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KNIMHUKO-TEHETUYECKUE ACMNEKTblI COBPEMEHHbBIX AUATHOCTUYECKUX
CTPATErMA NPU HACNELCTBEHHbIX HENPOMbILLUEYHbIX 3ABO/IEBAHUAX

M.T. Tanusopga?, C.H. Mnnapuowkmu?, M.O. Ucpodunsoaa?, H.I. Acunosa!l

Kadeapa Hesponorum MY «TTMY mum. Abyann néHu CuHo», AywaHbe, TaasKUKUCTaH
2Kadenpa HeBposnorum MIMCY um. A.U. EBgokumoBsa, Mocksa, Poccus

Lensb: O606LLI,VITb cCoBpeMEHHbIE KTMHUKO-UHCTPYMEHTA/IbHbIE U MOJIEKYNIAPHO-TEHEeTUYeCKMne nogxoabl K ANarHOCTuKe
Hacn1eaCcTBEeHHbIX HeﬁpOMbILIJeLIHbIX 3aboneBaHU.

MaTtepuan n metoabl: NpoBeaEH aHA/IN3 COBPEMEHHbIX OTe4eCTBEeHHbIX U 3aF)Y6e)'KHbIX I'IY6I'IVIKaLI,I/IVI, NOCBALEHHbIX
ANAarHOCTUKe HacneaCTBeHHbIX Hef/‘IpOMbILIJeLIHbIX 3aboneBaHui, ¢ dKUEHTOM Ha KNIMHUYECKYHO OLUEHKRY, QHEKTPOC')VI?:VIO-
norn4yeckmne metoabl (3116KTp0Hel2pOMVIOFpa¢MH), BU3yasM3allMOHHbIE TEXHONOTUU (MaFHMTHO-pe3OHaHCHaﬂ TOMOI'paCbMFI
MbILIJLI,), broxmmmyeckune MapKepbl MbIlLEYHOro noBpexaeHna n MONekynapHo-reHeTu4eCkne metoabl, BKaKK4YaAa no-
IMMepasHyo uenHyro peakunto, MLPA n cekBeHMpoBaHWe HOBOMO MOKO/eHUA. Micnonb3oBanca CUCTEMHbIN U CpaBHU-
TeNbHbIA aHann3 OaHHbIX nTepaTypbl 3a nocnegHue 10 ner.

Pe3ynbraTbl: YCTAaHOB/IEHO, YTO U30/IMPOBAHHOE NPUMEHEHME KAUHUYECKUX UIN UHCTPYMEHTA/IbHbIX MeToA0B Ana-
FTHOCTUKN HeAO0CTaTOYHO AnA TOYHOM BepVIdJI/lKaLI,I/IVI 60/bLUMHCTBA CbOpM HacneaCcTBeHHbIX HeVIpOMbILIJe"IHbIX 3abone-
BaHUN. HaM6OI'IbLIJYIO ANarHoCTn4ecKyro MHd)OpMaTl/IBHOCTb AEeMOHCTpUpyet KOMMJIEKCHbIN noaxoa, OCHOBaHHbI Ha
COYETaHUWN KIMHUYECKOM OUEHKHN cbeHomna, AaHHbIX SHMI 1 coBpeMeHHbIX MOAeKYNAPHO-reHeTUYeCKMxX TEXHONOTUA.
leHeTu4eckasn BepVId)VIKaLI.VIﬂ AnarHosa no3BosiIAeT YTOYHUTb HO30/10rM4eCcKyto dJopmy 3aboneBaHus, onpeaennTb Tun
HacneaoBaHMA U NPOrHO3MPOBATb XapaKTep Te4eHUA NaTo/I0oTnun.

BbiBOAbI: COBpeMeHHble AMarHOCTUYEeCKUe CTpaTermn nNpu HacneacTBeHHbIX HeﬁpOMblmequIX 3aboneBaHusx AO/1XKHbI
6a3I/IpOBaTbCH Ha MHTErpauum KAMHUYECKUX, MHCTPYMEHTA/IbHbIX U MONEKYNAPHO-reHEeTUYEeCKUX MeToA0B. [TpumeHeHne
KOMNNEKCHOro noaxoaa CI'IOC06CTBYET paHHeﬁ ANAarHOCTuUKe, CHNXEeHUK 4Yncina AnarHoCTUu4eCKknx OLINOBOK U d)OpMVI-
POBaHUKO NePCOHA/TN3NPOBAHHbIX aNTOPUTMOB BEOEHNA NALMEHTOB.

KntoueBble cnoBa: HacneacTBeHHble HeﬁpOMblmequle 3aboneBaHus, ANArHOCTUKaA, MONEKYNAPHO-TeHeTu4yeCkmne me-
TOA4bI, 3I'IEKTpOHel‘;1pOMVIOI'pa¢VIﬂ, CeKBEHMPOBaHME HOBOIo NOKOJ1IEHUA, I'eHOTI/II'I-d)eHOTI/II'II/I‘—IECKI/Ie Koppenayunn

Aapec pnAa KoppecnoHaeHuuu: NaHn3oaa MaHuKa Temyp, E-mail: ganieva.manizha.79@mail.ru; Ten.: +992918668595

Ana yutnposaHua: NaHusoga M.T., UnnapmowkuH C.H., Ucpodunzoaa M.O., Acunoea H.I. KnuHUKo-reHeTu4eckune
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CLINICAL AND GENETIC ASPECTS OF MODERN DIAGNOSTIC STRATEGIES FOR
HEREDITARY DISEASES

M.T. Ganizoda?, S.N. lllarioshkin?, M.O. Isrofilzoda?, N.G. Asilova?

