUMMETPUYHOE
BOBJICUECHUE JIUCTAJbHOW MYCKYJATypbl, MENJIEHHOE MporpeccupoBanue. [lo pesynbraram
o0cre1oBaHus MalMeHTKe ObLII0 PEKOMEHI0BAHO OOPATUTHCS K T€HETUKY JIJIs1 YTOUHEHHUSI IMarHo3a.
JleueHue nmanMeHTKa He noisiydana. M3 aHamHe3a U3HM M3BECTHO, YTO MALMEHTKA pOAMJaCh 2
peOEHKOM B CeMbe; HACIEACTBEHHOCTh HE OTsAroiieHa. HabmiomaeTcs mo moBOgy XPOHHYECKOTO
nuenoHeppruTa i XpoHNIECKoro mucTuTa. B 18 neT npoBenena oneparysi — KHCTIKTOMHUS KOITYHKA.

Ha momeHT ocMoTpa cOCTOSHME NAlUMEHTKH YIOBIETBOPUTEIBHOE, CO3HAHUE SICHOE.
[lonoxxeHne akTHBHOE, OTpaHMYEHME JIBUKEHUU B HOTraX 3a CUET BsUIOTO Mapamape3a HMKHHX

631



KOHEUYHOCTEH OoJbllie crpaBa. Xo/p0a MO TUITY CTEMNaX ¢ ONOPO Ha HapY>KHBIA OTAEN CTOIBL.
Tenocnoxxenue MnpaBUiIbHOE, HpoInopuHOoHanbHOE. Hapyienue ocaHku — TpYyJIONOSACHUYHBIN
ckonno3. Bec — 70 kr, poct — 149,5 cm, UMT —31.3. Koxa pu3noaoruueckoii okpacku, HOpMaabHON
BJIQXKHOCTH, 0€3 TaTOJIOTHYECKUX 04aroB. Buszyanusupyercs nociieonepauoHHbIN pyOer B 00iactu
KPEIUICHUSI axWJUIOBa CYXOXWJIMS K TSTOYHOM KOCTM M MEIUAJbHOM CTOPOHBI CTOIIBI CIIEBA.
[ToakoXxHO— )KMpOBas KJIeT4yaTKa BeIpaxkeHa n30bpiTouno. Habmromaercs nedopmariyst 00€ux CTOII O
TUITy pes equinovarus (CUIIbHEe CIpaBa) — BBICOKUN CBOJI CTOIIBI, MOJIOTKOOOpa3Has nedopmarius
MaJbIEB CTOMBI, CrU0aTEIbHBIE KOHTPAKTYPbI TIOKTEBBIX, TOJIEHOCTOMHBIX CYCTaBOB C 00EUX CTOPOH,
OTpPaHWYCHUE ABIKCHHA B IyUe3alsSICTHBIX CyCTaBaX. AMHOTpodHUeCKHe M3MEHEHHS HIKHUX
KOHEUYHOCTEH: TUIIOTPO(dHUS MBIIII] TOJICHEH, B 001aCTH TeHapa.

B HeBpojornueckom craryce: 0OIIeMO3rOBBIX, MEHUHICAIbHBIX CHMIITOMOB HE BBISIBICHO.
UYepenHble HEPBBI — 0e3 0coOeHHOCTEH. X0/1p0a MO TUITY CTEMIaX C OMOPO Ha HapyKHBIA OTAEI
CTONBI. MBIIIICUHBIN TOHYC CHUXEH, MPEUMYIIECTBEHHO B JUCTAIBHBIX OTAeaX. MbIlieuHas cuia:
BEPXHHUE KOHEUHOCTH: MPOKCUMAIIbHBIE OTJENbl — 4 0aia, AUCTalbHbIe OTAETBI Mpearuieybs — 4
0ayta, KUCTh U Mayblibl — 3— 4 Oayta. HukHMe KOHEYHOCTH: TPOKCUMAaJIbHBIC OTIENBI — 3 Oalia,
JMCTaJIbHBIE OTAENbI ToNeHn — 3 Oamna, ctona — 3 Gamna. CyxoKuiabHbIE pedIeKchl Ha BEPXHUX
KOHEYHOCTSIX — CHI)KCHBI, CHMMETPUYHBIC, HA HU)KHUX — HE BhI3bIBAOTCA. Onopa — «Imojast CToma.
Omnpenensiercss TpeMOp NalblLEB PyK, UHTEHUMOHHBIM Tpemop npu mnposeneHun ITHII. B moze
PomOepra — ycroitunBa. UyBCTBUTENIBHOCTh — THIECTE3UsI C HIKHEH TPETH TOJEHHU, CTOnbL. [Ipn
MOABEME C T0JIa «IOJOXKUTENbHBINY TpueM ['oBepca. Ta3oBbie QpyHKIIMM HE HapylIeHbl. He Moxer
BCTaTh HA MATKH.

