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HW3panue peruoHanbHoil o6uiecmeenHoil opranudayuu «<0bLULECTBO CMELHAJIMCTOB MO0 HEPBHO-MbILLEYHLIM BOJIE3HAM»

XypHan «HepBHO-MblWweyHble 60n€3HNU» BKAoYeH B [le-
peyeHb BeAyWMX PeLeH3UpyeMbiX HayYHbIX JKYPHAsOB,
B KOTOPbIX NYGIMKYIOTCA OCHOBHbIE HAy4YHblE pe3ysbTaTbl
LMCCepTaLnii Ha COMCKaHMe y4YeHOoil CTeneHW [oKTopa
Y KaHAWAATA HayK.

C 2011 ropa xypHan BKAYeH B HayuHyl 3NeKTPOHHYIO
6unbnnoTekyn PoccUicKnil MHAEKC HAy4yHOrO LUTUPO-
BaHua (PUHL]), umeet umnakt-cakrop.

C 2015 ropa xypHan 3apeructpuposaH B Elibrary, Ulrich’s
Periodical Directory, ResearchBible, AcademicKeys, iNeicon,
BUHWTW, PTB, Crossref, OCLC (Worldcat). Cratbu unpek-
cupyroTCa ¢ nomolybto uudposoro naeHtudukaropa DOI.
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4eCK020 UeHMpPAa CReyuanru3upoOBanHbiX U006 MeOUUUHCKOU nomowu u meouyunckux mexnonoeuic ®MBA Poccuu (Mockea,

Poccus)

KypeHnkoB Anekceii JIbBOBUY, 0.M.H., He8poa0e, 6edyuyuil HayuHwli compyonukx OmoeneHus NCUXOHEB8POA0UU U NCUXOCOMAMU-

ueckoti namonoeuu PIrAY «Hayunwiii yenmp 300poevs demeitr» Munzdpaea Poccuu (Mockea, Poccus)

Jlanuu Cepreii BaagumMupoBuy, «.M.H., aiiepeonoe-umMmyHonoe, 3a6edyruuil 1abopamopueli OUAZHOCMUKU aymMOUMMYHHbIX
3abonesanuii Hayuno-memoouueckoeo yenmpa no monexyasaproi meduyune I'bOY BIIO «Ilepesuviii Cankm-IlemepOypeckuii
eocydapcmeennblii Meduyunckuil ynusepcumem um. akao. M. I1. Ilaerosa» Munzopasa Poccuu (Cankm-Ilemepoype, Poccus)

Maabmoepr Cepreii AsieKcaHapoBud, 0.m.H., npogeccop, neeporoe PIBY3 «Illenmpanvhas demckas KauHu4eckas 6oAbHUUA
D@MPBA Poccuu» (Mockea, Poccus)

Mepkynosa Tuna MupoHOBHA, 0.M.H., npogeccop, Heapoaoe, pykogodumens Heepoaoeuueckoeo yenmpa um. b.M. lexma,

2nae8Hblil Hegponoe denapmamenma 30pagooxpaneruss OAO «PXK/]» (Mockea, Poccus)

ITupanos Muxaun AneKcauapoBuy, 0.m.H., npogeccop, Heeponoe, oupekmop PIbHY «Hayunviii yenmp neeposoeuu», uieH-

xoppecnondenm PAH (Mockea, Poccus)

Ionsikos Anekcanap Biagumuposuy, 0.6.1., npogheccop, eenemuk, 3aeedyrouuii aabopamopueii IHK-ouaenocmuxu @IbHY

«Meduko-eenemuueckuii Hayunsiit yenmp» (Mockea, Poccus)

Pynenko [Imutpuit Uropesnd, o.m.H., Hesponoe, pykosodumens Heipouenmpa Cankm-Ilemepbypeckoco I'bY3 «lopodckas
MHo2onpoguabHas 6oavhuya No 2» (Cankm-Ilemep6ype, Poccus)

Cananse Anekcanap leoprueBuy, 0.m.1., npogeccop, Heeponoe, pykosodumens Mockosckoeo muacmenuueckoeo yenmpa (Mo-

ckea, Poccus)

Crmpun Hukonait HukonaeBud, 0.m.4H., npogeccop, Heaponoe, 3aeedyrouuiil kagheopoil HepeHbix 60ae3Hell U MeOUUUHCKO eeHe-

muxu I'BOY BIIO «fpocaaéckuii eocydapcmeennulii meouyunckui ynugepcumem» Munsopasa Poccuu (SIpocaaéns, Poccus)

CrpokoB Urops AnekceeBud, K.M.H., Hegpoaoe, douyenm Kagedpsl HepgHbix Gonesnell newednozo gakyssmema I'BOY BIIO
«[Tepsuiit Mockoeckuii eocyoapcmeennbiii meduyunckuii ynusepcumem um. M. M. Ceuenosa» Munsdpasa Poccuu (Mocksa,

Poccus)

Cyxopykos Bnagumup Cepreesud, 0.m.H., npogeccop, neduamp, pykogooumenb Hay4HO-UccAe008amensckoli aabopamopuu
ooweit namonoeuu OCII « Hayuno-uccaedosamensckuii Kaunuueckuti uncmumym neduampuu um. akao. F0.E. Beasmuwesa»
T'BOY BIIO «Poccuiickuii HayuonanvHwlii uccaedosamenvckuii meduyunckuil ynugepcumem um. H. H. [Mupoeosa» Mun3zdpasa

Poccuu (Mockea, Poccus)

®enoros Banepnii [1aBnosuy, x.m.H., enasHbiii 6newmamublii 2enemuk Bopouescckoii o6racmu, 3a6edyrouuii meouko-eeHe-

muueckoi koncyaomauuu bY3 BO «Boponexcckas ooracmuas kaunuueckas 6oavruya N 1» (Boponexc, Poccus)
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Hetipogusuonocuu Hucmumyma nocaeduniomnozo odpazoeanus, pykosodumens Hegponrozuuecko2o uenmpa snuienmonoeuu,
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yHusepcumem um. npogp. B.®. Boiino-Sceneyxoeo» Munsdpasa Poccuu, 3asedyrouas nayunoim omoesom PI'BY3 «Kaunuueckas
boavruya Ne 51 DMBA Poccuu» (Kpacnospek, Poccust)

PEJAKIIMOHHBIN COBET

Ipunb Annpeit AHATOIbEBIY, 0.M.H., HPOPeCccop, Heupoxupype, 8e0YUUil HAYUHbLL COMPYOHUK OMOeaeHUs: HeOMAONCHOU Helpo-
xupypeuu I'bY3 2. Mockewi « Hayuno-uccaedosamenvckuii uncmumym ckopoii homougu um. H. B. Cxaugpocoeckoeo Jenapma-
Menma 30pagooxpanunus . Mockewl», enaguulii Heiipoxupype /lenapmamema 30pagooxpanenus e. Mockew: (Mockea, Poccus)
KazakoB Banepuii MuxaiiioBud, 0.m.4., npogeccop, neeponoe, BOY BIIO «Ilepsviii Cankm-Ilemep6ypeckuii eocydapcmeen-
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Huxkonaes Cepreii [liedoBuY, x.M.H., Hegpoaoe, accucmenm Kageopsl Heepoaoeuu ¢ Kypcom Heiipoxupypeuu UYB @I'BY «Ha-
YuoHanbHolil Meduko-xupypeueckuti uenmp um. H. H. ITupoeosa» Munsdpasa Poccuu (Mockea, Poccus)

Hosukos Muxaui Jleonunosuy, mpasmamonoe, TAY3 Spocaraeckoii obnacmu « Knunuueckas 60avHuya ckopoii MeOUyuHcKoil
nomougu um. H. B. Conosvesa» (Spocaagas, Poccus)

Panencka-Jlonosok Creka F'ocniogunosa, d.:.H., npogeccop, peemamonoe, pyKogodumens 1a060pamopuu Mopgoeeresa peema-
muueckux 3ab6oneséanuii PIbHY «Hayuno-uccaedosamenvckuii uncmumym peemamonoeuu um. B.A. Haconoeoit» (Mockea,
Poccus)

Pesenko Cepreii Biagumuposuy, x.0.x., 6edyuuii HayuHbwiii compyornux Hncmumyma skcnepumenmanshoi kapouosoeuu ®IBY
«Poccuiickuii kapouonoeuueckuii HayuHo-npousgodcmeenHblil Komniekc» Munzdpasa Poccuu (Mockea, Poccus)

3APYBEXHBIE PEJJAKTOPBI
MakKomacA., npogeccop, negponoe, Ynusepcumem McMaster (lamusvmon, Kanada)

Ypruzbepea Aunonu, neduamp, enagnstii Koncyrsmanm Omaoenenus HepeHO-MbluiedHOU hamoaoeuu 6 cocnumane Ino3 (Hendaye),

3amecmumens oupekmopa Llenmpa obpawenuii 6016HbIX ¢ HepEHO-MblieuHoU namonocueil Do (Ppanyus)

@panccen Xecce, doyernm, Hegponoe, Omoenenue Hegpoaoeuu, Yuusepcumemckui meouyunckuii yenmp Ympexma (Hudepaandst)
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Huhopmauua onda asmopos

YBa:kaembie Konneru!

Mpu opopmneHun crateit, HanpaBnAaembix B xypHan «HepsHo-
MbllIeYHble 6one3Hu», cnepyeT pyKoBOACTBOBATbCA 06HOBNEHHbIMY
npasunamu:

1. (TaTbAl OMKHA ObITb NPEACTaBNEHA B INEKTPOHHOM Buae (B 0TAENb-
HbIX daiinax: TeKCT CTaTbl1 CO CNMCKOM NIUTePaTypbl, TAbNULbI, rpadukm, pucyH-
Ku, NOANMCI K PUCYHKaM, pe3iome).

LWpu¢t —Times New Roman, 14 nyHkToB, uepe3 1,5 untepsana. Bce ctpa-
HULbI ZOMKHbI ObITb NPOHYMEPOBaHDI.

2. Ha nepBoii cTpaHuLie AOMKHO ObITb yKa3aHO: Ha3BaHMe CTaTbu, UHULK-
anbl 1 pamunun Bcex aBTOPOB, NONHOE Ha3BaHMe yupexaeHna (yupexaeHuii),
B KOTOPOM (KOTOpbIX) BbINOSIHEHa paboTa, ero (1X) MONHbIA afpec ¢ yKkazaHuem
NHAeKc.

06A3aTenbHO YKa3bIBaeTCA, B KAKOM yupex/eHnu paboTaeT Kaxablil n3
aBTOPOB.

(raTbA JoMKHa 6biTb MoOANMcaHa Bcemu aBTopamu. B KoHue ctatbu
LOMXKHbI ObITb 0043aTeNbHO YKa3aHbl KOHTaKTHble TenedoHbl, pabounii
aApec ¢ yKka3aHueMm nHAeKca, pakc, appec SNEKTPOHHOI NoyTbl U da-
MUKA, UMA, 0TYECTBO NONIHOCTbIO, 3aHUMaeMas J0/KHOCTb, yYeHas
CTeneHb, yyeHoe 3BaHMe aBTOpa (aBTOPOB), C KOTOPbIM pefaKuna byaet
BeCTY Nepenncky.

3. 06bem cTaTeil: opuriHanbHas cTaTba — He Bonee 12 cTpaHuu; onuca-
HUe OTAENbHbIX HAbNOAEHNIA, 3aMETKM U3 MPaKTUKN — He Bonee 5 CTpaHuL;
0630p nuTepatypbl — He Gonee 20 CTpaHuL; KpaTkue Co06LeHNA U Nucbma
B pedaKLyio — 3 CTpaHuLbl.

CTpyKTYypa OpUriHanbHoON CTaTby: BBEfEHNE, MaTepUanbl U MeTodbl,
pe3ynbTaThbl MCCNe0BaHNA U X 00CyXaeHMe, 3aKnueHie (BbIBOAbI).

K cTaTbaAm [OMKHO ObITb NPUNOXeEHO pe3tome Ha pycckoM A3blke, OTpa-
Katoee cofepxanue paboTbl, C Ha3BaHWEM CTaTbU, GaMUAMAMM U MHULMANA-
MM aBTOPOB, Ha3BaHWEM YUPEeXAeHINA; A OPUTIHATIbHBIX CTaTeil — CTPYKTY-
pUPOBaHHOE pe3toMe (BBeAeHNe, MaTepuanbl U MeTOZbI, pe3ynbTatbl U T. A.).
06bem pestome — He 6onee 2000 3HakoB ¢ npobenamu. Konnuectso Knioye-
BbIX CNOB [I0/HO COCTaBNATb 0T 3 10 10.

4. UnniocTpaTuBHbIiA MaTepuan:

+ KaX bl nNNKOCTPATMBHBIA MaTepuan fomKeH ObiTb NPUKpenseH oTAeNbHbIM
daiinom.

« QoTorpadum LOMKHbI ObITb KOHTPACTHBIMU; PUCYHKM, TPaduKK U Anarpam-
Mbl — YeTKIMM.

- OoTorpaduun npeACTaBNATCA B OPUTMHANE AN B SNEKTPOHHOM BUAE B Gop-
marte TIFF, JPG, CMYK ¢ pa3peweHuem He meHee 300 dpi (Touek Ha Aoiim).

« [paduKm, cxembl U PUCYHKM JOMKHBI 6bITb NpeacTaBneHbl B Gopmare EPS
Adobe lllustrator 7.0—10.0. [pn HeBO3MOMHOCTU NpeACTaBNeHNA GAIANOB B AaH-
HOM (opMmaTe HeobX0ANUMO (BA3aTbCA € pefaKLnei.

« Bce pucyHKm JomkHbI 6bITb NPOHYMEPOBaHbI 1 CHabeHbl NOAPUCYHOUHBIMM
nopnucami. MoANMCY K pUcyHKaM AAI0TCA Ha 0TAENbHOM ncTe. Ha pucyHKe yKasbl-
BaIOTCA «BEpPX» U HU3»; PParMeHTbl UCYHKa 0603HAUAIOTCA CTPOYHBIMI ByKBaMM
pycckoro andauTa — «a», «6» 1 T. 4. Bce cokpalLieHna u 0603HaueHna, MCnonb3o-

BaHHble Ha PUCYHKe, AOMKHI 6biTb pacLuMdpPOBaHbI B MOAPUCYHOYHOIA NOAMMCA.
+ Bce Tabnuubl fOMKHBI ObITb NPOHYMEPOBaHbI, UMeTb Ha3BaHue. Bce cokpa-
LeHA paclunpoBbIBAIOTCA B MPUMEUYAHIN K TabuLe.
« CCbINKM Ha Tabnubl, PUCYHKM 1 Apyruie UNNKOCTPATUBHbIE MaTepUabl NpuBo-
AATCA B HAANeXalynx MecTax no TeKCTy CTaTbl B Kpyriblx ckobkax, a ux pac-
NoNoXeHue yKka3blBaeTcA aBTOPOM B BUAE KBajpaTa Ha NONAX CTaTbi CieBa.

5. EanHuubl n3mepeHuii patotca g CU.

Bce cokpaweHus (ab6peBuatypbl) B TeKCTe CTaTbit JOMKHBI 6bITb NOAHO-
(Tblo pacndpoBaHbl Npyu nepeom ynoTpebneHnu. Mcnonb3oBaHue Heobuue-
NPUHATLIX COKPALLIEHMIA He JONYCKaeTCA.

Ha3BaHue reHoB MuLIeTCA KypcuBOM, Ha3BaHue 0ENKOB — 06bIYHbIM
wpugtom.