!Department of Neurology, SEI Avicenna Tajik State Medical University, Republic of Tajikistan
’Department of Neurology, MSMU named after A.l. Evdokimov, Moscow, Russian Federation

Objective: to summarize current clinical, instrumental, and molecular genetic approaches to the diagnosis of hereditary
neuromuscular diseases.

Material and methods: a review of recent domestic and international publications on the diagnosis of hereditary
neuromuscular diseases was performed, with emphasis on clinical evaluation, electrophysiological methods
(electroneuromyography), imaging techniques (muscle magnetic resonance imaging), biochemical markers of muscle
damage, and molecular genetic methods, including polymerase chain reaction, MLPA, and next-generation sequencing.
A systematic and comparative analysis of literature data published over the last 10 years was conducted.
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Results: the review showed isolated use of clinical or instrumental diagnostic methods to be insufficient for accurate
verification of most forms of hereditary neuromuscular diseases. The highest diagnostic value was demonstrated by
a comprehensive approach integrating clinical phenotype assessment, ENMG findings, and modern molecular genetic
technologies. Genetic confirmation of the diagnosis allows to clarifiy the nosological form, identify the inheritance
pattern, and predict course of the disease.

Conclusion: modern diagnostic strategies for hereditary neuromuscular diseases should be based on the integration
of clinical, instrumental, and molecular genetic methods. A comprehensive diagnostic approach contributes to early
detection, reduction of diagnostic errors, and development of personalized patient management algorithms.
Keywords: hereditary neuromuscular diseases, diagnosis, molecular genetic methods, electroneuromyography, next-
generation sequencing, genotype-phenotype correlations.
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YAHBADBXO0U KNMHUKA-TEHETUKUU CTPATErMAN MYOCUPU TALLIXUC
XAHrOMW BEMOPUX0U UPCUU HEMPOMYLLIAKH

M.T. faHusoga?, C.H. UnnapuowknH?, M.O. Ucpodunsoaa?, H.I. Acunosal

'Kadeapau Hesponorman MAT «JOHUWIoxM AaBAaTUN TUB6UMU TOYMKUCTOH 6a HOMKU AByanii nbHKM CuHo», AylwaHbe,
TOYMKNCTOH
2Kadeapa Hesponoruan OA0TCM 6a Homu A.U. EBgokMmoB, Poccun

Makcapa: xynoca KapAaHu paBuLLXON MYOCUPU KANHWUKA-ab30pi Ba MONEKYNApI-reHeTUKIn 6bapon Talxucu bemopuxom
MPCUK HEPOMYLLAKNA.

MaBog Ba ycynxo: MHTULWOPOTN MYOCUPW BaTaH Ba XOpuUyme MaBpuamn Taxana Kapop Aoaa wyaaHa, ku 6a Tawxucu
6eMopPUXOUN MPCUM HeMpPOMYLIaKiA 60 TaBayyyx 6a ap3E6UN KAMHUKR, YCYNX0U SNEKTPODU3NONOTA (3NEKTPOHENPOMMU-
orpadus), TEXHONOTUAN BU3YaU3aTCUOHI (TOMOrpaduan MarHUTH-pe30OHAHCUM MYLLAKX0), MapKepXxou BUoXMmmnsaBmm
WNNATHOKLLABI Ba YCYXON MONEKYNAPI-TEHETUKIA, Bap WyMyan peakcusam 3aH4ympu nonmmepasin, MLPA Ba cekBeHUp-
KYHOHWW Hacau Has Haxwuaa wypaaHa. Taxanam cuctemasi Ba MyKOMCaBUM MablyMoTU agabunétxomn Tanm 10 conm
oxup 6a Kop bypaa wynaHa,.

Hatnyaxo: MmyaliaH Kapga Wy, KM 6apoun TacaAMKM aHUKK LWAKAXOU 3Méan BemMopmnxomn MpcmMm HepomyLlaki nctnoo-
O3V YCYNXOWN U30NATCUOHUWN KANHUKIA € ab30puun Talwxmc Kodit HecT. PaBuwn maymyme, Kn 6a AKYoALWABUM ap3EdUn
KANHWKUK deHoTnn, Mabaymotn SHMI Ba TEXHONOMMAM MYyOCMPU MONEKYNAPIM-FEHETUKIA aCOCHOK LWYAAacT, Mab/lyMoT-
HOKMW BeluTapy TalWXMCUPO HULIOH Meanxas. TaCANKM reHEeTUKUM TalIXMC aHUK KapAaHu LWaKkam Ho3onorum 6emopupo
MMKOHNA31p, HaBbM MPCUAT Ba NELUryAUU XYCYyCUATM YapaéHU NaToNorMpo MyalsH MeHamMoAs,

Xynoca: cTpaternam MyocmMpu Tawwxuc, XaHromm 6emopuxoun npcum Helmpomywaki, 6osaa 6a MHTerpaTcMaAn ycynxou
KNMHWKIA, ab30pi Ba MONEKYNSAPHA-TEHETUKIA ACOCHOK LWaBaHA. ba Kop BypaaHu paBuwn maymyin H6a Talwxmucu 6apBakTi,
KOXMLW EPTaHN TEbAOAM FaNaTXO AApP TalLUXMC Ba TaLLAKKyA éPTaHU anroputmxomn nHdmMpoamwyaam mypokabatm 6emo-
poH MyBOdUKAT MeHamoAS,

Kanumaxou kanupi: 6eMmopuxon npcmum HeMpomyLLAKi, TalLXKUC, YCYNIXOU MONEKYNAPIA-FEHETUKIA, SNEKTPOHENPOMMO-
rpadun, ceKBEHUPKYHOHUM HACAM HaB, xambacTarum reHotTUnN-GeHOTUN.