C yd4eroM KJIMHHYECKOW KApTUHBI W JaHHBIX aHaMHe3a 3a00JIeBaHMS MAIMEHTKE ObLT
BBICTABJICH MpEABAPUTEIbHBINA TUArHO3: HEPBHO— MBIIIEYHOE 3a00JIeBaHNE HEYTOYHEHHOTO IeHe3a.
JuddepeHnnanbHblii TMarHO3 MEXIy HacleCTBEHHOW MOTOPHO— CEHCOpPHOW HeWpomaTHew,
CIIMHAJIBHOW MBIIeYHOU aTpodueii. PekomennoBano npoxoxaecaue DHMI, ckpuaunr Ha CMA
(MI'HL, r. Mocksa), Ha psa 1M30coMHbIX O0ose3Hel Hakoruienus:: MIIC I tuna, 6oneszns [lomne u
6one3nb Humana— [Muka A/B (MI'HLI, r. MockBa). [loBTopHast KOHCYNIbTaIMs TeHETHKA, HEBPOJIOTra
K1l O3MP nposenena mo pesyibTaTaM WHCTPYMEHTAIBHO— JIAOOPATOPHBIX HccienoBaHuii. Ha
OHMI' coxpaHsroTCcsl JaHHBIC 32 AUCTANBHYIO (OPMY CIIUHATBEHON aMUOTPOPHUH. ACUMMETPUYHOE
BOBJICYEHHUE AMCTAIIHON MYCKyJlaTypbl. B OnoxumuueckoMm aHalli3e KPOBU OTMEUYEH YMEPEHHO
MOBBIILICHHBIN ypoBeHb KpeaTuHpochoknnazsi— 259 Ex/n (Hopma <170 En/n). [lo nanubIM ananusa
Hanuuus 3k30Ha 7 reHoB SMNI\SMN2: nenmenus 3x30Ha 7 reHa SMN1 B rOMO3UTOTHOM COCTOSIHAN
HE 3aperucrpupoBaHa. Takum o0pa3oM, AMAarHO3 CIWHAIBHON MBIIIEYHOW arpoduu He
noareepauiica. CkpunuHr— Tect Ha JIBH (Bkmtouas 6one3np Ilomre): akTUBHOCTh M3MEPEHHBIX
JTU30COMAIbHBIX (PEPMEHTOB B Ipeienax peepeHCHBIX 3HAUCHUH.