6. K cTatbe fomkeH ObITb NPUNOXEH CNUCOK LUTUPYEMOIA UTEpaTypbl,
0QOpMIEHHBIN CnegytoLum obpazom:
« (NMCOK CCbINOK NpUBOAWMTCA B MOpAAKE LMTUPOBaHMA. Bce McTouHuKM
JOMKHbI ObITb MPOHYMEPOBaHbI, @ UX HyMepauua — CTPOro CO0TBETCTBOBATb
HyMepaLui B TekcTe cTatbu. (Cbinku Ha Heony6ankoBaHHble paboTbl He fony-
CKaloTCA.
« [InA KaXA0T0 UCTOYHNKA HEOOXOANUMO YKa3aTb: GaMMAUN 11 MHULMANbI ABTO-
poB (ecn aBTopoB 6onee 4, yKa3bIBAKTCA NepBble 3 aBTOPa, 3aTeM CTaBUTCA
<A fip.» B PyCCKoM unm «et al.» — B aHINICKOM TeKcTe).
« [lpu CCbinKe Ha CTaTby U3 XYPHANOB YKa3bIBAIOT TaKKe Ha3BaHMUe CTaTby,
Ha3BaHue XypHana, rofi, ToM, HOMep BbIMycka, CTPAHMLbI.
« Mpu ccoinke Ha MOHOrpaduM YKa3biBaOT Takxe NOSHOE Ha3BaHUe KHUTH,
MEeCTO U3/1aHNs, Ha3BaHUe M31aTeNbCTBa, Fof U3AaHMA.
« [pu ccoinke Ha aBTOpedepaTbl AnccepTaLmil yKa3blBAKT TakKe NONHOE Ha-
3BaHue paboTbl, JOKTOPCKAA WAN KaHAMAATCKAA, FO4 1 MeCTo U3AaHuA.
« [Tpu ccbinke Ha AaHHble, nonyyeHHble U3 MHTepHeTa, yKa3biBaloT INeKT-
POHHbII afpec LUTMPYEMOro MCTOYHNKA.
+ Bce CCbINKM Ha nuTepaTypHble UCTOYHUKI NeyaTaloTca apabckumu Ludpamu
B KBaApaTHbIX ckobkax (Hanpumep, [5]).
+ KonuuectBo LuTnpyembix paboT: B OpUrMHANBHBIX CTaTbAX XeaTebHO He 60-
nee 20—25 MCTOYHIKOB, B 0630pax nuTepatypbl — He Gonee 60.

7. TpeacTaBnenue B pefakLmio paHee ony6MKOBaHHbIX CTaTeil He fony-
CKaeTca.

8. Bce cTaTby, B TOM UnCNie NOATOTOBNEHHbIE aCMpaHTaMV U COUCKaTeNs-
MU yYeHoI CTeneHu KaHAMAATa HayK No pe3ynbTaTaM C0bCTBEHHDIX UCCNef0Ba-
HUiA, NPUHMMAIOTCA K NeyaTy becnnatHo.

(TaTbM, He COOTBETCTBYIOW|ME AAHHbIM TpeGoBaHUAM, K pac-
CMOTPEHUI0 He NPUHUMAIOTCA.

PaccmotpeHue craTby 3aHMMaeT He MeHee 8 Hepienb.

Bce noctynaiowue ctaTby peLieH3npyioTcs.

MpucnaHHble MaTepuanbl 06paTHO He BO3BPALLAOTCA.

Pepakuua octaBnset 3a co6oii npaBo Ha peflaKTUPOBaHMe (Ta-
Teil, NpeficTaBNeHHbIX K Ny6nukaumm.

ABTOpbI MOTYT NPUCbINATHL CBOU MaTepuanbl no agpecy:
115478, MockBa, Kawwmpckoe wocce, 24, c1p. 15, 0TBETCTBEHHOMY CeKpeTapio
www.neuromuscular.ru, e-mail: info@neuromuscularru
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HEMPOH-CIMEKTP-5

32-KaHanbHbli aneKTpoaHuedanorpad sKcnepTHOro Knacca

32 93l-KaHana + 9 AONONHUTENIbHbIX KAaHAN0B

MepBbI POCCUNCKMIA 32-KaHaNbHbIN 31eKTPO3HUedaso-
rpa¢ c 601bWMM KOIMYECTBOM BbICOKOKAUYECTBEHHbIX
nonurpadpuryecknx KaHaaoB, KOTOPble MOTYT UCMO/b30-
BaTbCA ANA pPerncTpaymm ntobbix curHanos — ot 0
0,0 KOPOTKO/IaTeHTHbIX BI.

MpoAaBUHYTbIE MUHCTPYMEHTbI MaTeMaTUUEeCKOM
06paboTKK 1 aHanusa I3r

JHuedanorpad KOMNAEKTyeTca NPorpammont ¢ Habopom
pas/IMYHbIX BUAOB aHanusa. Cpean HUX — aMnAUTYAHbIN,
CNeKTpanbHbI1, BUCNEKTPaNbHbINA, NEPUOLAOMETPUYECKUN,
KOPPEeNALUNOHHbIW, KPOCCKOPPENALMOHHbIN, KOrepeHT-
Hbll, CPAaBHUTE/IbHbIN, BeMBNET-aHAN3, aHaIN3 He3aBU-
CUMbIX KOMMOHEHT U 3NNNeNTUHOPMHON aKTUBHOCTY.
Mporpamma MOXKeT CTPOUTb ABYX- U TPEXMEPHbIe TOMO-
rpaduyeckme KapTbl BCEI 3aMUCK M BbIBPAHHOTO y4acTKa
KpUBbIX. Pe3ynbTaTbl BCEX BUA0B aHaIM3a CUHXPOHU3NPO-
BaHbI C 3aNMCaHHbIMU KPUBLIMMU.

KHonKa ynpaBneHus perucrpauueit
Ha nepeaHen naHenu 6nokKa sHuedanorpada

[Ona ynobcTea No/ib3oBaHMA NpMHOPOM Ha ero nepeaHemn
naHe M HaXo4AMTCA KHOMKA, KOTOPasa BKAKOYAET PeXUm
M3MepeHNa UMMNeSaHca, YTO NO3BOAET Bpayvy nocne
YCTAHOBKM 3/1EKTPOA0B Ha NaLMeHTa U3MepATb MMne-
[OaHC, He 0TXoAA OT 06CieAyeMOoro U He Haxknumas HUYEro
Ha KoMnbtoTepe. 3HaYeHMA UMNeAaHCa BCeX 3/1EKTPOA0B
oTObparkatoTcA CBETOAMOAAMM, TAKKe PACMOIOKEHHbIMM
Ha nepegHel naHenu anekTposHuedanorpada.

Kpome Toro, KHOMKa No3BosAeT 3anyCTUTb MOHUTOPUHT
93l-curHana un ero 3anuch.

12 BapuaHTOB pacwmpeHua GpyHKLUN npubopa

Bo3amoxKHoCTM npnbopa moryT 6bITb paclinpeHbl

12 pasnnyHbIMKM cnocobamu, fobasaaownmmn GyHKLUN
BMAEOMOHUTOPA, NoAncomHorpada, MOHUTOpPA Lepe-
6panbHOM GYHKLMM, CUCTEMbI PETUCTPALLUM KOPOTKONA-
TEHTHbIX U A/IMHHONATEHTHbIX BbI3BaHHbIX MOTEHLLNANOB,
muorpada n petnHorpada. MHOXKeCTBO PyHKLMUN

B Hebonbwom npubope — MaeanbHbl BApUAHT ANsA
YaCTHbIX KNIMHUK U CEMENHbIX Bpayen.

-
@ He“poco¢T BO3MOXXHOCTb AUCTAHLLMOHHOIO MOHUTOPUHTA

MporpammHoe obecneyeHne KOMMIeKca NO3BONAET

www.neurosoft.com, com@neurosoft.ru cneauTb 3a X0A40M 06CNef0BaHNA yaanieHHOo, Hanpumep,
TenedoHbi: +7 4932 24-04-34, +7 4932 95-99-99 Ha creumManbHOM NOCTY HabaoAeHMA, UCNONb3yA cpea-

®akc: +7 4932 24-04-35 CTBa CETEBOro COeAMHEHNA, U B C/lyYae HEOBXOAMMOCTH
Poccua, 153032, r. BaHOBO, yn. BOpoHUHa, 4. 5 npeanpUHUMaTb HEOT/IOXKHbIE KOPPEKTUPYIOLLNE MEPbI.
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Memoponorus

Merom, UCITOTB30BaHHBIN AJII cOOpa,/CeNICKIINN T0Ka-
3aTeJIbCTB, — MTOUCK B JIEKTPOHHBIX 0a3ax TaHHBIX.

JlokazarenbHas 6asza misl myoaMKauuu — W3JaHUs,
Boueaie B KokpaHOBCKYy0 OUOIMOTEKY, Oa3bl JaHHBIX
Excerpta medica database (EMBASE) u MEDLINE. Ity-
OrHa MoucKa cocTaBua S JIeT.

MeTonamu, UCIIOIB30BAHHBIMHU JIJIST OLIEHKU Ka4ecTBa
W CWJIBI JOKA3aTeJIbCTB, SIBJISITIMCH KOHCEHCYC 9KCIIePTOB
U OIleHKAa 3HAYMMOCTU B COOTBETCTBUM C PEUTHHTOBOI
cxemoii (tada. 1).

Taomuua 1. Peiimuneosas cxema 045 OUeHKU CUAbL PeKOMeHOauuu

Crenenb

pexome ~ KauecTBo 10Ka3arenpcTBa

Coracyonmecst TaHHbIE XOPOIIIO BBIIOTHEH-
HBIX PAHIOMHU3MPOBAHHBIX KOHTPOJIUPYEMBIX
MCIBITAHUI M1 HEOTIPOBEPXUMBIE OKA3a-
TeJIbCTBA B KAKOWM-JIMOO ApYyroi hopme.
JlanbHERIINE UCCIIEN0BAHMS BPS JIM U3MEHST
YBEPEHHOCTbD B OLIEHKE TTOJIb3bI ¥ PUCKA

1A. CusibHas peKo-
MeHmanus. Beicokast
JI0OKa3aTeJIbHOCTh

JlaHHBIE paHIOMU3UPOBAHHBIX KOHTPOJIUPYE-
MBIX UCTIBITAHWI C BAXXHBIMU OTPAHUICHUSIMU
(IpOTHBOpPEYMBBIE PE3yIBTAThI, METOLOJIOI U~
YecKre HeI0CTaTKU, KOCBEHHbIE WJIM HETOU-
HbIE) WINA OYEHb YOeTUTEIbHbIE 10Ka3aTeIbCT-
Ba B KaKoM-1100 Apyroui hopme.
JlanbHeimme uccaeaoBaHusl (e OHU
TIPOBOJISITCS), BEPOSITHO, OKAXYT BIMSIHUE

Ha YBEpPEHHOCTb B OLIEHKE TOJIb3bl U PUCKa

Y MOTYT €€ U3MEHUTh

1B. CuibHast
peKOMEHIAIIVSI.
YMepeHHas 1oKa3a-
TEJIbHOCTh

JlaHHbIe 13 HAOTIOATETbHBIX UCCIIEN0OBA~

HUI, 06CCUCTEMHOTO KJIMHUYECKOTO OIbITa
1C. CwibHast peko- WU U3 PAHIOMU3MPOBAHHBIX KOHTPOJIUPYE-
MeHzpauusl. Hu3kast  MbIX MCTIBITAHMIA C Cepbe3HBIMM HelocTaTKa-
TTOKA3aTeTbHOCTh MH.

JIto6ast olieHKa 3deKTa sIBJseTcsl Heornpeae-

JIEHHOW

Cortacyrolyecst JaHHbIe XOPOILIO BITOJIHEH-
HBIX PAaHIOMM3UPOBAHHBIX KOHTPOJIUPYEMBIX
WCIIBITAHUI WJIM HEOTIPOBEPXKUMBIE JOKA3a-
TEJIbCTBA B KAKOM-IM00 Apyroit hopme.

2A. Crnabast pexo-
MeHIauusi. Beicokast

JTOKA3aTeTbHOCTh .
JlanbHERIIe UCCIEI0BAHMUS BPSII JIM U3MEHSIT
YBEPEHHOCTh B OIIEHKE MOJIb3bI U PUCKA
JlaHHBIE paHTOMU3UPOBAHHBIX KOHTPOJIUPYe-
MBIX UCTIBITAHMIA C BaXKHBIMU OTPAHUIEHHSIMI
(TIpOTUBOPEYMBHIE PE3YITBTATHI, METONOIOTH~
2B. Cnabas YECKUE HEAOCTaTKU, KOCBEHHBIE MU HETOU-
PEKOMEHIAIIVISI. HbIE) WIA OYCHb YOS TUTETbHBIE T0KA3aTeIbCT-
YMepeHHas ioka3za- Ba B Kakoii-1ubo apyroii popme.

JlanbpHeiIme cciaenoBaHus (€Ca OHI
MIPOBOJIATCS), BEPOSITHO, OKAXYT BIMSIHIE
Ha yBEpPEHHOCTD B OIICHKE TIOJIb3bI ¥ PUCKA
1 MOTYT €€ M3MEHUTh

TEJIbHOCTb

JlaHHBIe U3 HAaOTIOIATETbHBIX UCCIIEIOBAHMUIA,
06eCcCUCTeMHOTO KITMHUYECKOTO OITbITA,

WY U3 PAaHIOMU3UPOBAHHBIX KOHTPOJIMPYE-
MBIX UCITBITAHUI C CEPbe3HBIMU HETOCTATKAMM.
JIto6as olieHKa 3 deKTa sSBsSeTcs: Heonpeae-
JICHHOW

2C. Cnabas peko-
MeHgauus. Huskast
J10Ka3aTebHOCTh

*[[ugposoe 3nauenue coomeemcmeyem cuie peKomeHOayuu, OyKG@eH-
HOe — YPO8HI) 00KA3AMeAbHOCIU.

bone3ub Momne: o6wue cBeaeHus

Onpenenenue. bonesus [Tommne (BIT), vmm rmkoreHo3
IT Tuna, — peakoe MyJIBTHUCUCTEMHOE HAaCIEACTBEHHOE
3aboieBaHue HakoruieHus: (OMIM: 232300), cBsg3aHHOe
¢ n1euuToM (hepMeHTa KUCION MaibTa3bl B TM30COMaX.
[MpenMyiiecTBEeHHOE HaKOTUIEHHE TIIMKOTeHa OTMEYaeTCsT
B CKEJICTHBIX MBIIIIIAX, HO B Pa3HOU CTEITEHN MOXET 00-
HapyXXuBaTbCcd W B APYTUX OpraHax M TKaHIX, BKIIIOYAs
CEPIEYHYIO MBIIIIILY, TIe4eHb, HEPBHYIO CUCTEMY, IJIAIKYIO
MYCKYJIaTypy 1 1Ip.

B nmutepatype UCTIONb3YIOTCS CIIEAYIONINE OOIIEeTPy -
HATble CHHOHUMBI BIT: 6oie3Hb HAKOIUIEHUS TJIMKOTeHa
IT tTuna (GSD—II), nedunut kuciaoit MmansTassl (AMD),
riukoreHo3s Il Tuna.

Dmaaemuoorns. ToaHast pacripoctpaHeHHOCTh BIT Hens-
BecTHa. [1o TaHHBIM Pa3HBIX aBTOPOB, YaCTOTa BCTPEYaeMOCTH
00JIE3HN B 3aBUCUMOCTH OT CTpaHbl M STHUYECKOI TTPUHAI-
JIEXXHOCTH BapbUpyeT B Auana3oHe ot 1:40000 xo 1:300000.
Hamnpuwmep, B FOxxnHoM Kutae 1 Ha TaliBaHe yactora Kjtaccu-
Yyeckoii MiaaaeH4Yeckoi (MHbaHTUIbHOM) hopmbl BIT (MBIT)
coctapisier 1:40000—50000, T. e. aarHocTupyetes y 0,5—
1,0 % nHaceneHus M SIBISIETCSl CaMbIM PaclpOCTpaHEHHBIM
TUTIOM TJIMKOTeHOo3a. Ecim paccmarpuBaTh naHHbIE 10 Taii-
BaHIO OTJEILHO, MoKa3areiab 3abojeBaeMocT — 1:33134.
ITo pesynsraraM CKpMHWHTa HOBOPOXKIEHHBIX TI0 CyXOMY
TATHY KPOBU B ABCTPUM pactipocTpaHeHHOCTh BIT — 1:8684.
B Tonmanauy yactoTta BeisiBAeHUS raukoreHo3a II tuma
y muaneHies coctanisier 1:138 000, a hpopmnl BIT ¢ mo3a-
HuM HavyajgoM — 1:57 000. CerogHs cuuTaercs, 4TO CyM-
MapHas pacnpoctpaHeHHocTh BIT — 1:40 000.