AxTyajasHocTh. HacnencrseHHble HEHPOMBI-
meunsie 3aboneBanns (HHM?3) npencrasusioT co-
00ii reTeporeHHYI0 TPYIIY PEIKHX, MPEUMYIIeCTBEH-
HO MPOTPECCUPYIOIINX MMATOJIIOTHH, 00YCIOBIEHHBIX
MyTaIUsIMHU B T€HaxX, KOAUPYIOMUX CTPYKTYpPHBIE U
(yHKIMOHANBHBIE OCKU MBIIIEYHONH TKaHH, MEePH-
(depuyecknx HEPBOB, HEPBHO-MBIIIIEYHOTO CHUHAICA
1 MOTOHEHpOHOB. K naHHOM rpymme oTHOCSTCS IIpo-
IpecCHpYIOIIe MBIIIeYHbIe AUCTPO(UH, HACTIEICTBEH-
HbIE€ MOTOPHO-CEHCOpPHBIE HEHPOMAaTHH, CIIMHANbHAS

MBIIIIEYHAsT aTpodusi, MUOTOHUYECKUE CUHAPOMBI U
HacyieZicTBeHHbIe (hopMbl MuacTenuu [1]. Hecmotps
Ha WHIUBUIYAIBHYIO PEAKOCTH OTAEIBHBIX HO30JIO-
ru4eckux (HopM, cymMMapHas pacrnpoCTPaHEHHOCTh
HHM3 nocrturaer 30—40 ciywsaes va 100 000 Hace-
JIEHUSI, YTO MPUAAET JAHHOW NaTOJIOTHUU CYIIECTBEH-
HO€ MEIUKO-COIMaTbHOE 3HaueHne. KimHanueckas
3HauuMocth HHM3 ompenensercs paHHIM Bo3pac-
TOM MaHU(ECTAlUU, XPOHUYECKUM MPOrPECCUPYIO-
[IUM T€YCHUEM, BHICOKMM YPOBHEM MHBAIHMIU3AIII
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Y 9acThIM BOBJIEYCHHEM JKM3HEHHO Ba)KHBIX CHCTEM
CEepIeYHO-COCYANCTOH, ABIXaTeIbHON U ONOPHO-/IBU-
rarenbHoi [2, 3]. CylecTBeHHOE CHIDKCHUE KaueCcTBa
JKU3HU TallMEHTOB U BBICOKAsl Harpy3ka Ha CUCTEMY
3/IpaBOOXPaHEHHs 00yCIaBINBAIOT HEOOXOIMMOCTh
CBOEBPEMEHHON W TOUHOW AMArHOCTUKH JAHHBIX 3a-
6oneBannii. OHaKO KIWHUYECKUH MOIUMOpPHU3M,
(heHOTHTHYECKOE TIEPEKPHITHE PA3THIHBIX POPM
HHM3 u BapnabenpHOCTh TEMITOB IPOTPECCHPOBAHUS
HEPEeIKO MPUBOIAT K IMATHOCTHYECKUM OIINOKaM U
3HAYUTENbHBIM 33/Iep)KKaM B yCTaHOBJIEHHH OKOHYA-
TeIIbHOTO JauarHosa [4, 6].

TpaauoHHbIe TUarHOCTUYECKHUE TTOIXOBI, OC-
HOBaHHbIE UCKJIIOYUTEIHFHO Ha KIMHUYECKOI OlIeHKe
U JTaHHBIX 3JIEKTPO(PU3UOIOTHYECKUX HCCIEA0Ba-
HUH, B psfie CIy4yaeB OKa3bIBAIOTCS HEIOCTATOUHBI-
MH 71 TOYHOM HO30JIOTHYECKOU Bepupukaruu [6].
Onexrponeiipomuorpadpusi 1 MarHUTHO-PE30HAHCHAS
TOMOTpadus MBIIIII TO3BOJISIIOT BBISIBUTH XapaKTep
MOpa)keHUsI HEPBHO-MBILIEUYHOTO anrapara, OJHaKO
He BcerJa obecneunBaroT quddepeHnmanmio reHeTu-
YeCKH pa3iuvHbIX (opM 3aboseBanus. B mociennue
JNECATUIIETHS] Pa3BUTHE MOJEKYIAPHO-TEHETHUECKUX
TEXHOJIOTUH CYIIECTBEHHO PACIIUPHUIO BO3MOXKHO-
ctu quarHoctuku HHM?3 u mo3Bonuio mepeitu ot
CHHJIPOMOJIOTHYECKOTO MOAX0/a K 3THOIOTHYECKHU
obocHOBaHHOW Bepudukanuu quaraosa [7].