Jlns yTouHeHHs AMarHo3a 3a0oJieBaHUsl TMalMeHTKe ObUla MpPOBEJACHA MOJEKYJISPHO—
reHeThYecKas Iuarnoctuka MetoioM NGS (MaccoBoe mapauiebHOE CeKBEHUPOBAHUE) — TapreTHas
naHenb «bojblias HEBpPOJOTrMYecKas» C JajibHEWIIed Banuganueld BbIIBICHHOTO BapHUaHTa
cekBeHnpoBaHueM mo CoHrepy. Y 007bHOM BBISIBICH NMaTOreHHbI BapuaHT chrl: 1439326AG> A,
c.879delG B rene VWAL B rOMO3UTOTHOM COCTOSIHUM, IIPUBOMASIIMI K CIBUTY PaMKU CUUTHIBAHHUS,
ACCOLIMMPOBAHHBIM C JMCTaJbHOW HACIEICTBEHHOW MOTOPHOW HeWpomaThei, ayTOCOMHO—
peneccuBHOil 7 (619216). Takum oOpa3oM, Ha OCHOBaHWUHM KIWHHYECKHX AaHHBIX, DOHMI u
MOJIEKYJISIPHO— TE€HETHYECKOrO0 HCCIEJOBAHUSA NALHUEHTKE YCTAHOBIEH OCHOBHOM JIMArHoO3:
JMCTaJIbHAsl HACJEACTBEHHAss MOTOpPHAasl Helpomarus, ayrocoMHO— peuneccuBHas 7 (HMNR7),
oOycrnoBneHHas myTtaruei B reae VWAL
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Puc.1 Knuandeckue mposBICHUS TUCTAIBHON HACIECTBEHHON MOTOPHON HEHPOIATHH Y TAITUCHTKH .

OBCYXJIEHHUE

KimmHnueckne nmposiBiIeHUsT NUCTAJIBHOW HACIEICTBEHHOW MOTOPHOW HeHpomaTuu 7 Tuna
(HMNR7) uMmeroT 3HAaYMTENbHYI BapuaOelbHOCTh, YTO 3aTPYAHSICT PaHHIOK JAUATHOCTHKY U
mddepeHuanuo ¢ IpyrumMu GopMaMu HEMpOMBIIIEUHBIX 3a001eBaHuil. [IpencTaBnenHslil ciayyait
JEMOHCTPUPYET XapaKTEPHbIE CHMIITOMBI, 00yCIIOBICHHbIE MyTarueil B rene VWAL, u mo3BomsieT
MIPOBECTU CPABHUTEIIbHBIN aHAJIN3 C pPaHEE ONMHUCAHHBIMU CIIy4YasMH B JINTEPATypeE.

VYV manueHTkH 3a0ofieBaHUE ACOIOTUPOBAIO B BO3PACTE JI0 TPEX JIET, YTO YKJIAJBIBACTCS B
BO3pPAcTHOW JMamo30H JebroTa 3a0ofieBaHUsA IO JAaHHBIM HCCJIEIOBaHUM, M YyKa3blBaeT Ha
XapaKTePHYIO paHHIOI MaHudecTanuio qaHHOW natonoruu [3]. HagambHble CUMIITOMBI OOJIE3HH,
BBISIBIICHHBIE Y OOJILHOM, TaKue Kak, MbIIIeYHasi c1a0oCTh M HapyIIeHUE MOXOAKH, KOPPETUPYET C
KIMHUYECKUMU  HAOMIOACHUSAMH, TJ¢ OOJNBIIMHCTBO TMalMEHTOB ¢  MyTranuein VWAL
JIEMOHCTPUPOBATIM CXO0XKHI BO3pacT Havana 3aboneBaHus [3]. DTO MOATBEPKAAET CKIOHHOCTH K
paHHEMY HEUpOJECTEHEPATUBHOMY IMPOLIECCY C MPEUMYIIECTBEHHBIM MOPAXKEHHUEM MOTOPHBIX
HEWPOHOB U MPOTrPECCUPYIONIEH ABUTATENbHON AucyHKIueld. Hannune XxapakTepHbIX CHUMIITOMOB,
TaKUX KaK JUCTajbHAs MBIIICYHAS CIa00CTh, CHIDKCHUE CYXOKHJIBHBIX PE(IICKCOB Ha BEPXHHX
KOHEUYHOCTSIX, OTCYTCTBHE peQICKCOB Ha HIDKHUX KOHEUHOCTSX, KOHTPAKTyphl aXHIIJIOBa
CYyXOXUIHs, AedopMaIii CTOI, TUIOTPOQUsS MBI TojieHH (puc.l) IEMOHCTPUPYET CXOXKECTh
KIMHUYECKUX TMPOSBICHUNA TNALMEHTKH C paHee ONHMCAHHBIMU Cly4asiMd JAUCTalbHOU
HACJIEACTBEHHON MOTOpHOM Helponatuu 7 Tuna [4, 5]. Takke, CTOUT OTMETHUTh, YTO B KOTOPTHBIX
HCCIICIOBAaHUSAX CAMOCTOSTENIbHAS X0/1b0a ObUTa JOCTUTHYTA B cpeaHeM B Bo3pacte 1,6 + 0,8 rona,
IpyH 3TOM B ciydasx ¢ jaedopmamusMu cTonm HaOMoAanoch 3amMeTHoe orcraBanue [4]. B
MPEJICTABJICHHOM KJIMHUYECKOM Cly4yae MalueHTKa CMOrjia HayaTh XOJIMTh TOJIBKO B Bo3pacTe 3 JeT
1ocjie TPOBEACHHS axWUIOIIACTUKH, YTO TMOATBEp)KIAaeT BiIHsSHUE JedopManuii cTom u
KOHTPAKTYpPhl axWJJIOBa CYXOXKHJIMSI Ha 3aJepXKKy IBUTATeNbHBIX ¢yHKIui. Janaeie DHMI y
MaIMEHTKH, YKa3bIBAIOIINE HA ACHMMETPUYHOE BOBJIEYEHUE TUCTAIIbHOM MYCKYJIaTypbl U MEAJIEHHOE
MPOTPECCUPOBAHNE, COOTBETCTBYIOT Pe3yJIbTaTaM UCCIIECOBAaHUN HEPBHOM MPOBOJUMOCTH, KOTOPHIS
MOKa3bIBAIOT HANUYKE JBUTATEIILHON akcOoHalbHOU HeBpomaTuu [4]. Takum oOpazoM, (eHoTum
MaIMEHTKU COBMAIaeT ¢ (PEHOTUIIOM 3a00JIeBaHMS, ACCOIIMUPOBAHHOTO C TeHOM VWAL,