Knaccuduxanus. BIT oTHOCUTCS K TJIMKOTeHO3aM —
TPYTIIE PeIKNX HACHENCTBEHHBIX OOJIe3Hel HapylIeHUs
MeTaboIM3Ma TIIMKOTeHa, CBSI3aHHBIX C U3MEHEHUEM He-
CKOJIBKMX (hepMEHTOB, BOBJIEYEHHBIX B CUHTE3 M pacriaj
rmuKoreHa. K KITMHM4YecKM TpOSIBIIEHUSIM 00JIE3HU OTHO-
CSITCSI TIATOJIOTMYECKME HAKOTUIEHUSI TIIMKOTEHA 1 TIPOIYKTOB
€ro MeTabosm3Ma B KiieTKaxX. CeromHs BBIAEISIOT 8§ OCHOB-
HBIX TUTIOB TIMKOTeH030B. BIT oTHOCHTCS K TITMKOTeHO3Y
IT Tuna, cBI3aHHOMY C HEAOCTATOYHOCTBIO JTU30COMHOM
o-1,4-rmoKo3uaassl, TPUBOASIIEH K U30BITOUHOMY HaKO-
TJICHWIO TIIMKOTeHAa HOPMaJIbHOM XUMWIECKOM CTPYKTYphI
B CepIlIe, CKEeJICTHRIX MBIIIIIAX, TIEYeHI, MO3Te.

CornacHo MexayHaponHO# KiaccubUKIUU 0oJie3-
Heil 10-ro nmepecmotpa (MKb-10) 3a6oneBaHue oTHO-
cutcs K Kiaccy IV — 6one3Hu SHAIOKPUHHOM CUCTEMBI,
paccTpoiicTBa MUTaHUS U HapyllleHne oOMeHa BEeIlecTB,
E74.0 — 6one3HU HAKOIUIEHUS TIIMKOTEHA.

Bcex marmenToB ¢ mmkoreHo3oM 11 Tuma He3aBrucuMo
OT Je010Ta OTVIMYAET HEYKIIOHHO TTPOTPeCCUPYIONINI Xa-
pakTtep TedyeHus 6oJie3Hu. [1pomorrkaroiieecst OTIOXKeHUE
TJINKOTEHA B TKAHAX-MHUIIICHSIX HapyIIaeT UX (PYHKIIMIO U,
B KOHEYHOM MTOTE, IPUBOIUT K HEOOPATUMBIM CTPYKTYP-
HBIM M3MEHEHUSIM TKaHeit 1 rubenu 6ossHoro. BIT Xapak-
TEPU3YeTCS TTOJIMOPTAaHHOM MMaTOIOTUEl, HO B 3aBUCUMO-
CTHU OT BpeMeHM MaHMdeCcTallM1 YacTOTa BOBJICUEHUST TeX
WJIA WHBIX OPTAaHOB Y CUCTEM pasinyHa.

TOM 6
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HepBHo-Mblweynbie BONTE3HU

Jlexuuu u 0630pbi

IMonbiTkM Kiaccudukaimu bIT B 3aBUCUMOCTH OT BO3-
pacrta ae0loTa ¢ BblIeJIeHeM MIaJeHI4eCKoi (popMbl ¢ Ma-
HudecTaleit Ha IepBOM rofy K1U3HU (C MoApa3aeaeHueM
Ha paHHIOIO, MO3AHIOK MiIaleHYeckue GhopMbl, Ghopmy
¢ KapauoMuonaTueid M 6e3 Hee U T. I1.), N€TCKOM, IOBe-
HWIBHOM W B3pOCJION HE HaIId €NUHOAYIIIHON Moaaep-
KKM CIEUJTUCTOB.

CeroaHs ¢ y4eTOM €IMHOT0 MaToreHe3a IJMKOreHo3a
I1 Tuna BeImesII0T TOBKO 2 BapuaHTa BII B 3aBucuMOCTH
OT BpeMeHH Je0r0Ta CUMIITOMOB.

1. MBII, manudectupymolas B Iepuoa HOBOPOX/IEH-
HOCTU WIM B MJIaZleHYeCKOM Bo3pacte 10 < 1 rona;

2. BI1 ¢ nozanum HavyanoMm (BITITH), Bo3pact > 1 roaa.

Kaxnas uz popm nmeeT cBoM 0COOEHHOCTU KIMHM-
YeCKOro TeUeHUsl, aITOPUTMOB IUATHOCTUKU U TaKTUKU
BEJEHUS MMalleHTOB.

MBIT xapakTepu3syeTcs TSKEIbIM MIPOTrPeCCUPYIOLIUM
T€YeHHEM U OBICTPHIM Pa3BUTUEM MOJMOPTaHHOM MaToJI0-
MU — MBIILIEYHOU TUIIOTOHUEN U C1abOCThIO, CepAeYHOM
HEIOCTaTOYHOCTbIO B pe3yJibTaTe TUIepTpoGhUIEeCKOn
KapAXOMUOIIAaTUH, IbIXaTeIbHOM HEOCTaTOYHOCThIO Ha (ho-
He cjabocTu auadparMbl U MeXXKpeOEpHBIX MBIIIILL, Hapy-
IIEHUSMW MUTaHUS (TPYIHOCTU TIPU BCKaApMJIMBAHUU)
13-3a C1a00CTHY JIMLIEBOM MYCKYJIaTyphbl M YBEJIUYEHUS pa3-
Mepa s13blKa, yBeanueHueM nedeHu. Cmeptb npu MBIT
yalie BCero HacTyIaeT Ha MepBOM IOy KU3HU OT cepley-
HO-JbIXaTeJbHOI HENOCTATOYHOCTH.

BIIITH otninyaercs ot MBI 6oJiee MATKUMU KJIMHM-
YECKUMU MPOSIBICHUSIMU U TeYEHUEM, OTCYTCTBUEM MOJIH -
OpraHHOi MaTojI0ruu (TIopakeHue cepala KpaitHe peaKo)
U MO3THUMU OCJIOKHEHUSIMU CO CTOPOHBI JbIXaTeIbHOM
CHCTEMBI B pe3yJIbTaTe C1Ia00CTU MBI 1UadparMbl 1 MeX-
pebepHoii MycKyaTypbl. OOBIYHO MAaLMEHThl MOTMOaIOT
OT IIbIXaTeJIbHOW HENOCTaTOYHOCTU U WHOEKIMOHHBIX
JIETOYHBIX OCJOXHEHMM. JIeTalbHOCTh 3aBUCUT OT MO-
MEHTa HavyaJla ¥ MOCJeIyIolIero xapakrepa TeyeHus 0o-
JIE3HU ¥ MOXKET HACTYIIUTh B AETCKOM, IOHOIIIECKOM, B3pO-
CJIOM WJIM IIPEKJIOHHOM BO3pacTe.

Bosiee noapobHO KIMHMYECKast KapTMHA BbIIEIEHHBIX
¢opmMm BII paccMoTpeHa HUXKe.

T'eneruueckuii nedpext npu bBIT mposiBisieTcst HemocTa-
TOYHOCTBIO (hepMEeHTa KMCJIOM MaJibTa3bl (KUCION 0-TJTHOKO-
3unassl (KAT)). Ien KAl tokain3oBaH Ha JUIMHHOM IUIeYe
17-i1 xpoMmocombl (17g25.2-q25.3), coctout u3 20 3K30HOB
u umeet pasmep 20 K6. CeromHst MaeHTU(GULMPOBAHO
oonee 300 MyTaumii 3TOro reHa, U UX YMCJIO MOCTOSTHHO
pactet (TabJ. 2).

MyTaumsa reHa TPUBOAUT K CHIDKCHHIO CHHTE3a
WIN TIOJTHOMY OTCYTCTBUIO (DepmeHTa KAI, KOoTOpHIit OT-
HOCHTCS K IPYIIITE JIM30COMAIBHBIX THApOIa3. 3aboeBa-
HHE MOHOTEHHOE, HACJIEIyeTCsT IT0 ayTOCOMHO-PEIIECCUB-
HOMY THITY.

IMarodusuonornss. Mytanusa B 2 Kormsix reHa KA,
KOIVPYIOIIETO JTN30COMaIbHBIN 9H3uM KAI, oTBevarormii
3a JerpaJaliio IIIMKOTeHA B JIM30COMAX, TIPUBOANT K Pa3HOM
crerieHu nedunura su3uMa. MBI pazBuBaeTcs mpu 3Ha-

YUTEJTLHOM CHIDKEHHUU (0OBIYHO < 1 % B KynbType KOXK-
HBIX (prbpodiactoB (KK®)) mim mMoaHOM OTCYTCTBUU
akTBHOCTU 3H3UMa KAT. Bobliie Bcero mMKOreH HaKa-
IUIMBAETCs B CKEJICTHBIX MBIIIIAX U TeueHU. OTIOXKeHnE
WA YTUIM3ALUSI TJIMKOTeHA 3aBUCSAT OT ITOTPEOHOCTH
opraHu3Mma B IJl0Ko3e. broxuMmuueckue IpeBpalleHus
[JIMKOI€HA B TICYEHM CITIOCOOCTBYIOT MOAACPKAaHUIO HOP-
MAaJIbHOTO YPOBHSI IJTFOKO3bI B KPOBU. B CKeJIeTHBIX MBIIIIIAX
npu MeTabojrM3Me INIMKOreHa obpasyeTcs IJII0K030-6-
ocar, yuacTByro1Mii B mpoliecce OKUCIEHUS U TTPOTYK-
LIMA DHEPIUU, HEOOXOAMMOM IS HOPMaJbHOU pabOThI
MBIIIIIBI (€€ COKpAILEHUS U pacciabieHust).

Tadmana 2. Haubonee pacnpocmpanennvie mymayuu npu bI1

Tenorun Pernon
IVS1-13T>G Espora
(c.-32-13T>G) P
Asp645Glu (¢.1935C>A)  TaiiBaHb

Arg854X (c.2560C>T)
del525T (c.525 delT)

del exon 18

Adpuka, Kapubckue octpoBa
Tomnanous

Tomnanaus

MeTabo113M TITUKOTeHA TTPOMCXOIUT ITyTeM TOCIIEIO-
BaTeJILHOTO OTILIEIICHUS OCTATKOB TJIIOKO3bI B BUIE TITIO-
K030-1-ocara. [Imko3unHas CBSI3b paclleTuISIETCs C UC-
MOJIb30BaHNEM HeopraHmdeckoro ¢ocdara m pepmeHTa
rukoreHpochopuniassl.

1. Tnukorengocdopurnaza paciiernisieT ToJbKo a-1,4-
IIMKO3UIHbBIEC CBsA3K. [loaTalTHOE OTIETUIEHHEe OCTaTKOB
TITIOKO3HI TTPEKpaIacTcs, KOTa 10 TOYKY BETBJICHUS OCTa-
ercs 4 MoHoMepa (peakuus 1).

2. Peakiius 2 3akjiouaercs B IepeHoce 3 OCTaBLIMXCS
JIO TOYKW BETBJICHUS TITIOKO3HBIX OCTATKOB Ha HEPETyII -
PYIOIINIA KOHEIl COCETHEH IETIH TTPH YIACTUU OJINTOCAXa-
puaTpaHcdepassl, VITUHSS ee ¥ TAKIM 00pa3oM co3naBast
yCIoBUS 151 AericTBUS pochopuiassl.

3. Peakums 3 TIpoMCXOOUT IIPU ydacTUH (pepMeHTa
KAT, 4TO IpUBOIUT K TUAPOIUTHIECKOMY OTIICIIIICHHIO
TJIFOKO3HOTO OCTaTKa B BUIE CBOOOMHOM TIIIOKO3KI. B pe-
3yJbTaTe OTIICIUICHUS CBOOOMHOM TJIIOKO3BI HEpa3BeT-
BJICHHBII Y9aCTOK IJTMKOT€HA MOXET BHOBB aTaKOBAThCSI
docdopunazoit. OTcyTcTBUE UM 3HAYUMMBII gepuunt KA
MPUBOAUT K MAaCCUBHOMY HaKOIUICHUIO TJIMKOTeHA B JIM-
30COME M €€ TIepepacTSLKEHUIO, BIJIOTH 0 Pa3pyIIeHUS.

I1pu BII rmukoreH MoXeT HaKaruIMBaThCsI IPaKTUYE-
CKH B JTIOOBIX TKAHSIX, TIPY 9TOM HAOIIOIACTCS IIPEUMYIIIE-
CTBEHHOE €T0 HaKOIUICHHWE B pa3JIMIHBIX OpraHaxX M TKa-
HSIX, KOTOpOE 3aBUCUT OT (popMbl 60s1e3Hu. Tak, mpu MBI1
IJIMKOTeH HaKaIUIMBaeTCsl B CKEJIETHOM MYCKyJaType,
cepAeUHO MBIIIIIIe, IeYeH!, MBIIIIaX s3bIKa. Pexe aHo-
MaJIbHBIC OTJIOKEHHUSI MOTYT BCTPEUYATHCS B MBIIICYHOM
CJIO€ COCYIVCTOM CTCHKH, OTIPEIeIIsisl pa3BUTHE aHEBPU3-
MBI 1 MaJb(opMalinii, a TaKKe B KJIeTKaX [HEHTPaTbHOU
u nepudepuyeckoir HepBHOM cuctembl. [Ipu BIITTH,



Jlexyuu u 0630po!

HepBHo-Mblweunbie 5O JIE3HH

B oriinurie oT MBI, Gosnbilie Bcero crpamaer CKeJaeTHast MyC-
KyJIaTypa, B TO BpeMs KaK ITOpaxkeH1e OCTaJIbHBIX Opra-
HOB M TKaHEI BCTpedaeTcsl 3HAYUTEIBHO peXe U 10 TS-
KecTU nopaxeHust He conoctaBuMo ¢ MBII. Ha nmo3mHux
cragusx BITITH cHuxeHue ciayxa, HapylIeHUE MOYeu-
CcIycKaHUS M gedeKanu, a TakKKe CIyJaifHO BBISBJISIC-
Mbl€ BHYTPMMO3TOBbIE COCYIUCThIE MAIb(OpMALIMK Yallle
BCETO CUMTAIOTCSI IIPU3HAKAMHU OCHOBHOTO TeHETHIECKO-
ro nedekra.

Bropuanbie (haKTOpHI MOTYT BIMSITH HA KITMHUIECKOE
teueHne BI1 y marmeHTOB ¢ OMMHAKOBBEIMU T€HETUICCKH -
MU MYTalLlMSIMU, YTO COOTBETCTBYET CAa00M KOppeasiliuu
MeXIy TeHOTUIIOM U (heHOTUIIOM. HecMoTps Ha pa3HO-
obpasue kiamHWYecKoit KapTuHbl, BI1 xapakrepusyercs
HEYKJIOHHO IIPOTPECCUPYIONIMM TEUCHHUEM C Pa3HBIMU
BapuaHTaMu IIporpeccupoBanus. Jluaraoctuka BIT He-
3aBHCHMO OT ()OpPMBI OCHOBaHa Ha OIICHKE KIIMHNIECKIX
CUMIITOMOB, TaHHBIX MHCTPYMEHTAJIBHBIX U J1TA00paTop-
HBIX 00CJIeIOBAHUIA.

RnuHuyeckue npoasneHus

mnagenyecxoil hopmbi 6onessu Nomne

Bo Bcex cnyvasix npu nopo3penuu Ha MBII 06s13a-
TETHHBIM SBJISICTCS] yTOYHEHME CEMEIHOTO aHaMHe3a (paH-
HHE CMEPTHU B ceMbe, TMOEb MeTeil B paHHEM IETCKOM
BO3pacTe, HEOOBIYHBIC MBIIIICYHBIC TTPOSIBJICHIUSI, MAOTIA-
THH); C YYETOM Pa3BUTHUS ITOJTMOPTAHHON IMAaTOJIOTHH I10-
Ka3aHbI paclInpeHHBIC Ja00paTOPHBIC M MHCTPYMEHTAb-
HBIE 00CIIeTIOBAaHNA.