BHeapenne MeTON0B MOJIUMEPA3HON LEMHON
peakum, MyJIbTUIUIEKCHON JIMTa3HOW POOHOH aM-
IM(GUKAINN U CEKBEHUPOBAHUSI HOBOTO TTOKOJIC-
HUS CYIIECTBEHHO IMOBBICHUIIO JUATHOCTHYECKYIO
3¢ (HEeKTHBHOCTD, MMO3BOJIUB BBISBISITH MaTOTEHHBIC
BapHAaHThI B KIIIOYEBBIX T€HAX, aCCOIIMUPOBAHHBIX C
HHM3. I'enernyeckas BepudUKaIis THarH03a nMeeT
MIPUHIMITAAIBHOE 3HAYEHUE HE TOJIBKO JJISl YTOUHe-
HUSI HO30JIOTHYECKON (POPMBI, HO M JUTS OTIpeIeIeHUs
THUIIa HAaCJIeJOBaHUs, OLEHKH MPOTHO3a 3a00/IeBaHMA,
BbIOOpa ONTHMANBbHOM TaKTHKH BEIEHUS MaIMeHTa U
MIPOBEICHUST MEAUKO-T€HETHUYECKOTO KOHCYIBTHPOBA-
HHS cemel [8].

Oco0yro akTyalbHOCTh TTpoOIeMa JUarHOCTH-
ku HHM3 npuobperaer B mOMyasuusx ¢ BHICOKOU
YaCTOTOW POJCTBEHHBIX OpaKkOB M BBIPAXEHHOMU Tre-
HETHYECKOUN U30JISIUEH, r1e (OPMUPYIOTCS CIIeII-
npudecKre MyTauoOHHbIE TPO(QUIN U TTOBBIIIACTCS
PHUCK HaCJIeJICTBEHHOM MaTroJIoruu. B Takux yciaoBHsIX
CTaHAapTH3UPOBAHHBIE AUATHOCTHYECKHUE aITOPUTMBI,
OCHOBaHHBIE Ha MHTETPAINH KIMHUYECKUX, HHCTPY-
MEHTAJIbHBIX ¥ MOJIEKYIISIPHO-TEHETHYECKUX METOJIOB,
MIpUOOPETAIOT pelaroliee 3Ha4YeHne I PaHHETO BbI-
ABJICHUS 3a00JIEBaHMSI U CHWKEHHS YPOBHS WHBAJIH-
nuzaruu [9, 10].

B cBs3u C BBINIEU3I0KEHHBIM, aKTYaJIbHBIM
SIBJISIETCSl @HAJIN3 COBPEMEHHBIX JUArHOCTHYECKUX
CTpaTeruil mpHu HacIEeACTBEHHBIX HEHPOMBIIIEYHBIX
3a00NeBaHUAX, HATIPABICHHBINH Ha CHCTEMaTH3aIHI0
KIIMHUKO-TeHETHYECKHUX TMOJIX0I0B U 000CHOBaHME
KOMIUIEKCHOTO aJrOpUTMa JUAarHOCTUKU.

Hean uccaenoBanus. O600IKUTE COBPEMEHHBIC
KIIMHUKO-UHCTPYMEHTaJIbHBIE U MOJIEKYJISIpHO-TeHe-
TUYECKHE TIOAXOMbI K TUAarHOCTHKE HACIEeICTBEHHBIX
HEHPOMBIIICYHBIX 3a00JICBaHUH.