BbBIBO/bI

PanHsisi quarHocTrka AMCTalbHOM HACIEACTBEHHONW MOTOPHOW HEHWpOMaTHH, CBSI3aHHOU C
MyTanussMu B reHe VWAL, mpeacrapnsieT coOOd CIOXKHYIO 3a7ady HW3— 3a HECHEeHH(PUIHOCTH
KIIMHUYECKUX ITPOSIBICHUI, KOTOPBIE MOTYT MEPECEKATHCSA C CHMITOMAaMH JIPYTUX HACIIEICTBEHHBIX
HEpPBHO— MBIIICYHBIX 3a0oneBanuii. [IpomomkeHune wuccnenoBaHus (EHOTHUIIOB MAIMEHTOB C
MyTauusimMu B reHe VWAL, BeposiTHO, MOXKET OKa3aTh 3HAYUTEIbHOE BIMSHHUE Ha JajbHEWIIee
M3y4YeHUE ¥ YTOYHCHHE KIMHUYCCKOM KApTHUHBI JAHHOTO 3a00JICBaHMS, a TCHETHYCCKUE H
(yHKIMOHATBHBIE UCCIIEIOBAHMS HEOOXOIMMBI IS yTyOJIeHus 3HaHUH 0 maToreHe3e 3a00J1eBaHus.
MenenHnoe mporpeccupoBaHme 3a00JI€BaHUsI M BEPOSTHBIN MOTSHIIMAN JICUSHHS Ha pAaHHUX CTAIUSIX
MOJYEPKUBAIOT 3HAYMMOCTh CBOEBPEMEHHON IUArHOCTUKU M TEpamuu, 4YTO, BEPOSTHO, MOMKET
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CYHICCTBCHHO ITOBBICUTH KAaY€CTBO KU3HU MAINUCHTOB U 3aMCUINTH IIPOIrPECCUPOBAHUC TSKEIIBIX
HEBPOJIOTMYECKUX U MBIIIEYHBIX HAPYILICHH.
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NAJOTHOE WCCJIEJOBAHUE ®AKTOPOB PUCKA JE®HUIUTA JIM30COMHOM
KN CJIOW JINTIA3BI Y MAIIMEHTOB C JEBIOTOM WHCYJIbTA 1 TPAH3UTOPHBIX
NHIEMNYECKUX ATAK B HETUIITMYHOM BO3PACTE

[Inamkuna Bapsapa Onerosnal, Topomunuesa Anna Bamumosnal, I'yceB Bagum Benanbesuul,
JIbBoBa Onbra Anexcanaposnal??