I1epsbie mpuzHaku u cumiitoMbl MBI Bo3HuKaloT yxe
Ha 2—3-M Mecstax xku3Hu. [1pr ocMoTpe Ha IpremMe y me-
IraTpa OOHApYKMBAIOTCS MBIIICYHAS TUTIOTOHUS U TIPO-
rpeccupyloniasi MbliedyHasi ciaboctb. JIuio pebGeHKa
MmproOpeTaeT XapaKTepHBIN BUI: pOT IIPUOTKPHIT, TIOJIOCTh
pTa 3aI1oTHeHa YBEIMICHHBIM SI3BIKOM (Y 1/3 MiameHIeB),
MUMMKa ocjabjieHa. Marthb xKajlyeTcsl Ha TO, 4TO peOeHOK
CTaJl IJI0XO OpaTh Ipy/ib, OBICTPO YCTAET ITPH COCAHUU, UMEET
TTIOHIDKEHHYIO Maccy Teja. JanpbHeIit o0CMOTp BBISIBIISIET
TUTOTHOCTB MBIIIIII, TIPU3HAKU TBIXaTeIbHOU 1 CEPAeTHOM
HEIOCTaTOYHOCTH: OJICTHOCTD KOXKMW, IICHTPAIbHBII IIMAHO3,
aKpoOLMaHO3, TUIIEPTUAPO3, CTOHYILIEE AbIXaHUE, YUacTHeE
BCIIOMOTaTeIbHOM MYCKYJIaTyphl B aKTe JIBIXaHUS, nedop-
Malusl TPYAHON KJIETKU MO TUITy «CepAEYHOrO ropda»,
pacimpeHne TpaHUuIl OTHOCUTEIBFHOM CepaeyHOM TYTIOCTH,
ocabeHue epruhepruIecKoi My IbCallii, TeITaTOMET NS,
nepudepruIecKre OTeKn. B Ierkux aycKyabTaTHUBHO OIIpe-
TIEJISTIOTCS 3KECTKOE AbIXaHUe, YaCTO — IIPOBOMIHBIC XPHITHI,
ocmabJIeHre IbIXaHUs CJIeBa, TAXUITHOD; TIyX1e TOHBI cep-
II1a, CUCTOJIMYECKUI IIIyM Ham BCeil 0OJIACTBIO cepila,
HapylleHUe pUTMa cepaua (Taxukapavs, OpaauKapaus,
xemynoukoBas aputMust). st MBI xapakTtepHO pa3BUTHE
aTeJIeKTa30B JIETKNX Y MJIAICHIICB, B OCHOBHOM — B HIDKHEI
ITOJIe JIEBOTO JIETKOTO 3a CUeT CHABJICHUS IIABHOTO OpOHXa
ruIepTPOUPOBAHHEBIM CEPILIeM; TIeueHb yBemdeHa. PeH-
TreHOJIOTMYECKOE UCCIIEI0BAHUE TPYIHOM KJIETKU BbISIBIISI-
er runeprpoduueckyio Kapauomuomnatuio. Ilpu Gomee

no3aHeM aebtote MBIT B aHamMHe3e MpUCYTCTBYIOT YacThie
pecrupaTopHble MHMPEKIUH.

IIpy HEBpPOJIOTMUYECKOM OCMOTPEe OOHApYKMBAETCSI
BBIpaKEHHAsI 3alepXKKa pa3BUTUSI B BUIC HapyIIeHUs
(bopMUpoOBaHUSI MOTOPHBIX HABBIKOB: CHIMIKEHA CIIOHTaH-
Hasl ¥ IPOM3BOJIbHASI IBUTATEIbHAS AKTUBHOCTh, PEOEHOK
He JIEPKUT T'OJIOBY, HE ITEPEBOPAYMBACTCSI CAMOCTOSTEIIBHO,
He cuauT. Cl1abocTh MPOKCUMAIBHBIX MBI B TIOJIOKEHUH
JIexKa IIpUAaeT peOeHKY XapaKTEPHYIO «I103Y JISITYIIKI» , IPU
MOMBITKE MOAHSTH €r0 32 PYKH T'0JIOBa OTKUABIBAETCS Ha-
3an. [1pu yaepxxaHuu pebeHKa Ha pyKe — TUITUYHBIA BUIL
«BSIIOTO pebeHKa». Bo3MoXXHBI U30MpaTeIbHas TUIIEPTPO-
(st 1 manpIIaTOpHAs IUIOTHOCTD MBIIII HYDKHUX KOHEY -
HocTel. CyxoxXuibHbIe pedeKchl B 1e0I0Te MOTYT ObITh
COXpaHEeHBI, HO 10 Mepe MPOTPecCUPOBaHUsI 3a00J1eBaHUSI
yracaioT. B Ta6:1. 3 npencraBieHbl OCHOBHBIE CUMIITOMBI
MIIB.

Taomana 3. Ocrosnvie cumnmomvt MBI no dannsim aumepamypot

KiIMHHYeCKHii CHMIITOM Yacrora, %
CUHAPOM «BsUIOTO peOeHKa», OBICTPOE MPOrPeCCUpo-
BaHME MBIIIEYHON CJ1a00CTH, aKCHaTbHAsI TUITOTO-
HUSI, CHIKeHEe MOTOPHOM aKTUBHOCTH, C1a00CTh <9
MUMWYIECKUX MBI, apedieKCrs B TIO3IHEN CTaIuu -
3200J1eBaHMsI, UKPOHOXHBIE MBIIILIBI IUIOTHBIE
TIPY MATbITAIAN
Kapmaromeranust, KapIuoMUAOTIATHS 1/ WA CepAeIHAST <95
HEIO0CTaTOYHOCTb
TemaTomeranus <82
Makxkpornoccust <62
TpyaHOCTH IPM BCKAPMJIMBAHUY U CHIDKEHUE MACChHI <50
TeNna
YacTble peciipaTopHble MH(MEKIMHU, peCITUPATOPHbII 30—40
JIUCTPECC Y CHUKEHME BIXaTeTbHOU (DYHKIIMHI
IoBbiieHue ypoBHs kpeatnHkrHa3bl (KK) 100
BricTpoe 1 HeyKIIOHHOE TIPOTPECCUPOBAHUE 100

3a00JIeBaHUST

J10CTaTOYHO YacTO K OMMCAHHBIM BBIIIE U3MEHEHUSIM
MPUCOSANHAIOTCS HecnenbUIeCKIe HapyIeHUs B BUIE
00IlIero HeAOMOTaHMS, Pa3ApaKUTEIbHOCTU peOeHKa,
MOBBIIIEHHOM MOTJIMBOCTH, PBOTHI U 3allOpoB. PenkuM,
HO HAaCTOPaXXKMBAIOIIUM Pe3yJIETATOM OCHOBHOI'O MeTabo-
JIN4ecKoro AedeKkTa ABsIeTcs CHIDKeHUE ciayxa. B pe3ynb-
TaTe HapyLIEHMUs Pe30pOLY CIIMHHOMO3TOBOM XXUIKOCTH
pa3BuUBaeTCs ruapoledanus.

RnuHuyeckue npoasneHus

Gonesnu Momne ¢ NO3AHUM HaYanom

MBI otnuyaeTcss OTHOCUTEABHON TOMOTE€HHOCTBIO
KJIMHUYECKUX MPOSIBJICHUIA, UTO HeJb3s cKa3aTh o BITITH,
3TO CYILIECTBEHHO 3aTPYIHSET JUarTHOCTUKY JAaHHOM (op-
MBI TukoreHosa Il Tuma. Ipu ogmHaKOBOM maToreHes3e
MBII u BITITH xinHn4YecKuii CeKTp U TSKeCTh Mopaxke-
HUS Pa3TNYHBIX OPTAHOB W CHCTEM 3aBUCST OT BO3pacTa
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marueHTa. [Tociie OTHOCHUTEIRHO 0J1aTOITOIyIHOTO Pa3BH-
TUS1 pebeHKa B MJIaJieHYECTBE MPU HAIMYMU [IIMKOTEHO3a
II Tuna 6one3Hb MOXKET MaHU(ECTUPOBATH B TIOOOM BO3-
pacte. HezaBucumo ot Bpemenu ae6rora BITITH y aeteit
I B3POCJIBIX 3a00JIeBaHIE HOCUT HEYKIIOHHO MPOTrpec-
CHUPYIOIINI XapaKTep, ¢ KOTOPBIM MOXET He KOpPEIUpo-
BaTh BBIPAXKEHHOCTD MBIIICYHBIX U WHBIX IIPOSIBJICHUIA.

I1pu manudecre BITITH nocne nepBoro roga XXu3Hu
(nHOTHIA B TuTepatype 3Ty (popmy BITITH HazpBaroT 10Be-
HWIBHOM, 9YTOOBI MOTYEPKHYTH, UYTO 00JIe3Hh MAaHN(DECTH-
poBajia B IETCTBE, HO IIOCJIe TTIEPBOTO roja X1U3HM) OOHa-
PYXUBaETCSI MUOTIATUYECKUI CUHIPOM, OPTaHOMETaIHSI.
HabGmromaercst 3amepkka opMUPOBAHUS OBUTATEIHHBIX
HaBHIKOB. BoBjIeueHNMe B TTATOJIOTMYECKUIA TIPOIIECC Cep-
JIEIHOM MBIIIIIHI BapruabeIbHO, Yallle pa3BUBAeTCS IbIXa-
TeJIbHAsI HEIOCTAaTOYHOCTD B pe3yJibTaTe ciaboctu nuad-
parMbl 1 MeXpeOepHBIX MBIIIIII.

OCHOBHBIC CHMIITOMBI, BBISIBJICHHBIC TIPH OCMOTPE
nauueHTa ¢ BITITH ¢ ne6iotoMm B 1eTcKOM BO3pacTe, MOTYT
YMEHBIIIATHCST ¢ BO3PACTOM peOEHKA, 32 NCKITFOUEHUEM I10-
pakeHUsT CKeJICTHOM 1 IBIXaTeJIbHOM MYCKYJIaTyphl (Taoi. 4).

Tadmua 4. OcHosHble Kaunuveckue cumnmomst demckoii popmot BITITH
1O OaHHbIM AUMEPAMYPbI

Knunuyeckuii cumMnrom Yacrora, %
Iporpeccupyionias MbIIIIeYHAas CTA00CTh C IPEUMY-
LIECTBEHHBIM MMOPaXEHUEM MPOKCUMAIBHBIX OTIEJIOB,
CHIXEHNE MOTOPHOI aKTUBHOCTH, CITA00CTh B HOTaX
GoJiblile, YeM B pyKax, TUIepTpodusi UKPOHOKHBIX 30-90
MBIIIIII, BOBJICYEHNE TTApaCTTMHAIBHBIX MBITIII (Y TeTei
mocTapliie), TMIOTOHUS, CHUKEHHE CyXOXMIBHBIX ped-
JIEKCOB, ITOJIOKUTETbHBIE TpreMbl [oBepca, MuonaTuie-
CKasl TIOXO/IKa
Hapymenust nprxaHust, 4acTble pecliupaTopHble MH(EK-
LIMH, JbIXaTeIbHas! HEIOCTATOYHOCTbh, TUCITHOA NpH (hu- 2540
3UYECKOU Harpy3ke, 00CTPYKTUBHOE alTHO3 BO BpeMsI
CHAa, OPTOITHO3
TToBeieHue ypoHs KK 100
YMepeHHast rermaToMeraiust <16
Kapmnomeranust, KaparoMuonaTtusi (MeHee BhIPaKeH- 0-12
Hasl, 4YeM Ipu Ae6roTe 10 1 roga XXu3Hu)
Makporioccusi <4
COHJIMBOCTD, YTOMJISIEMOCTb <8
Jlopno3s, kuo3 1/vim cKoImo3 9-25
HopmainbHoe ricuxopeueBoe pa3BUTHE, COXPAHHBIIA 9%

MUHTEJUIEKT

Crnemyet OTMETUTD, 4TO B 95 % cilyuaeB ypOBEeHb ChI-
BoporouHoit KK mpu BIT nosbimraercs B 2—10 pa3, oco-
6exnno ipu MBIT (> 2000 Ex/mn). [To maHHBIM JTMTEpaTypHI,
aKTUBHOCTh CchiBOpoTOuyHOI# KK oOpaTHO mpomnopluo-
HanmbHa Bospacty (p = —0,71, p < 0,001), mureasHOCTH
6one3nu (p =—0,45, p <0,001) u arpocprn mMbim (p = —0,53,
p<0,001).

Ponutenu yacto HeNMpaBUJILHO OLIEHUMBAIOT COCTOSTHHE
pebeHKa, CUMTAasl ero «JICHUBbIM» U HE 00palllaloTcs K CIie-
nuanucty. B mocnenywoiiem y pedbeHKa pa3BUBAETCS Ha-
pYIlIeHUe OCaHKU, MOSIBJISIETCS TUIEPJIOPa03, CKOJIUO3,
MOXO0JKa CTAaHOBUTCS BIIEPEBAIKY (IO TUITY «yTHUHOI»).
MBIILIBI HOT 1 TA30BOTO M0sICa MOopaXkaroTcs 0OoJIblIe, YeM
MBIIIIIBEI TIJIEYeBOro mosica. Y JeTeit yacTo pa3BUBAETCS
pervoHapHas ICeBAOTUIEePTPOMUS MBI CIIMHBI, a TAKXKE
CUMIITOMBI PUTMIHOTIO MO3BOHOYHMKA. IIporpeccupona-
Hue 00JIe3HU MPUBOAUT K HAPYLIEHUSIM AbIXaHUs1, OOBIYHO
B (hopMe HOYHBIX TUTTOBEHTUJISILINIA, YACThIX TPOCTYIHBIX
3a00JIeBaHUI M acHUpallMOHHON MHEeBMOHMU. PebeHoK
MOXET MPEIbSBISATD XXaJ00bl Ha TOJIOBHYIO 00JIb; B IOBE-
JEHUN OTMeYaeTcsl ObICTpasi yTOMJISIEMOCTb U CHMXKEHUE
YCTOMYMBOCTU K IPMBBIYHBIM Harpy3kam, B OCHOBHOM
K Oery v akTUBHbIM urpam. CnabocTb MUMUYECKUX MBIIIIILI,
YMEpPEeHHBIN TMTO3 (4aCTO aCUMMETPUYHBIN), YBEIUYEHUE
s13bIKa, CHUZKEHME CYXOXKUJIbHBIX PedIEKCOB U OCTEOIe-
HUS TaKXe JOJIKHBI HACTOPOXKUTh B OTHOLLIEHUY HATUYUS
y peoenka BITITH. ¥ nmereit moctapme npu BITITH B oT-
JIMYKe OT MJIaAeHLIEB KapIMOMUOIIaTUS BCTpeUYaeTcs 3Ha-
YUTEJbHO pexe, M MPaKTUYEeCKM HUKOrAa 3a0oJieBaHUe
He MPOSIBJISIETCS MaTOJIOTME CO CTOPOHBI cepla.

BIIITH xapakTepusyeTcsi reTepOreHHOCThIO KJIIMHUYE-
CKMX TIPOSIBJICHMI, Pa3IMYHBIM BO3PACTOM ITOSIBJICHUS
MEePBBIX OYEBUIHBIX IPMU3HAKOB M CUMIITOMOB, pa3HOU
CKOPOCTBIO IIPOTPECCUPOBAHNUS 00JIE3HN 1 BHIPAXKEHHOMU
C71ab0CThIO MBI, [1pr OmMHAKOBOM T€HOTHITE BO3PACT
Havasia 3a00JIeBaHUSI MOXKET OBITh Pa3HBIM U OTIIMYAThCS
110 BCEM MEPEUNCICHHBIM BBIIIIE TTPOSIBICHUSIM.

IToxazano, yto nepsbie nipu3Haku BIIITH, kotopsie
CyOBEKTUBHO HE PacCMAaTPUBAINCH ITAIIMEHTOM KakK OT-
KJIOHEHHWE OT HOPMBI, B 76 % cilydaeB Kacaauch TPYIHOC-
Teil MpM 3aHITUSIX CIOPTOM (ITAIIMEHTHI IIJIOXO Oeraju,
He MOIJIM ITOATSHYTLCS HA TYpHUKeE), 28 % GOJIbHBIX ObIC-
TPO yCTaBaJIX IPpHU X0ab0e 110 jiecTHulle, 20 % UCIBITHIBAII
3aTpyIHEHMS [IPY BCTaBaHUM C HU3KOro cTyia, 17 % ycra-
BaJIX IIpU 00bIYHO# X0mb0e 1 11 % He MOIyIv BCTATh U3 I0-
JIOXKCHMSI JIeXKa Ha CITMHE 0e3 TTOMOIIH PYK.

Takum obpaszom, npu nono3peHuu Ha bITy B3pocioro
MareHTa HeOOXOMMMO AeTaTbHO BBISICHUTh OCOOCHHOCTH
JBUTaTeIbLHOTO PA3BUTUA B JETCKOM U IOHOLIECKOM BO3-
pacTe.