Marepuaa u Meroasbl. VccienoBanue HOCHIIO
00cepBallMOHHBIN, PETPOCTIEKTUBHO-TIPOCTIEKTUBHBIIN
XapakTep W BBHITIOIHEHO Ha 0a3e kadeapbl HEBPOIIO-
run ['OY «Tamkukckuil ToCyIapCTBEHHBIN MeIH-
MUHCKHH yHUBepcuTeT uM. AOyanu nbHu Cunoy». B
WCCIIEIOBaHNE BKIIIOYEHBI MAIMEHThI C KIMHUYECKH
W MHCTPYMEHTAJIBHO MOATBEPXKAEHHBIMH HacIe/l-
CTBEHHBIMU HEWPOMBIIIEYHBIMH 3a00JI€BaHUAMHU,
HaXOJUBINKECS 10 HaOmoneHueM B niepuon ¢ 2018
o 2025 rr. O0mias YucIeHHOCTh 00CIIeIOBaHHBIX
coctaBmia 200 manueHTOB ¢ pa3NUIHBIMA HO30JIOTH-
YecKUMHU (OpMaMH HACIIEACTBEHHBIX HEHpOMBIIIed-
HBIX 3a0oyieBaHMil. Pacmipenenenre mammueHToB Mo
HO30JIOTHSIM TpencTaBieHo B Tabmuue 1. Kputepun
BKJTIOYECHHS: HAJIMYME KIMHUYECKHUX MPU3HAKOB II0-
pakeHUsI HEPBHO-MBIIIEYHOTO ammapara, MoJATBepXK-
JEHHBINA WJIM BEPOSATHBIM HACIIENCTBEHHBIN Xapak-
Tep 3a0oyieBaHMs, pe3yNbTaThl HHCTPYMEHTAIbHBIX
W/WITA MOJIEKYJISIPHO-TEHETHUECKUX MCCIIETOBAHUM,
nH(OPMUPOBAHHOE COIIacHue MaIMeHTa Ha ydacThue
B HccienoBaHun. Kputepun uCKItoueHus: mpuoo-
pETEHHBIE MUOIIATUH M HEHPONATUM BOCHAJIUTEIIb-
HOTO, TOKCHYECKOTO MJIM METa0O0JINYeCcKoro reHesa,
OCTpbIe HEBPOJIOTHYECKHE 3a00IeBaHNs, OTCYTCTBHE
JIOCTaTOYHOTO 00bEMa KIMHUKO-UHCTPYMEHTAIbHBIX
JaHHBIX. BceM maimeHTaM IpoBOANIIOCH KOMITIEKCHOE
KIIMHUKO-HEBPOJIOTHYECKOE 00CIIeJOBAaHUE C OIICHKOM
XapakTepa MBIIIEeYHOH cl1aboCTH, pacipeaeseHus mo-
pakeHHs, TEMIIOB MTPOTpeccCUpOBaHus 3a00NeBaHus U
HAJMYHSI CUCTEMHBIX oclokHeHui. Ocoboe BHUMaHMe
VAETSIIOCH cOOpy CEeMEHHOro aHaMHe3a C IEIbIO BbI-
SIBJICHUS [IPU3HAKOB HACIICICTBEHHON OTATOIIEHHOCTH.
OTsroméHHbIN aHaMHe3 (UKCHUPOBAJICS TIPH HATUYUH
AQHAJIOTUYHBIX CUMIITOMOB Y POJICTBEHHHKOB IEPBOH
U BTOPOH CTENEHH POJCTBA. JIMarHOCTHYECKUH aJIro-
PUTM BKIJIFOYAN: AnekTpoHeripomuorpaduio (OHMI)
st uddepeHnranuy HeHporeHHOTO0 U MUOTEHHOTO
THTIA TIOpaKEHUs, TabopaTopHble METOBI, BKIIIOUas
onpe/eieHne YPOBHS KpeaTHH(POCPOKHHA3KI U IPYTHX
OMOXMMHYECKUX MapKEePOB MBIIICYHOTO TIOBPEKICHHS,
MOJIEKYIISIPHO-TEHETUYECKIE METOJBI, B TOM YHCIIE
MoJIMMEpPa3HyIo 1enHyio peakiuio, MLPA u cekse-
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Taoauua / Table 1

CTpyKTypa HacJ/IeICTBEHHBIX HelipOMBIIIEYHbIX 3200J€eBaHUI B HCCIIEAYeMOil rpynie
Structure of hereditary neuromuscular diseases in the study group

IO T naK (;J:e::on e TIpeoGaagaromuii THII HACJIETOBAHUA
¢opma / Nosological b Positive family history P AT AEIEA
entit Number of n (%) Predominant mode of inheritance
y patients (n) y
TIM]] o AyTOCOMHO-TOMUHAHTHBIN / PEleCCUBHBII
PMD 2 20 (22,2%) Autosomal dominant / autosomal recessive
HMCIT o AyTOCOMHO-TOMHUHAHTHBIN / X-CIEILICHHBIH
HMSN = el Autosomal recessive / X-linked
CMA o AyTOCOMHO-PELIeCCUBHBII
SMA 1 4 (36,4%) Autosomal recessive
. AyTOCOMHO-ZIOMAHAHTHBIH
0,
Mpuotonun Myotonias 7 1 (14,3%) Autosomal dominant
Hac/Ie/ICTBEHHbIE M- AyTOCOMHO-TOMUHAHTHBIN / PEleCCUBHBIH /
acrennn / Congenital 10 2 (20,0%) X-CUCTUICHHEIH .
myasthenic syndromes Autosomal dominant / autosomal recessive /
y X-linked
Bcero/Total 200 46 (23,0%) —

Ilpumeuanue. [IM]] - nepBuansie Meimeunsie nuctpodun; HMCII - HacnencTBeHHBIE MOTOPHO-CEHCOPHBIC TTOJIH-
Heriponarnn; CMA - cnmHaNbHas MbIedHast arpodus. OTATOMIEHHBIH aHAMHE3 - HaJIMIue CEMEHHBIX CIydaeB 3a00eBa-
Hus. Tunel HacnenoBarus: AD - ayTocoMHO-TOMUHAHTHEI; AR - ayTrocomHO-penieccuBHBIN; X-linked - X-crerieHHBIH.

Note. PMD - primary muscle diseases; HMSN - hereditary motor and sensory neuropathies; SMA - spinal muscular
atrophy. Positive family history indicates the presence of familial cases. Modes of inheritance: AD - autosomal dominant;

AR - autosomal recessive; X-linked - X-linked.

HHUPOBAHWE HOBOTO IOKOJICHWS, HAIPAaBICHHBIC HA
BBISIBJICHHE TTATOTCHHBIX BApPUAHTOB B T€HAX, aCCOIH-
HWPOBAHHBIX C HACIICCTBEHHBIMUA HEUPOMBIIICTHBIMHU
3a0oneBaHusMH. CrarucTHyeckas 00paboTKa TaHHBIX
MIPOBOJMIIACH C UCTIONBE30BAHIEM ITaKeTa MPUKIIATHBIX
nporpamm Statistica / SPSS (Bepcust yka3bIBaeTcs).
ITonydenHsie MaHHBIC MPEICTABICHBI B BUEe abco-
JIFOTHBIX 3HAUYEHUH ¥ OTHOCUTEIHHBIX 4acToT - n (%).
B uccinenoBaHuu mpuMeHsJICS ONMCATENbHBIN cTa-
THCTUIECKUN aHAIU3 CTPYKTYPHl HACIIEICTBEHHBIX
HEWPOMBIIIEYHBIX 3a00J€BaHUI U pacrpeaeIeHus
OTSATOIIEHHOTO CEMEMHOr0 aHaMHe3a.