'Kadenpa HeBpOIOTHH U HEHPOXUPYPIUH

OI'BOY BO «Ypanscknii rocy1apcTBEHHBI MEIULIMHCKUI YHUBEpcUTeT» MuH31pasa Poccun
’HeBpoJIOruuecKoe OT/IeIeHHE

I'AVY3 CO “O6nactHas neTckas KJIMHU4Yeckas 0oipHuna”

®Hesponoruueckoe oTeNEHIE

I'AY3 CO Herckas ropojackas 6onbHua Ne9

ExatepunOypr, Poccus

AHHOTAIIMA

Beenenmne. [{ucnununeMuu SBISIOTCA 3HAYUMBIM (PaKTOPOM PHCKa OCTPBIX CEPASYHO— COCYANUCTBIX 3a00JIeBaHNU, B
YHCJIe KOTOPBIX TpaH3UTOpHBIE niteMudeckue ataku (TUA) n nacynbTel. Hapymenus nunugHoro oomMeHa MoTy T ObITh
CJIEACTBUEM HAIIMYUsI PEIKOro opdaHHOro 3aboneBanust — neduiura au3ocoMHon kucnoi nunassl (JJIKIT). Hean
HCCJIeI0BAHUS — IPOBECTH OLIEHKY BCTPEYaEMOCTH JUCIHITHIeMAH Kak (akTopa pucka JJJIKJI B rpynme nanueHToB ¢
TPOMOOTHYECKUMH COOBITUSIMH B HETUIIMYHOM Bo3pacte. MaTepuas u MeToabl. [IpoBeeH aHaN3 TUMUAHOTO CIIEKTpa
Tpex KaTeropHil OOJIBHBIX: IepeHECIINe MIIeMIYECKUH UHCYJIBT MalUeHTHl oT 18 mo 45 net; met, nepeHecmme
HIIEMUYECKUH HMHCYJBT; JeTd nocie snu3ona THUA. Pesyabtatel. HacToTa perucTpalul THIEPIUIUAEMUN U
JUCITUIIONPOTCHHEMHUH y TAIMEHTOB ¢ JOeOroToMm MHCYNnbTa U THA B HeTHmuuHOM BO3pacte gocturaet 37,8%.
KomOuHanmu 0TKJIOHEHUM TUMUHBIX (paKIKii yalle BBIIBISIOTCS Y MOJIOABIX B3POCIBIX C UIIEMUYECKHM HHCYJIBTOM.
BouiBoabl. OTKIOHEHUS PpaKINH JIMITHIHOTO CIIEKTPa BBIBIISIOTCS HEPEIKO Y MAIIMEeHTOB ¢ 1e010ToM HHCYyIbTa 1 TUA
B HETHIIMYHOM BO3pAacTe U MOTYT ObITb PaclEeHEHbl KaK IMOAXOAALIME Ul NPOBEJCHHUS BTOPOIO 3Tana LEIeBOro
CKPUHMHTA ISl NCKITIOYEeHHS e HUINTA TU30COMHOMN KHCIIOH JTUIas3Hl.

KroueBble c10Ba: TpaH3UTOPHBIE HIIEMHUYECKHUE aTaAKH, HHCYJIBT, MOJIOJIbIE B3POCIIbIE, AETH, TUCIHITHIEMAN

LYSOSOMAL ACID LIPASE DEFICIENCY IN PATIENTS WITH STROKE ONSET AND
TRANSIENT ISCHEMIC ATTACKS ONSET IN CHILDREN AND YOUNG AGE: THE
RESULTS OF FIRST STEP SCREENING FOR RISK FACTORS
Plashkina Varvara Olegovna', Gorodnicheva Anna Vadimovna!, Gusev Vadim Venalievich?, Lvova
Olga Alexandrovnal??
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