CaboCTh MBI — OCHOBHAS 3Kajg00a y B3POCIBIX
naunenToB ¢ BITITH, o6HapyxuBaemas B 93 % ciy4aes.
ITo marTepHY pacnpeaeIeHIs MBIIICYHOM CITab0CTH OTME-
JaeTcs HECKOJIbKO MEHBIIAsl BapradeTbHOCTb MEXKITY 00JTh-
HBIMU. B OOJIBIIMHCTBE ClTydaeB MaKCHUMaJIbHasl CJ1a00CTh
KacaeTcsl MapaclWHAIBLHBIX MBI W MBI TTepeaHei
CTEHKM XKWBOTA, MMPOKCUMAIbHBIX OTAEJIOB HOT M IIIeYe-
Boro nosica. C1abocTh MPOKCUMAIBLHBIX OTICIIOB IpeobJia-
IaeT Hall CHIDKEHUEM CHJTBI B MMCTATbHBIX MBIIIIIAX (eCITH
TakoBas Habmomaercst). bojee Toro, B cydae 0OHapyKeHUS
C71a00CTH MBIIII] KOHEYHOCTEH 1 ee OLIEHKH Yepe3 1 roxm
TocJie TIePBOTO OCMOTpa OOJBHOIO IIPOrpeccHpylolee
CHIKCHME MBIIIICTHOM CYUTBI OTMEUEHO OOJIBIIE IIJIST HOT,
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yeM Juisl pyK. B cpenHem cuiia MBI HOT yMEHBIIAeTCst
Ha7,1 %, pyk — Ha 4,0 %. [1o xapakTtepy pacnipeneacHus
MBIIIIEYHOM CJTA00CTU pa3HbIE ABTOPHI OTMEYAIOT CIIEYIONINE
3aKoHOMepHOCTH. OTNCaHbI OOJTbIIIEe CUMMETPUYHOE BO-
BJIEUEHME OTBOJSIIIMX MBI OeAep U SITOMUI] TIPU OTHO-
CUTEJIbHOW COXPAaHHOCTH MBIIILL crudaTesieit 6eapa, OTHO-
CUTEJIbHASI COXPAHHOCTh MBIIII] Oeep 10 CPaBHEHUIO
C MBIIIIIAMU Ta30BOTO TOSICA 1 CTA00CTHIO MBI Pa3TH-
Oareneii 6enpa. Ha paHHuX cTanusix 00J€3HU UBMEHEHUS
B MBIIIIIAX MOTYT MPOSIBIISITHCST TOJIBKO TTIOXOAKOM 110 TUTTY
«YTUHOI» C TUIIEPIIOPIO30M ITOSICHUIHOTO oTesia. C1abocThb
MBI TIJIEYEBOTO TOsica yale 0OHApYKUBAETCs TPU Te-
CTUPOBAaHUM U HOCUT nrcPy3HBIN XapakTep. I1areHTs
MOTYT HE TIPEABSBIISATD KaI00 HA U3MEHEHUE CVITBI MBIIIIL]
TIPEATIICYNS] U KUCTH IaKe Ha AIEKO 3aIIEAIINX CTaIUsIX
0oJe3HM, KOraa MPpU3HaKY IEPBUYHO-MBIIIIEYHOTO TIOpa-
JKEHWSI 110 TUTTY «MUOTIATHH TTOSICOB» CTAHOBSITCS OUEBUI-
HBIMU. JIOCTaTOYHO 4acTo cJIa00CTh Y U3MEHEHNE 00beMa
(aTpocdun) MBI TJIEYEBOTO MOSICA MOTYT OBITh ACIMMeE-
TPUYHBIMU, YTO MOXKET MTPOSIBIISITHCST B OTCTABAHUMY JIOTIAT-
KU OT TPYIHOU KJIETKU (KPBUTOBUIHOM JOMATKN) TOJIBKO
C OJTHOM CTOPOHBI UM 3HAYUTEJIbHOM aCUMMETPUU TaH-
HOTO CUMIITOMA.

Kaxk yxe roBopusioch BbIllIe, TapaclTMHATbHbBIE MbITII-
LIbI ¥ MBILIIIBI TIEPEAHEN CTEHKM KMBOTA MOTYT MIOPAXKAThCSI
Ha caMbIX paHHUX cranusix BITITH, yto mpuBoauT K ObICTpOit
YTOMJISIEMOCTH, CHUXKEHUIO IEPEHOCUMOCTH CTaHIAPT-
HBIX HATPY30K KaK Ha paHHUX, TaK ¥ HA TTO3HUX CTATUSIX
Oosie3Hn. BaxxHO BBISIBUTH HaApYIIEHWE AbIXaTETbHOMN
(byHKIIMM BcnencTBre cnaboCcTy MBI quachparMbl ¥ MEX-
pebepubix M. JJo 1/3 B3pocibix maunenTos ¢ BITITH
WMEIOT HApYIIEHUS CO CTOPOHBI IbIXaTeJIbHON CUCTEMBI.

PexoMeHayeTcst TeCTUpOBaHWE MBITII PA3HBIX TPYIII
C BBITIOJIHEHUEM TIPOCTHIX 3aMaHnii (Tab. 5), o pe3yib-
TaTaM KOTOPBIX MOXHO CO 3HAUUTEILHON BEPOSITHOCTHIO
000CHOBaTh HEOOXOAMMOCTb OOCIEIOBAaHUS ITallEeHTa
Ha Hanmuue BITITH.

Taomuua 5. Tecmuposanue moiuy, na Hasuyue BITITH (no Hagemans, 2005)

Ha ocHoBaHMM cOOpaHHOrO aHaMHe3a U OCMOTpa T1a-
IIMEeHTa KpaiiHe BaxKHO BBIAEJIMTh HaCTOPaKMBAIOLIME
cumnromMb! BITITH:

* ¢J1a00CThb MBIIIIL TIEPeIHENM CTEHKH XKUBOTA;
* ¢1a0O0CTh MapacluHaIbHBIX MBILIL (JI0pA03, KU(DO3,

CKOJINO03);

* CJIaOOCTb SITOAVMYHBIX MBILII] U TPYAHOCTD YAEPKAHUS
paBHOBECHSI IIPY BCTaBaHUU,

* COXPaHHOCTb CHJIbI YE€THIPEXIJIABBIX MBIIIIL IIPH CJIa-
©0CTH MBI IPYTUX OTAEIIOB;

* cJ1aboCTh crudaTeseil meu;

* c1abocTh nuadparMbl, OIbIIIKA;

* ¢J1a00CTh MBIIIIII SI3bIKA;

* c1a00CTh MUMMYECKUX MBIIII, OCOOEHHO acuMMe-

TpUYHA;

* OTHOCUTEJIbHO HeBbIcOKMe moka3arenn KK mpu Ha-

JIMYUU MAOITATUIECKOTO CUHIPOMA;

* YTPEeHHsIsI FOJI0BHAs 00JIb, TAXUKAPIWSI, THEBHAS COH-

JINBOCTb, HEOOBIYHAST YTOMJISIEMOCTD;

* CIy4aliHO BBISIBJIEHHBIE (ACMMIITOMHbBIE) MaJibhopMa-

LIMY COCYIOB FOJIOBHOTO MO3ra.

Nuddepenyuanbias auarHocmuka

Crnoxaocts nuarHoctuku BITITH ompenensercst ot-
CYTCTBHEM CHEIM(PUISCKNX KIMHUICCKUX CHUMIITOMOB,
XapaKTePHBIX JIJI1 OOJIBIIMHCTBA HEPBHO-MBIIIICIHBIX 00-
JIe3HEH, a TakKe pa3HOooOpa3reM X COUYeTaHUsI, BpeMEHEM
TTOSIBJIEHUSI U TSKECTH B TIpoLiecce pa3Butust oonesnu. -
depennmansHas nuarHoctrnka MBI Bkimtodaet Bce 3a60-
JIeBaHWsI, OCHOBHBIM KIIMHUIECKIM ITPOSIBIICHIEM KOTOPBIX
SIBJISIETCS CHHIPOM <«BSLIOTO pebeHKa». [lepedyeHb OCHOBHBIX
3a00J1eBaHUI, BXOASAIINX B M hepeHIINATBHBIN TUAaTrHO3
nipu BITHII, npencrasneH B Tab1. 6.

Ruardocmuka 6onesuu Momne
[IpyHLIIMTOBI MOCTAHOBKU IMAaTrHO3a <«IJIMKOTEHO3
II Tumra» B uenom oaxmHakoBel 111 MBIT v BITITH u na-

3aJaHU€ BBIMOJIHEHO

3aJaHu€e BBIMOJIHEHO
3a/1aHH€ HEe BBIIIOJIHEHO

0e3 Tpyna ¢ TPyaoM

TNomHATH pyKy HaJl TOIOBOI 55 29 16
TIpUHATH BEPTUKAIBHOE MOT0KEHUE U3 MOJO0XEHUS 14 45 41
HaKJIOHMBILUCH BIIEPE]]

Bcrars ¢ HU3KOTO CTyIIa 12 53 35
BeraTh 6€3 MOMOIIM PYK U3 MOJIOXKEHMS JieXKa Ha CIIMHE 8 37 55
[ToanpeIrHyTH Ha MecTe 6 29 65
Xombba BBEpX/BHU3 I10 JIECTHULIE 2 57 41
TTogHATH HOTHM B TIOJIOXKEHNH JieXKa 2 43 55
TTonHSTBCS ¢ KOPTOUEK 2 22 76
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Tabmuua 6. OcHosHbie 3ab01e6anus, paccmampugaemvie npu ouggepenyuanvroi duaenocmuxe BITITH

Tun Hapymenust Juarnos

OCHOBHOIi CX0KHii CHMITOM

[TosicHO-KOHEYHOCTHAsI MBILIIEYHAsT AUCTPODUS
HuctpoduHonatuu (Muoauctpodus domeHHa, bekkepa)

MuodubpusisspHast MUOTIATUS
Muotonuueckas nucrpodus I tuma
IneyenonaroyHas MUOAUCTPODUS
Bonesus JlaHoHa

X-cLeruieHHass MUOTIATHST

MplieyHbIe IUCcTpohUn

TIporpeccupyoiiasi caabocTh MBIIIILL TTOsica,
HIDKHUX KOHEYHOCTEW, KPBUIOBUIHEIE JIO-
MaTKu, KpaMIiu, MoBbilieHne ypoHs KK

JIuiie-10naTOYHO-KOHEYHOCTHAS! MbIILIEYHAs! HHCTDOd)MH

IMonumuosut

BocmnanurenbHasi Muomnatust
Muo3UT ¢ BKIIOUEHUSIMUA

HemanuHoBast MuonaTust

Bonesnn HEHTPAJbHOI'O CTCPKHA U MYJIBTUCTECPXKHEBAA MUOIIATUA

BpO)KI[CHH])IG MHUOIIaTUN LleHTpOHyKHCapHaH MUOITaTUusg
Muonatus ¢ rTMaIMHOBBIMU TeJIbLAMU

HpO‘-II/IC BPOXICHHBIC MUOITaTUN

[mmkorenossl Tumos Illa, IV, Vu VII
Bonesnb Mak-Apmwis (no3aHsis popma)
MuToxoHApUATEHbIE MUOTIATHI
ZKupoBble MUOTIATUM

MeTtabonnyeckrue MUOIIaTUN

CnuHaIbHbIe MbIIIEYHbIe aTpOodUM 1-T0 U 3-ro TUTIOB
BynsbocrHanbHast amuotpodus (6one3nb Kennemn)

Bonesnn MmoToHeiipoHa
BoxkoBoit aMmroTpoduueckuii CKiaepos

Muacrenust [paBuc
Bosne3Hu HepBHO-MbIILIEY-

HOW nepenavyu
e Cunapom Jlambepra—HToHa

ACUMITTOMHOE TTOBBIILIEHHE

- HeycraHoB/IeHHBIM AMarHO3

MpaBJIeHbl Ha OOHapyXeHWe M3MEHEHHOW AaKTUBHOCTU
COOTBETCTBYIOIIETO (hepMEeHTa.

Yacro nuarHoctuka MBIT HaurHaeTcsl ¢ BbISIBJIEHUS
KapIMOMETAINH, IbIXaTeJIbHOM HeIOCTATOUHOCTH, MUOIIATH -
YeCKOT0 CHMHAPOMA M IUCOYHKINU XETYTOYHO-KUIIEY -
HOTO TpaKTa, T. €. C BEISICHCHMSI TIPUIUHEI, 00yCIOBIMBA-
olIeit oOpaTUBIINIL Ha Ce0sI BHUMAaHUE CHHIPOM.

PexoMennyembie ucciaenoBanus npu MBII.

1. Kitmandeckn: ocMOTp Tieguatpa (B MIageHIeCKOM
1 IETCKOM BO3pacTe), HEBpOJIOTa, KapaIroJIora.

2. UHCTpyMeHTaIbHOE MCCIIeIOBAaHME:

* HEpBHO-MBIIIEYHONM CHCTEMBI (CTUMYJISIIMOHHAS

1 UTOJIhYATAsI DIIEKTPOMUOTpadms);

* cepala (peHTreHoTpaMMa IpyITHOM KJIIETKH, SJIEKTPO-
kapauorpacdust (DKI'), axokapauorpacdust (DxoKI));
* JIETKUX (peHTreHOoTpaMMa IPYIHON KIIETKU, IYJIbCO-

KCUMeTpWsI, KartHorpadust, momicoMHorpacdus). OlieH-

Ka (PyHKIIMM BHEITHETO ObIXaHMS 00s3aTeIbHA B I10-

JIOKCHWM CTOSI M JieXXa C OIpene/ieHMeM pPa3HUIIBI

B ITOKA3aTeIIsIX;

* XKeJTyIOYHO-KUIIIEYHOTO TPaKTa (YIBTPa3ByKOBOE HC-
cJIemoBaHUe TIEYCHH, TTOMKETyIOUHOM KeJIe3hl).

3. JJabopaTopHast TMarHOCTUKA: OMOXUMHWYECKUIT aHa-
JIN3 KPOBH C OTpeIeICHUEeM YPOBHS aJlTaHMHAMUHOTPAH-
cdepasbr (AJIT), acmapraramuHoTrpancdepassr (ACT),
CBIBOpOTOYHO# KpeatmHKMHAa3bI (KK), makratnerugpo-
rerassl (JIAI). Aramm3 akruBHOCTH KAI 10 cyxoMy TIsIT-
HY KPOBH.

BpO)KI[eHHI)IC MHUACTCHUYECCKUE CUHIPOMBI

ITocTeneHHO pa3BUBalOILAsiCsl CIab0CTh
MBIIII, TOBbIIeHUE ypoBHSI KK

MplieyHast cnabocThb, TMIOTOHUS TPU HOP-
MaJIBHOM WJIM YMEPEHHO TIOBBIIIIEHHOM
ypoBHe KK, HaTMuuuy cKeJIeTHbIX HapyIle-
HUMN

[umoToHus, TenaromMeranus y neTeu,
€1a60CTh MBIIILL, YTOMJISIEMOCTb, CHUXKEHUE
YCTOMYMBOCTH K HATPy3KaM, MOBBIIIICHIE
ypoBHs KK

C1aboCTh MBIIIIL, HAPYIICHUE AbIXaHUS,
aTpoGusT MBIIIIIT, BO3MOXHO TIOBBITIIEHUE
ypoBHs KK

Hapynienue npixaHusi, c1aboCTh MBIIIIII,
YTOMIISIEMOCTh

[MoBbieHue yposHs KK

4. AHa13 MBIIIEYHOTO OMoMNTaTa (10 TTOKA3aHUSIM):
* TMUCTOJIOTMYECKOE UCCIIeIOBAHUE;
* IMMYHOTHUCTOXMMMYECKOE UCCIICAOBAHIE,
* 3JIEKTPOHHAsI MUKPOCKOITMSI.
5. Ienetnyeckue Metonbl uccienoBanus (JIHK-aHanms).
IlepeuncieHHble KIMHUKO-UHCTPYMEHTAIbHbBIE Me-
TOABI UCCIEHOBAHUS HEOOXOAMMBI OJjIsl JUArHOCTUKU
u auddepeHInaTbHONM IUArHOCTUKM MUOTMATUYECKUX
CUHJPOMOB Yy TallM€HTOB, B TOM YKCJIE Y IeTeil B BO3pacTe
1o 1 rona.

naﬁnpamnpnan AuarHocmuga, noamaepHaalowan

Gonesub Momne

JlnarHno3s BI1 06s13aTebHO OKEH ObITh TIOATBEPKACH
J1abopPaTOPHBIMU METOJAMMU. «30JI0THIM CTAHIAPTOM» V-
arHoctukm BIT siBsieTcs ompeneneHne akTUBHOCTH (ep-
meHTa KAI B TKaHsx, KoTopas y nauueHToB ¢ MBII
He mpeBbiinaer 1 % ot HopMbl, a y 6onbHBIX ¢ BITITH
MOXeT cocTaB/siTh 10 30 %. BolsiBieHa KOPPEISILs MEX-
Iy CTETICHBIO TSLKECTH 3a00JIeBaHMS M aKTUBHOCTHIO (hep-
MeHTa. I[lpm 3TOM OMoOXMMMYECKas ITOATBEPXKIAIOIIAS
muarHocTrKa BIT mpencrasisier onpeneneHHBIE TPYITHOCTH.
DTO CBSI3aHO ¢ HAIMYKMEM B JISMKOILIUTAX TeprdepuIecKOi
KpoBH (pepMeHTa HENTpaJbHOM MajbTa3bl, OJM3KOTO
no cBoeii cyoctpartHoii cienpuaHoctu K KATL ITpucyr-
CTBHE 3TOTO (hepMEHTa MOXET MCKaXaTh 3HAUCHMS aKTHUB-
Hoctu KAI M mpuBOAUTH K JIOXKHOOTPULIATEABHBIM pe-
3yJbTaTaM, ITO3TOMY MHOTIA PEKOMEHAYIOT B KauyeCTBe
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TKaHU UTd McciaeroBanug ucronb3oBath KK® v ouomn-
TaT MBILLIEYHOI TKaHU, B KOTOPBIX HEUTpabHAs MaabTa3a
He dKcnpeccupyetcs. B mocnenHume rombl IpUMEHSIOT TeCT
¢ mobaBiIeHWEeM WHTHOWTOpa HENTpaabHOM MaJlbTa3bl,
YTO TTO3BOJISIET U3MEPSITH aKTUBHOCTH TOJBKO KAT.