Pesyabrarnl. B nccienoBanne ObUIH BKIIFOUEHBI
200 manueHToOB ¢ Pa3IUYHBIMU HO30JIOTHIECKUMH
(dhopMaMK HACICACTBEHHBIX HEHPOMBIIICUHBIX 3a0071e-
BaHWA. B CTpyKType BEIOOPKH TPeoOIaaalii marfieHThl
C IPOTPECCUPYIOIIMMH MBIIIEYHBIMU JTUCTPODUAMU
¥ HACJIEACTBEHHBIMH MOTOPHO-CEHCOPHBIMHU HEHPO-
MaTHSIMH, Ha JTOI0 KOTOPBIX CYMMAapHO MPHUXOIMIOCH
172 nabmronenus (86,0%). OTATOMEHHBINA CEMEHHBII
aHaMHE3 BBISBICH y 46 MalMEeHTOB, YTO COCTaBUIIO
23,0% ot oOmiero uucia oOciiemoBaHHbIX. Hannuue
HacCJIEACTBEHHOUN OTATOMEHHOCTH OTMEYAIOCh BO
BCEX HO30JIOTHYECKUX TPYIIIaX, OJHAKO YacTOTa €&
BBISIBIICHUS BaphbHUpPOBajia B 3aBUCUMOCTH OT (HOPMBI
3aboneBanus. Hanbonee MHOTOUMCIICHHON TpyTIIOi

okazanuchk narueHTtsl ¢ [IM]] 90 genosek (45,0%).
OTATOIEHHBI aHAaMHE3 B JaHHOW TPYIIE BBISBICH
y 20 mamuenTtoB (22,2%), mpu 3ToM Tpeodnaganu
AyTOCOMHO-/IOMUHAHTHBIA U ayTOCOMHO-PELIECCUBHBII
TUTbl HacnenoBanus. ['pymnma nanuentos ¢ HMCII
BruTrouana 82 marmenta (41,0%). IlpusHaku cemeii-
HOH OTATOMIEHHOCTH YCTAHOBJICHBI y 19 marmeHToB
(23,1%), ¢ npeobmaganreM ayTOCOMHO-IOMUHAHTHOTO
1 X-CUEIJICHHOTO THUIIOB HaciemoBaHus. [lanmeHTs
co CMA cocraBriin HAMMEHBIIYIO [T0 YHCICHHOCTH,
HO HanboJee TeHeTUYECKH OTATOIEHHYI0 rpymny 11
genoBek (5,5%). OTaromEHaplii aHAMHE3 BBISBIICH Y
4 marmmenTtoB (36,4%), pu 3TOM BO BCEX CITydasx
OTMEYaJcs ayTOCOMHO-PELIECCUBHBIA THUI HACIIEI0-
BaHUA. B rpynme nmanueHToB ¢ MHOTOHUSAMU (n = 7;
3,5%) HacIeaCTBEHHAS OTATOMEHHOCTH BBISBIICHA Y 1
narenta (14,3%), ¢ mpeoOnaganueM ayToCOMHO-0-
MUHAHTHOTO THIIa HacienoBaHusa. Cpean manueHToB
¢ HacneacTBeHHbIMH (hopmamu muactenuu (n = 10;
5,0%) oTATOIEHHBIA aHaMHE3 3apPETUCTPUPOBAH y 2
narmeHToB (20,0%), Ipu 3TOM OTMEUaIach TeTeporeH-
HOCTBH THIIOB HACJIEOBAaHUS ayTOCOMHO-IOMHHAHT-
HBIH, ayTOCOMHO-PELIECCUBHBIN U X-CLEIUICHHBI.
AnHanu3 ceMeHHOro aHamMHe3a MOoKa3aj, YTO Hau-
OoJpIas 07 HACIEACTBEHHOM OTATOMEHHOCTH OT-
Medaljlach y HallMeHTOB CO CIUHAJIBHON MBIIIEYHOMN
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arpodueii, Torna Kak HauMEHbIAs y TMAIUEHTOB C
MHOTOHHUSIMH. B 0CTanbHBIX HO30JIOTHYECKUX rpyIi-
Max 4acToTa OTATONIEHHOTO aHaMHe3a HaXOAWIach B
mpenenax 20-23%, 9To CBHIETENBCTBYET O COMOCTA-
BUMOI BBIPQKEHHOCTH HACIIEICTBEHHOTO KOMIIOHEHTA.
B memnom mo BeIOOpKe mpeobiaaiy ayToCOMHO-TOMH-
HAHTHBIC ¥ ayTOCOMHO-PEIECCUBHBIC THITBI HACIIEO-
BaHUS, TIPH 9TOM X-CIeTUIeHHbIE ()OPMBI BHISBISUIACE
MPCUMYIIECTBECHHO Y MAIMCHTOB C HACJICACTBECHHBIMU
MOTOpPHO-CEHCOPHBIMI HEWPOIIaTHsIMH U HACIIEICTBEH-
HBIMH MHUACTEHUSMH. | €TepOreHHOCTh THIIOB HaCJIe-
JIOBaHUS MTOJYEPKUBAET CIOKHOCTH HO30JIOTHUECKON
Y TEHETUYECKON CTPYKTYPBI HACJICACTBEHHBIX HEHPO-
MBIIIEYHBIX 3a00JICBAaHUI.