Haub6oee ymoOHBIM COBpeMEHHBIM METOOM OCTAETCS
orpezieJieHre aKTUBHOCTY (PEPMEHTOB B ITSITHAX BHICYIIIEH-
HOI1 KpOBY C TIOMOIIBIO TAHAEMHO MacC-CIIEKTPOMETPUU.
B tabn. 7 npeacTaBieHbl peKOMEHIyeMbI€ MOAXObI IO OTT-
penenennio aktuBHoCcTH KAI B pa3TyHBIX TKaHSIX.

MeTtoanl MOJIEKYIIPHO-TeHETUIECKOTO aHaT3a MOTYT
OBITh TTOJIE3HBI B KA4eCTBE AOITOJTHUTEIBHOIO TeCTa MpHu
noaTBepxaatouieit nuarHoctuke BII, eciu HemocTyreH
OMOJIOTMYECKUIA MaTeprall TpodaHaa, a TAaKKe IS IIpeHa-
TaJIbHON ¥ TIPEUMITJIAHTALIMOHHOM TarHoCcTUKK. OqHAKO,
MOCKOJIBKY B TeHe KA orrcaHo OO0JbIIOe YMCIIO YHUKATb-
HBIX MYTaIWii, a TAKKEe TTOJTUMOP(HBIX BAPMAHTOB, MOTYT
BO3HUKHYTb TPYIHOCTH B MHTEPIIPETALINU BIIEPBhIE BHISIB-
JIEHHBIX M3MEHEHU HYKJIEOTUIHOM ITOCIIENOBATEIbHOCTH.

CornacHO peKOMEHIAIMSIM MEXIYHAPOTHOM TPYIIITHI
SKCIIEPTOB JJIST TTIOATBEPXKICHUS JTA00PaTOPHOTO JUarHO3a
BIT rmoce BHISIBIEHUSI CHIDKEHUSI aKTUBHOCTH (hepMeHTa
B 00pa3iie KpOBM HEOOXOIMMO IMPOBECTH IMTOBTOPHOE OTIpe-
JeJIeHWe aKTUBHOCTU (pepMeHTa B IpyroM obpasile 0mo-
JIOTHYECKOTo MaTepuraia (MbimeuHoi Tkanu, KK®), a mrs
ounoxummueckoro auarHosa — JJHK-ananus.

OtMmeTnM, uTO KIuHudeckuii auarno3 BIT — npeskne
Bcero (GEHOTUMNYECKUI M OCHOBBIBAETCS HAa KIIMHWYE-
CKOI KapThHe 3a00JIeBaHUSI B COYETAaHUU C TabopaTop-
HBIM TOATBEPXKIEHMUEM CHIDKEHUS WJIM OTCYTCTBUS aK-
TuBHocTU KAT.

Jleyenue nayueHmos ¢ GonesHbio Momne

Cospemennoe neuenne BIT 3akmogaeTcst B Ha3HAUe-
HUW TOXN3HEHHO! (hepMEHTHOI 3aMeCTUTEJIBHON Tepa-
muu (P3T) pekoMOMHAHTHOM YenoBedecKoit KAT.

EnmHCTBEHHBIM IIpEIIapaToM IIJjIs MaTOTEHETUYECKOM
®3T npu BIT gBngerca anrmoko3uaasa anbda, 3aperv-
cTpupoBaHHas B Poccnu kKak MaiiozaiiM.

Ipenapar Maiiozaiim (Kox ATX: A16AB07) — pekom-
OMHAHTHLIN (PePMEHT, CUHTE3UPYEeMbIii KJIETOYHOM JIMHUEH,
TTOTyYeHHON M3 SIMIHUKOB KMTAWCKIX XOMSYKOB. OH BOC-
TIOJTHSIET aKTUBHOCTH JIn3ocomanbHoit KAI, uyTo mpuBomut
K CTaOMJIM3AIIH WJIA BOCCTAHOBJICHUIO (DYHKIIMH CEPICTHOM
M CKEJIETHBIX MBIIIII (BKJTFOYAst TbIXaTeTbHbIe MBIIIIET). [1pe-
TTapaT XOPOIIIO TTEPEHOCUTCS, He MMEET BBIPasKCHHBIX ITO00Y-
HbIX 3¢ dekToB. [Tokazan mist nonroBpemeHHOM P3T y 6011B-
HBIX BCEX BO3PACTOB C TTOATBEPXKICHHBIM ararHo3oM BIT.

Ha manxsrii MoMeHT 3()(eKTUBHOCTE 1 6€30ITaCHOCTh
MaitozaitmMa olleHeHBI B KIIMHUMYECKUX MCITBITAHMSIX KaK
y OeTeit, TaK W y B3POCIBIX. 3aKOHYCHHBIC W OITyOJIUKO-
BaHHBIE McCIenoBaHus 1m0 JiedeHrto BIT 6butH TTpoBeaeHBI
¢ ygactreMm 6ostee 500 60bHBIX. Be3ormacHoCTh 1 Xopoas
MMepPeHOCUMOCTh TepaIliyl aJTIIOKO3MIa301 anbda Iom-
TBEePKICHBI KITMHNICCKIMHI HAOTIONCHUSIMU Ha TIPOTSIKE-
Hum 6osee 10 et ¢ yuactreM cBoiiie 1800 maimeHTOB.

Ta6muua 7. Onpedenenue akmusrocmu KAI 6 pazauunbix mxausx

XapakTepucTuka Tecta, TpeGoBanue
K TPAHCIOPTUPOBKE OHOJIOTHYECKOT0 MaTepUaia

O6pa3sen 6nosorn-
YeCcKOro Marepuana

MWUHMMaJIbHO MHBa3UBHBIN TECT, TPEOYeTCS
HeOOJIbIION 00BeM 00pasiia, MOXET MPU-
MEHSITHCS LTSI MACCOBOTO U CEJIEKTUBHOTO
ckpuHuHra Ha BIT

TpancnopTupoBKa oopasLia Mpyu HOPMaJIbHON
TeMITepaType B TeYCHIE HECKOJIbKIX THE
DepMeHT COXpaHsSIeT aKTUBHOCTb HECKOJIBKO
Mecs1eB Mpu TeMiepatype +4 °C

IIsatHO
BBICYIIEHHOM KPOBH

MuHIMAJIEHO MHBAa3WBHBIN TECT, TPEOYIOTCS
00pasIbl LIEJTbHOW KPOBU B TeapUHU3UPO-
BaHHOM Mpooupke. Heo6xomnMo nmpumMeHsITh
uHruouTop MGA

TpancmopTupoBKa 0Opasiia Mpu TeMIeparype
ot 0 1o +4 °C B TeueHue < 24

Jleiiko1uThI
nepedepryeckoin
KpOBU

MuHUMaIbHO MHBAa3UBHBIN TECT, TPEOYIOTCSI
00pas3Ibl EeTHbHOU KPOBU B TeTAPUHU3UPO-
BaHHOI nMpobupke. Heo6Xxoarmo BbINoJHe-
HIE JOTIOJIHUTETLHOTO Tara — BbIICIEHUE
JM(OLUTOB, TpeOyIOLLee ONpeeIEHHOTO
OTIbITa pabOThI

TpancnopTupoBKa oopasLia Mpu TeMIeparype
or 0 1o +4 °C B reuenne <24 4

®pakiusa
JUMGOLUTOB

WHuBasuBHbI TecT. OGecnieYnBaeT HaIeXKHbIN
aHanu3 pepmeHTa KAT. He TpebyeT npumeHe-
HUst uHruouropa MGA

Heo6xomumbl 2—4 Hex st moaydeHust KK®D
OrpaHnuYeHHOE YUCITO JTAGOPaTOpUil UMeeT
BO3MOXXHOCTH [UTSI KYJIBTUBUPOBAHMSI KJIETOK

KK®

W HBa3MBHBIN TECT, BHIMIOTHSIETCS TOJIBKO

B YCJIOBUSIX cTaliioHapa. ObecreunBaeT Ha-
nexHbli aHanu3 pepmeHta KAT. Bo3amoxHO
MPOBE/IEHUE TMCTOJIOTMYECKOTO MCCIEeI0BAHUS
st auddepeHnrnanbHol AuarHocTuku bIT

U IPYTVX MUOTIATHI

OrpaHuYeHHOE YUCIIO JTAGoPaTOpUil UMeeT
BO3MOXHOCTH JJIST MCCIIEIOBAHUIA MBIIIIETHON
TKaHU

BuonTar
MBIIIEYHOW TKAaHU

[IpenapaT BBITycKaeTcsa BO (hjlaKOHAX, KOJMIECTBO
Jo¢uIn3aTa B KOTOPBIX SKBUBAJIEHTHO 50 MT aKTUBHOTO
BelllecTBa. BBomUTCS BHYTPUBEHHO KaIleJIbHO B TO3MPOB-
ke 20 MT/KT Macchl Tella TarueHTa.

®D3T 1103BOJIIET COXPAaHUTh KU3HB MarueHTam ¢ bIT,
yIy4IaeT ee KauyecTBO M 3aMeIISIeT IIPOTrPeCcCpOBaHIe
6oire3Hn. PaHHee HaYaIo Tepanuu 09eHb BaXKHO, TaK KakK
MTO3BOJISIET TOOUTHCS HamboJIee XOPOITNX KIMHUIECKUX
ncxonoB. [oka3ano, yto npuMmeHenne ®3T npu MBII
yMEeHbIIaeT pUCK cMepTu Ha 99 %, a HeoOXOmMUMOCTb
MHBA3MBHOM BEHTWISILIMM JIETKUX — Ha 92 %. CBoeBpeMeH-
HOE Ha3HAYCHME TepaITiy aTTIOKO3MAa301 aabda BBI3bI-
BaeT 0OpaTHBI X04 KapauoMMOIaTuu y raueHTos ¢ MBI,
yIIy4IIaeT moKa3aTeI MBIIIEYHOW CHIIBI, IBUTATCIIHHOM
aKTUBHOCTU M CTAOMIU3UPYET COCTOSTHUE IbIXaTeIbHOM
cuctembl. Tepanusg nauueHToB ¢ BITITH npenapatom
Maiio3aiiM 3aMeIsIeT IPOrpecCUpoOBaHMe OOIC3HU, YTy~
I1ast COCTOSTHME KOCTHO-MBIIIICYHOM CUCTEMBI M CTAOWITH -
3UPYS COCTOSTHUE ObIXaTeIbHOM CUCTEMBI, VIVIMHSIET TIe-
PHYOI XXW3HU ITAIIMEHTOB J0 HACTYIICHUSI HEOOXOMUMOCTH
B BEHTWISILINY JIETKUX W TIOTPEOHOCTHU B KPECIe-KOISICKE.

TOM 6

19
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B cBs3M ¢ 3TUM KakK MOXHO OoJiee paHHee Haydajo
®D3T anrmoko3naasoi anbda M OTCYTCTBHE TepepPHIBOB
B JICYEHUM SIBJISIETCS XKM3HEHHO BaXKHOM Mepoil, KoTopast
ITO3BOJIUT MPEIOTBPATUTh PAHHIOI MHBAIUIN3ALINIO, CHU-
3UT PUCK CMEPTH OOJIBHBIX M MX TIEPEX0/ia Ha MHBA3UBHYIO
BEHTWISIIMIO JIETKUX, VIYYIIMT COLMAIbHYIO afalTalliio
MalMEeHTOB, 3HAYUTEIbHO MOBBICUT Ka4eCTBO MX XM3HU
1 QYHKIIMOHAJIBHYIO HE3aBUCUMOCTb.

ITpu Hanuuuu noaTBepkAeHHOro AuarHo3a bIT He3a-
BMCHMO OT BO3pacTa 0OJIbHOTO IaTOreHeTHuYecKasl Tepa-
MKl aJINTI0KO311a30i1 anbga J0DKHA ObITh HayaTa He3a-
MeIUTENbHO. 2KM3HEeHHass BaxKHOCTb paHHEro Havajia
Teparuy NoAYepKHYTa BO BCEX MEXKIYHAPOIHBIX PEKOMEH-
Jauusx mno geyenuio bBIT.

Benenue narenToB ¢ BI1 mpeanonaraeT MyTsTUAMCLIUII-
JIMHAPHBINA TOAXO0M ¢ 00s3aTeIbHBIM YJ4acTUEeM HEBPOJIOTOB
(0COOEHHO CHELMAMCTOB 10 HEPBHO-MBIIIEYHBIM 00JIe3-
HSIM), TEHETUKOB, KapIHOJIOTOB, ITyJIbMOHOJIOTOB, TaCTPO3H-
TEPOJIOroB, (PM3MOTEPATICBTOB 1 Bpaueii APYrHX CIeaIbHO-
CTeii, UMEIOILIVX OIBIT B JICYSHUH 3TOTO PEIKOIo 3200 IeBaHUSL.

OcobeHHocMU BeieHUA NayueHmoB

¢ Mnapiexyeckoil thopmoii Gonesxu Nomne

IMauurentam ¢ MBIT >Xu3HEHHO BaXKHO HEMEJIEHHOE
HaszHayeHue P33T npu ycTaHOBJICHUU TMarHo3a.

Ocob6ennoctu nposeaenus O3T nmpu MBIT:

* He KOPMUTHb pebeHKa 3a 3—4 4 10 MpoBeACHUS UH-
(y3uu (mpeaynpexaeHue acpaimm, BO3MOXHOE Ipo-
BeJCHUE peaHUMAIlMOHHBIX MEPOIIPUSITHIA);

* pa3BelleHMeE IIperapaTa B MUHMMAJIbHOM 00beME;
BBelICHME TIperapara MpHu MEepBbIX MHQY3USIX TOJDKHO
MPOBOAUTCSL B LIEHTPaIbHBI BEHO3HBIN KaTeTep WIK
€CJIM TIperiapar BBOOUTCS B MeprheprIeCKii BEHO3HBII
KaTeTep HeoOXOMMMO MMETh 2 IIOCTYIIa, B JajbHEMIIEM
PEKOMEHIYeTCs YCTAaHOBKA MH(Y3MOHHOI TTOPT-CUCTEMBI;

* UH(}Y3UHU ¢ OrpaHMYEHHON CKOPOCThIO (ITOBHIIICHUE
Ha 0,5—1 mi1/49 Kaxabie 30—60 MUH) C y4ETOM BBICO-
KOI'O prcKa IeKOMIIeHCAlIMU CepAeYHOIl HemocTaTou-
HOCTH Ha (hOHE TUTIEPBOJIEMUN;

* MpOBeACHUE MEePBhIX 3 MHGY3UIT B OTICICHUN peaHU-
Maly U UHTEHCUBHOM Tepamuu ¢ y4acTUEM peaHu-
MaToJiora. HaXoXJAeHVe B JaHHOM OTACJIEHUH B TeUe-
HUe 3—6 4 TTocJIe 3aBepIIeHUS IPOLEAYPHIM;

* uHCYhOIALMS YBIaKEHHOTO KUCI0pOoIa Yepe3 MacKy;

* MOHMUTOPHMHT BUTAJIbHBIX (DYHKIIUI 110 IPUKPOBATHO-
My MOHUTODPY (4aCTOTa CEPASYHBIX COKPAIIEHUIA, ap-
TepuajabHoe naBieHue (AJl), caTypalus) BO BpeMmsi
MpOBeNeHUST MH(bY3UU WIM 110 TIOKa3aHUSIM (3aBUCUT
OT TSDKECTHM COCTOSIHUS).

MonuTtopupoBaHue nauureHTa ¢ MBI nomkHO BKIIO-
YaTh KOHTPOJIb:

® cepaevHO-cocynucToii cucrembl. PedbeHok ¢ MBII
B IIPOLIECCE BCETO MepUoIa JISYSHUs HyKIaeTcsl B Ha-
OJIIOICHMM KapI{oJIoTa, IIEPBOHAYAILHO — B YCIIOBHUSX
CTallMOHapa, a IIPK CTaOMIM3ALMK COCTOSTHUS — I10 TI0-
KazaHuSIM, HO He pexe 1 pa3a B 3 mec. Cpoku mpeObi-

BaHUs B CTAllMOHAPE 3aBUCHT OT TSDKECTU COCTOSTHUS
0OJILHOT0. YXOI HOCUT UHIUBUAYaIbHBIIA XapaKTep:
nposBeaeHue DKI B crammoHape o0si3aTebHO (MpuU
HEoOXOMUMOCTA CYTOYHOEe MoOHUTOpupoBaHue DKI
B LIEJISIX CBOEBPEMEHHOTO BISIBIEHUST HAPYILIEHUIA PUT-
Ma cepaia). B mociaeayroieM npuy yaydlleHUd WIK
CTa0UIM3alMKU COCTOSIHUS BbIMOJHATE DKI' HyxXHO
€XEMECSIYHO MepBbIe 3 MEC WIIM Yallle 110 IIOKa3aHUsIM,
Jajee — Kaxable 3 MeC UJIU MO ITOKa3aHMsIM,

— Ox0oKI'-koHTpob Kaxabie 7—14 qHeli B iepBble 12—24 Hen,

®D3T (KOHTPOJIb TPAH3UTOPHOI'O CHUKEHUS COKpa-
TUMOCTU MUOKap/a, KOTOPOE MOXKET COITPOBOXKIATHCS
HapacTaHMeM MPOSIBJICHUI CepAeYHOI HEMOCTaTOYHO-
CTU 1 TpeOyeT KOPPEKIINM CHMIITOMATUYECKOM Tepartim),
Jajiee — eXeMECIIHO WIIM 110 TToKa3aHusaM. 1o moctu-
KeHuu pedbeHkoM 1 roma DxoKI' BeimonHseTcs 1 pa3
B 3 MeC WIH 110 TTIOKa3aHUsIM,

— KOHTPOJIb YPOBHS HATPUITypEeTUUECKUIA TOPMOH B-Tuma

NT-proBNP kaxbie 3 Mec WK MO TTOKa3aHUSIM 10 J10-
CTWKeHMS peObeHKOM | rofa, najee BoIMmosHseTcs 1 pas
B 3—6 Mec WY 110 ITOKa3aHUsIM,

CTPOTHIiA €xKeTHEBHBII KOHTPOJIb 00beMa IoTpedJisie-
MO XUIKOCTU (OrpaHuyeHue oobeMa 10 2/3 ot husuo-
JIOTUYECKOM MOTPpeOHOCTH), KOHTPOJIb IUTAHMSI,
MapeHTepaTbHOI MH(DY3MOHHOM Teparu B LEJISIX ITpe-
OYTIPEXICHUS Meperpy3Ky Ui 00e3BOKMBAHUS,
MpUMEHEHNUEe TPernapaToB s JIEYCHUs CepacdHOM
HEIOCTaTOYHOCTU (CepIe4YHble TIMKO3UIbI, AUYpe-
TUKH, 3-6JI0KATOPbI, UHTUOUTOPHI AaHTMOTECH3UHITPEB-
paiatoiiero gpepMerrta). HazHaueHue aHTUApUTMMU-
YeCKMX IIperapaToB pa3HBIX KJIACCOB C YYETOM
BBICOKOI1 apUTMOTEHHOCTH MMOKapaa. BaxkHo: Hekop-
PEKTHOE MCIIOJIb30BaHUE MPEapaToB MOXET YCYIy-
OUTb COCTOSIHUE OOJILHOTO;

JIbIXaTeJIbHOM cucTeMbl. I1py KaxxaoM ocMOTpe malu-
€HTa HeoOXoIMMa OlLIEHKa PeCIMpPaTOPHOIO cTaTyca
(xapakTep M 4acToTa ObIXaHWs IPU OOOPCTBOBAHUU
M BO BpeMsI CHa, BeICHUE POIUTEISIMU MallMeHTa pe-
CITUPATOPHOIO THEBHUKA):

OLIEHKA JIETOYHOI (DYHKIIMM M ra3000MeHa MpU yC-
TAHOBJICHUM IMAarHo3a, KaxIOM BM3WTEe IalMeHTa
M U3MEHEHUM KJIMHUYECKOTO COCTOSIHUS (ITPUCOEIU-
HeHUU BUpycHoi uHdekiun). [IposeneHue peHTreHo-
TrpaMMBbI TPYIHOI KJIETKU MPU YCTAHOBJEHUN TUarHo-
3a U 110 MIOKa3aHUsIM,

MoJIMcOMHOrpadusl 1ocjie YCTaHOBJICHUs AUarHosa
M T10 KJIMHUYECKUM ITOKa3aHUSIM (BBISIBIEHUE U TTPO-
(puytaKkTHKA alTHO BO CHE),

MpU HEOOXOAUMOCTH (CKOIUIEHUE ceKpeTa, pedIioKc)
CaHalMs BEPXHUX JbIXaTeAbHbIX ITyTEH,
MMKPOOMOJIOTUYECKOE UCCIEAOBaHNE TpaxeaabHOTO
acruparta JJisl OLIEHKM MMKPOOHOro cTatyca U HeoO-
XOAMMOCTHU MPOBEAEHUsI aHTUOAKTEPUATBHON U/ WK
IIPOTUBOTPUOKOBOI TepaIuH,

— OLICHKa (I)YHKL[I/II/I BHCIIHETO ObIXaHWA BO BpEMA CHaA

I/I/I/IJ'[I/I 60ﬂpCTBOBaHI/IH IIpH IMOABJICHUN I/I/I/II[I/I Ha-
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pacTaHUu Xkajao0 Ha YyCTaJlOCTh, BOSHUKHOBEHUMU T1e-
pudepryecKkoro 1uMaHo3a, arHo? BO CHe, MaieHUU
JKU3HEHHOU eMKOCTH JieTkuX Hike 40—50 %, yMeHb-
IIEHUHU caTypauuu U Hed(h(HEKTUBHOCTU €€ KOppeK-
LMY Ha ¢hoHe MHCYDJIALUMN KUCcaopoaa y neTeid paH-
Hero Bo3pacra,

— HeMHBa3MBHAasl KUCJIOPOIHAsl MOIAepXKa (co3maHue
MOJIOXXUTEbHOTO NaBJIeHUs) ITPU Pa3BUTUU TUITOKCE-
MMU, OOCTPYKTUBHOM CUHAPOME,

— JleyeHue JI00bIX MHGMEKIUN IbIXaTeJbHbIX IyTeH
JTIOJDKHO HOCUTh arpecCUBHBIN XapakTep, Ha3HaYeHUe
aHTUOAKTEpUaIbHOU Tepanyu IMPOBOAUTCS B MaKCH-
MaJIbHBIX T€PaIeBTUYECKUX T03UPOBKaX,

— obOyyeHue poauTelsieil MoJIb30BaHUIO HebylaiizepoM,
OTCOCOM;

® 3KeJIyI0YHO-KHUIIEYHOT0 TPAKTA:

— KOHTPOJIb POCTa U MACChI TeJjla eXXeHEIeIbHO, eXeMe-
CSIYHO, €XeKBapTaJIbHO,

— BKJIIOYEHME B pallMOH MUTaHUS CIIeHaTU3UPOBAHHBIX
BBICOKOKAJIOPUIHBIX M BHICOKOOETIKOBBIX, aHTUPEd-
JIIOKCHBIX CMeCei,

— 30HIIOBOE WUJIM COBMELIEHHOE MePOPaTbHOE U 30HI0-
BOE€ KOpMJIEHHE ITPU COXPaHEHUH aleKBaTHOTO IJ10Ta-
HUS U OTCYTCTBUM MOMEPXUBAHUS,

— Ha30IyoJleHAJIbHOE 30HI0BOE KOPMJICHUE ITPU COXpa-
HeHMU pedIroKca U BHICOKOM PUCKE acrpalivu,

— opaJibHasl CTUMYJISILIUSL, COCAaHUE COCKU, TMMHACTUKA
IUJIS1 TIOAJEPXKaHUSI HOPMaJIbHOTO Pa3BUTUSI HABBIKOB
[JIOTAHUS U YCTHOM peuu;

® CKeJIETHO-MbIIIEYHOI CUCTEMBI:

— moajepXKa MaKCUMaJIbHOIO YPOBHS (DYHKIIUIA CKe-
JIETHO-MBIIIIEYHOIO ammapara s IpeaoTBpalleHUs
Y MUHMMU3AIUUA BTOPUYHBIX OCJIOXKHEHUN (pa3BUTUE
KOHTPAKTYP, MBIIIEYHbIX aTPODUI, KOMIIEHCATOPHOI
nedopMaliuuy cKeyieta, OCTEONIEHUH, OCTEOIIOpo3a),

— IIpY NIPOBEACHUU PeadMIMTAIMOHHBIX MEPOTIPUSITUIA
n30eraTh Ype3MepHbIX Harpy3ok. PeryisipHo — ¢pusuo-
TepaneBTUYEeCKye MPOLIeaYpPhl, Maccax, JieueOHas huz-
KYJIBTYpa, JIOTOTEaus1, pecliupaTopHas Teparus (Ibpixa-
TeJIbHasl TMMHACTHKA), 00y4eHHE CaMOOOCTYKMBAHUIO
U MCITOJIb30BAaHUIO BCIIOMOTATEIbHBIX ITPUCIIOCO0JIe-
HUi (3aBUCUT OT Bo3pacTa pedeHka). I1o mokazaHu-
SIM — 3aHSITUS C JIOTOMNEAOM, CYPIOJITOM,

— IIpUMEHEeHYE NpernapaToB Kaiblus, MarHusl, BuTamMuHa D.
OcMOTp HEBPOJIOTA C OLICHKO MOTOPHBIX BO3MOXKHOCTEI

1 HEPBHO-TICUXMYECKOTO Pa3BUTHSI peOeHKA (TI0 IIKae
AnpOepta MoTopHOTO pa3BuTusa MmianeHieB (IIpwroxke-
Hue 1)) IpoBoAUTCS Kaxable 3—6 Mec 1Jis IeTeil B BOo3pa-
CTe 1o 5 JIET M eXXeTOMHO TS 00JIee CTapIINX MAlleHTOB.
TectTrpoBaHMe CITyxa JOJKHO BBITIOHSITHCS €3KETOMTHO WIN
10 KIIMHUYIECKUM TTOKA3aHUSIM.

OomerepanesTnyeckue meponpusitust npu MBII:

* arpeccUMBHOE JIeUeHUE COMYTCTBYIOLLMX 3a00JIeBaHUiA,
4acTO C OMIUPUIYECKUM Ha3HaYeHUEeM aHTUOaKTepH -
aJIbHOW Teparuu;

* BaKILMHALMSI 110 MHOUBUIYaJTbHOMY IpachuKy BKIIOYaeT
IIOMUMMO BaKIIMH B paMKax HaIlMOHAJIbHOTO KaJleHIapst
MPUBUBOK, BaKIIMHY IIPOTUB PECIIMPATOPHO-CUHIIY-
TUAJIBHOI MHMEKIIMU, Ce30HHYIO BaKIIMHY OT I'pUIIIa,
TTHEBMOKOKKOBYIO Bak1IHy. JlnarHo3 MBI1 He sBsieT-
Cs1 IPOTUBOIIOKA3aHUEM LIS IPOBEAECHMS BAKLIMHALIVIN.

Oco0eHHOCTH BBINOIHEHHA AHECTE3HO0IOTHIECKHX

U XHUPYPrU4eCKHX MepPONpPHSTHIi:

* KOHCOJIMIALIMS XUPYPrUYeCKUX IpoLeayp, TpeOGylo-

LIMX aHECTE3UOJIOTMYECKOr0 MOCO0UsI;

* MakCHMaJlbHOe M30eraHue MHTYOaluy WIK MUHUMU-
3alsl JJIUTEIbHOCTH €€ IPOBEACHUS.

IIporHo3 6one3HM 3aBUCHUT OT BO3pacTa ee JebloTa,
KOJINYECTBA BOBJIEYCHHBIX CUCTEM OPraHM3Ma, B TOM YH-
CJIe CTeTEeHM U TSKECTH ITOpaXKEHMSI MBILLIEYHOr'o aIlrapara
(CKeneTHOM, IbIXaTebHOM, CEPASIHON MYCKYIaTyp), CKO-
pOCTH TIporpeccupoBaHus, BpeMeHu Hadaga O3T.

Oco0ennocTH BeIeHHs NALEHTOB
¢ 0osesnbio IToMie ¢ mo3aHUM HAYAJIOM

Ilo maHHBIM TIOCTENHUX MCCIEIOBAHUM, CHUKEHUE
MMHEPaIbHOM IJIOTHOCTU KOCTel BcTpevaeTcs y 67 % na-
meHToB ¢ BIT. OcreoneHnst n ocTeornopo3 oOHapyK1uBa-
rotcs Kak ipu MBI, tak u mpu BITITH. HeycroitunBocTh
pu XOAp0€e, CIOXHOCTb MOAAEPXKAHUS pPABHOBECHS B pe-
3yJIbTaTe MbILIEYHOM C1a00CTU B COYETAHUM C OCTEOTIOPO-
30M MOTYT MPUBOAMUTD K TepeoMaM KOCTeU 1 MO3BOHOY-
Huka. Bce manmmenTter ¢ BITITH He3aBucuMo oT creneHn
00e3IBIKeHHOCTH (HaIpuMep, HyXKIalolIrecs B Kpecie-
KaTtaJjke) JOJKHbI ObITh 00y4eHbI MEPAM MPEIOCTOPOKHO-
CTU ISl TIPODUIAKTUKA TMaJeHUsI U TIEPEIOMOB B OBITY.
O06s13aTeIbHBIMI  SIBJISTFOTCST €XKETOMHBIC MCCIICHOBAHMS
MHUHEPAJILHOM IUIOTHOCTU KOCTEW IJISI CBOEBPEMEHHOM
KOPPEKIIMHU MOJTy4aeMOoro JICYEHMSI 10 TIOBOY OCTEONIEHU U
u octeoniopo3a. IlamenTsl ¢ BI1 1 4ieHbl MX cEeMbU JOXK-
HbI ObITb MH(GOPMUPOBAHBI O BCEX MOCJIEACTBUSIX HEANEK-
BaTHOTO OTHOIICHUS K IIpobieMe ocreomnoposa. Ciemyer
HACTOMYMBO PEKOMEHA0BaThb OOJBbHOMY C HapylleHUEM
TMOXOJKHW U PAaBHOBECUSI TTOJIb30BATLCSI BCIIOMOTraTeIbHbIMU
npeaMeTaMu — TPOCThIO, XOMyHKAMM, a MPU HEOOXOAUMO-
CTH UCITOJIb30BaTh MEXaHWYECKUE CPENCTBA MEPEIBUXKEHUS
(Xpecio-karaiky u 1p.). Heodxogmmo cBoeBpeMeHHO Ha-
3HayaTh Iperaparbl BuTaMuHa D, xampius, oucdocdo-
HATOB IO CXeMaM, PEKOMEHIOBAHHBIM /1151 OOLLIEH TOITYJISILIMA.
IMaumentsr ¢ BITITH nomkHEI peryasipHO 00CienoBaThCs
SHIOKPUHOJI0TOM. boJibllioe 3HaYeHe UMEET MPaBUJIbHBIN
00pa3 XXM3HU C aJeKBaTHBIM paclpele/ieHUEM Harpysok,
3aHATUI JIe4eOHOM (PUBKYIBTYpOIi ITOJ KOHTPOJIeM NHGOP-
MUPOBAHHOTIO MHCTPYKTOPA.

Benenue naumenTos ¢ BIT ¢ BEIIBIEHHBIMU MaTbdop-
MalMsIMU VI MTHOM TTaTOJIOTHUEN COCYI0B TOJIOBHOTO MO3-
ra He OJKHO OTJIMYAThCS OT BeleHus naireHToB 6e3 bI1T
C aHAJIOTUYHBIMU TTaTOJIOTUSIMU.