Ob6cyxaenue. [lomyueHHbIe pe3yabTaThl MO~
TBEPXKJAAIOT TETEPOTeHHBIA XapaKTep HACJIEICTBEH-
HBIX HEWPOMBIIIEUHBIX 3a00JIeBaHUI U TTOTUEPKUBA-
IOT OTPAaHUYEHHOCTh W30JIMPOBAHHOTO MPUMEHEHUS
KIUHHYCCKUX WM WHCTPYMEHTAIBHBIX METOJOB
JIMAarHOCTUKH. B TpencTaBieHHON BBIOOPKE Mpeoo-
JIaJadu TIPOTPECCUPYIONTNE MBITICYHBIC TUCTPOGUN
1 HacJIeJICTBEHHbIE MOTOPHO-CEHCOPHBIE HEHPOTIaThH,
YTO COOTBETCTBYET JAaHHBIM OOJBIIMHCTBA KIMHHKO-
SMHUJIEMHOIOTHYECKUX HCCIICAOBAHNHN, YKa3bIBAFOIIIX
Ha BEAYIIYIO POJIb DTUX HO30JIOTHYECKUX (OpM B
CTPYKTYp€ HacCJIE€ACTBEHHOW HEWPOMBIIIEYHOU Ma-
TOJIOTHH.

BrIsiBneHHas yacToTa OTArOUIEHHOIO CEMEWHOTO
anamHue3a (23,0%) cBUAETENhCTBYET O 3HAYMMOM, HO
HE YHUBEPCAJIHLHOM BKJIaJe¢ HACIICICTBEHHOTO (hak-
TOpa B KJIMHHYECKYH) MaHU(ECTAINIO 3a00JICBAaHHIA.
JaHHBI MOKa3aTeNlb COMOCTABUM C PE3yJbTaTaMU
3apyOC)KHBIX U OTECUYECTBEHHBIX MCCICAOBAHUH, TIE
ceMeitHas OTATOMEHHOCTH BhIsBIsAETCS y 20-30%
MAI[UEHTOB C HACIEACTBEHHBIMH HEWPOMBIIIEYHBIMU
3a0oneBanusIMH. OTHOCUTEIHFHO HU3Kas BBISBIIsIC-
MOCTb CEMEHHBIX CITy4aeB MOXKET OBITh O0YCIIOBICHA
KaK BapuaOelIbHOW SKCIPECCUBHOCTHIO MYyTAallHi, TaK
W OrpaHrYeHHON WH()OPMHUPOBAHHOCTHIO MAIUEHTOB O
3a00JIeBaHUAX POACTBEHHUKOB. Hambombmas noms Ha-
CIIEICTBEHHOHN OTATONIEHHOCTH OTMEUEHA y MAIMeHTOB
CO CITMHAJBHON MBIIMIEYHOU aTpoduel, 9To 3aKOHO-
MEPHO OTPaXKaeT ayTOCOMHO-PEIICCCUBHBIN XapaKTep
JTAHHOTO 3a00JICBaHUS U BBICOKYI) BEPOSTHOCTH €TO
MIPOSIBIICHUSI B CEMbSIX C POJICTBEHHBIM OpakoM. B
TO K€ BpPEMS MPHU MPOTPECCUPYIOMIIX MBIIIETHBIX
TUCTPO(UAX M HACIEICTBEHHBIX MOTOPHO-CEHCOP-
HBIX HEHPOMaTUsAX BBISBICHA T€TEPOTCHHOCTH THIIOB
HAaCJIE[IOBAHHMSI, YTO MOAYEPKUBACT HEOOXOIUMOCTh
MOJICKYJIIPHO-TCHETUYECKON BePU(PUKALINY JHArHO3a
JOa)Xe Mpyu HAJIMYUHN KIIMHUYCCKU THUITUYHOMN KapTHUHBI.

Oco06oro BHUMaHUS 3aCITy>KWBA€T BBIABICHHAS
BapraOebHOCTh TUTIOB HACIIEAOBAaHUS B IPyIINe Ha-

CIICAICTBEHHBIX MUACTECHHM, TII€ HAPSIY C ayTOCOM-
HO-JJOMHHAHTHBIMA ¥ ayTOCOMHO-PEINEeCCUBHBIMU
(hopMamu BcTpedanuch X-CIEIJIEHHBIE BapUAHTHI.
DT0 00CTOSATENBCTBO CYNMIECTBEHHO OCIOXKHSIET KITH-
HUYECKYIO JUATHOCTUKY U MOATBEPKIACT LIEJIECO-
00pa3HOCTh UCHOJIb30BAHUS KOMIUICKCHBIX JUArHO-
CTHYECKHUX CTPATETuil, BKIIOYAIONINX KIMHUYECKYIO
OIICHKY, 2JIEKTPOPU3NOIOTHIECKIE UCCIEIOBAHNS U
COBpEMEHHBIE MOJIEKYIIPHO-TEeHETHIECKIE METOMIBI.
[lomyueHHbIe NaHHBIE AEMOHCTPUPYIOT, YTO KIIHHH-
YyecKkasi CUMIITOMaTuka u pesyasratel OHMIT no3so-
JISIIOT 3alOA03PUTh TMOPAXKEHUE HEPBHO-MBIIICYHOTO
afrmapara, OJJHakO He 00eCleynBaloT TOYHOI HO30J10-
THYECKOU W DTHOJIOTHIECKOW BepuHUKamu 3a00JeBa-
HUS. B 3TOM KOHTEKCTE MONEKYISIPHO-TEHETHYECKIE
METO/IBI TTPUOOPETAIOT KITFOUEBOE 3HAYCHUE, ITO3BOIISIS
YTOUYHUTH JUATHO3, ONPEACTUTh TUI HACIEAOBAaHUS U
chopMupoBaTH IEPCOHATU3UPOBAHHBIC AJITOPUTMBI
BEJICHUS TIAIICHTOB.

Takum 00pazoM, pe3yabTaThl HCCIEAOBAHMUS TOA-
TBEP)KIAIOT HEOOXOMUMOCTh Iepexona oT ¢pparMeH-
TapHOTO JUArHOCTUYECKOTO IMOX0Ja K MHTETPaTHB-
HOW KJIMHHKO-TEHETUYESCKON CTpaTreruu, 0COOCHHO B
HNONYJSILUSX C BBIPAKEHHON I'€HETUYECKON IeTepo-
Te€HHOCTBIO ¥ BBICOKOM 4acCTOTOM HacJeJACTBEHHOU
TIATOJIOTHH.

BriBOAEI.

1. HacneacrBenHsle HeHpOMEIIIIeUHbIE 3a00I1e-
BaHUS XapaKTEPU3YIOTCS BBIPAXKECHHON KIMHUKO-TE-
HETHYECKON TeTepOreHHOCTHIO, YTO 3aTPYAHIET UX
HO30JIOTHYECKYH0 BEepU(DHUKAIIUIO ITPH MCIIOb30BaHUU
WCKITIOYATENFHO KIIMHIYECKUX W HHCTPYMEHTAIHHBIX
METO/IOB TUAarHOCTHKH.

2. B cTpykType 00cieqoBaHHOM TPYIIIBI IPE00-
JaJlalii IPOTPECCUPYIOIINE MBIIICYHbIC TUCTPOPUH U
HAaCJIEICTBEHHBIE MOTOPHO-CEHCOPHBIE HEHPOIaTuH,
Ha JIOJII0 KOTOPBIX HpHUIIochk Oonee 80% Habmome-
HUH, 9TO OTpENeNsieT UX BEAyIIyI0 poib B (hopMHIpo-
BaHUHU HACIIEJICTBEHHONW HEUPOMBIIIEYHON MAaTOJOTHH.

3. OTaroméHubplii ceMeHHBIM aHaAMHE3 BBISIBICH
y 23,0% manueHToB, MPU 3TOM €r0 YacTOTa BapbH-
poBaja B 3aBUCUMOCTH OT HO30JOTHYECKOH (POpMBI
3a0oseBaHus 1 OblIa HAaNOOJBIEH PU CIMHAIBHOM
MBIIIIEYHON aTpoduH, YTO OTpa’kacT 0COOCHHOCTH
THTIA HACJIEOBAHUS.

4. AHanw3 THIIa HAacIeMOBaHMS MTOKa3al Mpeoo-
JaJaHue ayTOCOMHO-IIOMHUHAHTHBIX U ayTOCOMHO-Pe-
LECCUBHBIX (hOPM, a TAKIKE HANUINE X-CHETUICHHBIX
BapUAHTOB, YTO MOAYEPKUBAECT HEOOXOMIUMOCTE 00S-
3aTeNIbHON MOJICKYIISIPHO-TEHETUIECKOU BepH(PUKAITNN
JUaTHO3a.

5. KoMniaekcHBIA TUArHOCTHYECKHU ITOIXO.,
OCHOBAHHBIM Ha MHTErPALMH KIMHUYECKOH OLICHKH,
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JAHHBIX IIEKTpOHEHpOMUOrpaduu U COBPEMEHHBIX
MOJIEKYJIIPHO-TEHETHUECKUX METO/I0B, 00JIa/laeT Hau-
OoJNbIIeH TUarHOCTHYECKOW WH(POPMATUBHOCTBIO H
MO3BOJISICT YTOYHUTH HO30JIOTHUYECKYIO (opMy 3a-
OoneBaHus, TUI HACTEOBAHUSA M MPOTHO3 TEUCHHUS.

6. BaenpeHnne KIMHUKO-TEHETUYECKUX JUarHO-
CTMYECKHUX CTPaTEeTHH CIIOCOOCTBYET paHHeW TuarHo-
CTHKE HacJIe[ICTBEHHBIX HEHPOMBIIIEYHBIX 3a001eBa-
HUH, CHIDKEHHUIO YHCJIa THAarHOCTHYECKUX OIITHOOK U
(hopMHPOBAaHUIO NEPCOHATM3UPOBAHHBIX AJITOPUTMOB
BE/ICHUS TAIlMEeHTOB.
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