B Ta6n. 8 npencrasieH rpaduK HEOOXOAUMBIX 00CIIE-
JIOBaHU I MALIMEHTOB C fMarHoctTupoBaHHo# BII.
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Tao6muua 8. Ipagux obcaedosanuii nauuenmos ¢ bIT

4acToTa 00C/Ie[0BAHUS
KaxKIple KaxKIple Kaxnple KaxKIple KaxKIple
3 mec 6 mMec 12 mec 6 mec 12 mec
KiuHuueckuii cratyc X X X
M3mepeHue pocta, Macchl Tena, 9 « y y
OKPYXXHOCTH TOJIOBHI Y IETei
Wsmepenue AJl, TemMriepaTypbl « o
Tena
AHanu3 KpoBu* X X X
Ananmmz moun** X X X
PentreHorpacdus opraHoB « « «
TPYZIHOU KJIETKU
DKT X X X
BXoKTI' X X X
AynromMeTpust X X X
O1leHKa OCTPOTHI 3pEHUSI x x
OlLieHKa KOTHUTUBHOTO CTaTyca X x
OrieHKa (hyHKIIMY BHEIIIHETO « «
JIBIXaHUS
O11eHKa MOTOPHOTO CTaTyca
I10 IIKaJaM U TeCTy 6-MUHYTHON X X X
XOIBOBI***
Ouenka Kavecmea HcuzHu
OmnpocHuk SF-36 x x
Potrepnamckas mikana MHBaJIMA- « 9
HOCTH
IlIkana cTeneHu ycTaaoCcTh X X

*Ananu3z kposu doaxcen exaronams: AT, ACT, JUIT, KK (MB-gpakuyus), are0ymun cblopomru, npompomouHogoe 8pems, 4acmu4Hoe mpomoonia-

CMUH0B0€ 8peMsl, 00uUil OUAUPYOUH, CbIBOPOMOYHBLI KPeAMUHUH.

**Ananuz mouu 001)4CeH BKAUAMb. KPeamuHuH Mo4u, 6ea0K, CKopocms KAY004K080i husbmpayuu.
**% Hcnoav3yembie wKkanvl: wKaia Anvoepma momoprozo pazeumus maadenyes (npuioxcenue 1), cuna moiuiy no wkase Komumema meouyunckux uc-
credosanuii (npunoxcerue 2), wikara Ckomma 015 OUeHKU Mblile4Ho20 cmamyca (npuaodcenue 3), PYHKUUOHAAbHbLE Kaacchl wKanst Bunvoca (npuno-

Jcenue 4), mecm 6-munymmoil xo0v0b! (npunoxcenue 5).

MepuKo-reHemuyecKoe KoHCYNbmupoBaHue,

npeHamanbHad U npeguMniaimayuoHHad guarHocmuxa

CeMbsIM ¢ 00JTBHBIMU JIETHMU PEKOMEHIIYETCS MM -
KO-T€HETUYECKOE KOHCYJIBTUPOBAHKE B LIEJISIX OIpenesie-
HUSI FeHETUYECKOro prcka. Kak u mpu apyrmx ayTocCOMHO-
pelieCCUBHBIX 3a00JIeBaHMSIX, VTSI KaXKIIO OepeMEeHHOCTH
puck poxaenus peberka ¢ BIT cocrasnsier 25 %. Bo3amox-
HO MPOBEICHNUE MPEHATAIBHOM 1 MPEINMITIAHTALIMOHHOMN

MMAaTHOCTUKY B CTIEIINATTM3UPOBAHHBIX IMATHOCTUIECKUX
J1abopaTopusiX U MENUUMHCKUX LeHTpax. [IpeHaTanbHas
JIMAarHOCTUKA BBITIOJHSIETCST MOJIEKYJISIPHO-TEHETUYECKM -
MW UV OMOXMMUYECKUMU METOIaMU, TTyTeM UCCIIeIoBa-
nust [IHK, BeigenenHo#l 13 GmomnTara BOPCUH XOPUOHA
Ha 9—11-ii Hem 6epeMEeHHOCTH U/ W KJIETOK aMHUOTHYe-
CKOM XHMIKOCTH, TIOMHOI KpoBU Ha 20—22-i1 Henm Gepe-
MEHHOCTH.
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damunus, UMa

Ilpuaoxncenue 1

likana Anb6epma MomopHoro passumus MnaaeHues

NaeHTndrKaumoHHbII HOMEp
DUO uccaenosaress

Mecto IPOBCACHUA UCCIICAOBAHUA

JlaTa ucciiemoBaHus
Jata poxaeHust
XPpOHOJIOTUYECKHUIT BO3PaCT

CKOppeKTUPOBaHHBIN BO3pacT

YUCII0/MECSL/TO,

™~ ™~ D~
™~ ™~ D~

Ilo3a

Hpe,[[llleCTBlell[ﬂe
3ACYMTAHHBIC IMYHKTbI

HyHKTBl, 3aCYMTAHHbIC
B «OKHE»

Bann no nogmkane

INonoxenue
Ha XXUBOTE

ITonoxeHue
Ha CIIMHE

Ilocanka

BcraBaHue

ITpuMeuaHus1/peKOMEHIAIINN:

Oo61uit 6aswt:

IIpouenTnnn:
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Llikana oueHKu MOMOPHOro pa3sumus MnaaeHues

Bup nprzkennsn

Onucanue NBVZKEHHS

IMoaoxenne jexa Ha xusore (1)
®usznonornueckas ¢iexkcusi. [loopaunBaer
TOJIOBY OJIA OTBEACHHA HOCA OT ITOBEPXHOCTU

ITonoxkenue jiexa Ha XKuUBOTE (2)

CHUMMETPUYHO MOJHMMAET TOJIOBY MO/ YIJIoM 45°.
He criocobeH yaepXuBaTh IoJI0BY Ha OTHOM TUHUU
C TYJIOBUIIIEM

ITonoxkenne

ITosnoxkeHne Ha XKMBOTE C OTIOPOA
JlokTn HaxomsaTcs no3anu 1ied. bes monmepxxku
MOJHUMAET TOJIOBY MO yIiioM 45°

HA 2KUBOTE

Onopa Ha npexmieuns (1)

[MogHuMaeT 1 yaepXrBaeT roJIoBy TOJ yIJioM > 45°,
JlokTH Ha oHOW JTMHUM C TIIeyaMu. [pynHas
KJICTKA pa3MECIIacTCAd IO LECHTPY

IToaBMKHOCTD B IOJI0XKEHHUH HA JKUBOTE
ITogHuMmaet rosioBy nof yrioM a0 90°. HekoH-
TPOJNMpPYeMbIe TTONBITKH TIepeHoca Teja

Omnopa Ha npeamiedns (2)
JlokTn HaxongTCa nepen rmiedaMu. AKTUBHOE
MOATSITUBaHUE ITOA00POAKA C BHITATMBAHUEM LLIEU

ITonoxkenne
Ha CIIUHE

IMoaoxenue jaexa na cimne (1)
®usznonornueckast iexcus. [loBopaunBaer
TOJIOBY, TOTHOCUT PYKY KO pTy. beciopsinouHbie
JABUXKCHHA pyKaMM1 U HOTaMM1




Jlexyuu u 0630po!

HepBHo-mbiweykbie 5OJIE3HH

ITonoxenne jexa Ha ciuHe (2)

IToBopoT roJioBHI K cpeaHeit TuHuu. Heobs3aTeab-

HBIA ACHMMETPUYHBIN IIEUHBI TOHUNYECKUIA
pediekc

ITonoxkenune

ITonoxenne jgexa Ha cune (3)

TonoBa Ha ogHOI IMHUU ¢ TyJI0BUIIEM. [[BUTraer
pPyKaMu, HO He CIIOCOOEH IOAHECTU PYKH K Cpel-
Hel TMHUN

HAa CIIMHE

IToaoxenue Jexa na cnune (4)
AXTHBHOCTbB crubaresei 1meu ¢ IIOATATUBAHUEM
nondoponaka. [TomHOCUT pyKM K CpeaHel TMHUU

IToanecenue pyk K KoJIEHSIM
IMonrarusanue nondopoaka. JloctaeT pykaMu
JIO KOJIeHEel. AKTUBHOCTb OPIOLIHBIX MBIIIIL]

ITocanka c moaaepxkKoi
ITomHMMaeT 1 KpaTKOBPEMEHHO YACPKUBACT
TOJIOBY Ha OHOM JIMHWUU C TYJIOBUIIEM

ITocanka

ITocaaka c onopoii Ha pyKu
YhepXuBaeT ToJIoBy Ha OTHOM TIMHUY C TYJIOBHU-
meM. KpaTKoBpeMeHHO OIUpaeTcsl Ha pyKu

IToaTsaruBanue B cuagdee MoJ0KEHNE
IMoatsaruBaet moadopoaok. TojioBa Ha omHOM
JIMHWY C TYJIOBUIIIEM VIV BIIEPEIN

BcraBanue

Onopa Ha HorM ¢ moaaep:kkoii (1)
Bo3MoxxHO nonepeMeHHOe crudaHue B Ta300e/1-
PEHHOM U KOJICHHOM CYCTaBax
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BcTaBanue

HUsA HOraMum

Omnopa Ha HOTH C MOePKKOi (2)
TonoBa Ha ogHOI TMHUY ¢ TyJ0oBUIEM. benpa
HaxoAsTcs 1mo3aau mied. PasHooOpa3Hbie JBUKe-

Omnopa Ha BBITAHYTbIE PYKH

IlepekaTbiBaHKe U3 MOJI0KEHUS
HA JKHMBOTE B I0JI0KEHHE HA CITHHE
0€e3 moBoOpoTa

«IInaBanue»

Pyxu BeITsiHyThL. [ToaTsiruBaHue
noadopoaKa ¢ MoAbeMOM I'PYIHOIM
KJeTK1. bokoBoli mepeHoc Beca

JBueHre MTHULIUMPYETCSI TOJIOBOIA.
TynoBuiiie ABMXETCS KaK OJHO 1IeJI0e

ITaTTepH aKTUBHOCTU
pasrubareneit

ITonbITKA TOTAHYTHCA 10 MPeAMETA
M3 yIopa Ha Mpeaiieubst

ITepeBopoTr

IlepekaTbiBaHKE U3 OJIOKEHHS
HA JKHBOTE B M0JI0KEHHE HA CIIUHE
C IOBOPOTOM

N

av
AN

—

c
2

<

AKTHBHBII TTepeHOC Beca C OJHOM
cropoHbl. KoHTponupyemast
MOIBITKA JOTSIHYTHCS J0 IIpeaMeTa
CBOOOIHOI pyKOIi

I1epeBopoThl. JBUXKEHUS PYK U HOT.
BboxkoBas ¢aekcus TyaoBUIIIA

IToBoport Tyn0BUILIA

IMosoxenne
Ha yeTBepeHbKax (1)

ITonHecenne pyK K CTYNHSAM

HepeKaTbIBaHPle U3 NOJIOZKEHHUA
Ha CIIMHE B NMOJI0ZKE€HHUE HA JKUBOTE
0€e3 moBopoTa

Horu corayThl, OTBeIeHBI U T10-
BepHYTHI HapyXy. [1osSICHUIHBIM

JIOpa03. Vne P>XKHNBACT IIOJIOKEHUNEC

Crrocob6eH ymepXrUBaTh HOTH B Cpe/I-
HeM noyioxkeHuu. [IpucyrcrByeT
ITOIBIKHOCTH B TA30BOM OTIEIIC

BokoBoe BBITIpSIMITEHUE TOJIOBHI.
TynoBuiiie IBIZKETCST KaK OTHO
eJjoe
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HepeKaTbIBaHI/le U3 MOJIOZKEHUSA
HAa CIIMHE B NMOJIO2KEHHUE HA 2KUBOTE
C II0BOPOTOM

AKTHBHO€E BbITSITHBAHHE

ITocanka 0e3 momepKKu

IToBopoT Tyn0BUILIA

BoiTsar MBACTCA, OTTAJIKMBACh HOraMu

[IpuBeaeHue 1onaTokK
u pazrubanue ried. He cmocoben
yIepXaTh IMOJIOXKECHUE

AN

IMocanka 6e3 momIepKKu Ilepenoc Beca B MOJIOKEHUN CHISA
1T K MOPOii H.
0CajIka ¢ OTOpoH Ha pyki 1 0€3 OmopsI HA PYKH 0e3 moaIepKKa
¢ &

\__ _~

BrITsirMBaHMe rpyIHOTO OTIENIA
TO3BOHOYHMKA. [IBIDKEHISI TOJIOBHI,
HE3aBUCHUMEIE OT TYJIOBHIIIA.
OrmmpaeTcs Ha BRITSIHYTHIC pYKH

He moxeT octaBaThCsl B CUASYEM
TTOJIOKEHUU OOJITOC BPEMA

IlepeHoc Beca Briepen, Ha3am
I B CTOPOHBEI. He MoxeT
0OCTaBaThCSI OOVH B CUISICM
TIOJIOXKCHUH

ITocanka 6e3 onopsi Ha pyku (1)

ITonbiTKA JAOTAHYTHCA 10 mpeaMeTa
C MOBOPOTOM B IOJIO2KCHUM CUISA

BcraBanue ¢ noanep:xkkoii (3)

FLA

Pyku He nprxaThl K Teiry. CriocobeH
WTpaTh C UTPYIIKOMA. MoXeT ocTa-
BaThCsl ONUH B CUISTIEM TTOJIOKEHUM

Cunut camocTosiTenbHO. TsaHeTcs
K MTPYIIKe C [TOBOPOTOM TYJIOBHIIIA

Benpa Haxomarcs Ha TMHAM TLTEY.
AXTHBHEBI KOHTPOJIb TYJIOBUIIIA.
Pa3zHoo0Opa3Hbie IBUKEHUSI HOTaMU

IMosoxenue Jiexka Ha OOKY ¢ OOPOii

PEHI/IHPOKHOC MnoJi3aHue

HepeMemeHue U3 NMOJIOZ2KCHUA
HA Y€TBEPEHbKAX B MOJIO2KCHHE CUIA
WA OJyCHIA

)

<
ZD

PazobmennocTh HoT. HemmonBmk-
HocTh Tted. [ToBopoT B mipenenax
OCH Tejia

PCHI/IHDOKHBIC ABV2KCHUSA PYK M1 HOT
C ITIOBOPOTOM TYyJIOBUILIA

HepeMeLuaeTc;I B JaHHOCE I10JIOXKE-
HUE U U3 Hero. Moxer IIpUMHUMAaTb
CHUIAYCE ITOJTOKECHUC
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ITonbITKa JOTAHYTHCA
Penunpoknoe nojizanue
JI0 IpeMeTa U3 ynopa ITonoxenne Ha yeTBepeHbKax (2)
Ha yeTBepeHbKax (1)
HA BBITSHYTYIO PYKY
L ¢

Horu otBeneHbl ¥ TOBEPHYThI
Hapyxy. [TosscHUYHBI IopH03;
IepeHOC Beca ¢ OJHOM CTOPOHLI
Ha Apyry1o ¢ 60KOoBoOI (hriekcueit
TYJIOBUILIA

TsHeTcs K IpeAMETY BBITSIHYTOR
pykoii. [ToBopoT TynoBuia

benpa BEIpOBHEHBI O TA30M.
VionieHre NOSICHUIHOIO OTaea

MoaupunupoBaHHoe MOJI0XKEHHE
HA YeTBePEeHbKAX

Ilepemenenne U3 MOJIOKEHUS CHASA
B IMOJIO2KEHHUE HA X KUBOTE

IlepemenieHne U3 MOJIOKEHHSI CHIS
B IOJIOZKECHHME HA Y€TBEPEHbKAX

IlepemelaeTcst B fJaHHOE
nojoxeHue. BoaMoxHo
MPOIBVXEHUE BIIEPET

IlepemMeraeTcst U3 MOJIOXEHUS CULIS,
4TOOBI JIeUb Ha KUBOT. [loaTsaruBaeTcs
pYKaMu, HOTM HEaKTUBHBI

AKTUBHO TTIOJHUMAET Ta3,
STONUILIBI U HEHATPYKEHHYIO HOTY,
YTOOBI BCTATh B ITOJIOKEHME

Ha YeTBEpEeHbKM

ITocanka 0e3 onopsl HA pyKH (2)

IMoarsaruBanue AJisi BCTABAHUS
C onopoiu

IToararuBanue 1isi BCTaBaHUS/
MOJIOKEHHE CTOS

®
//> (
)

)

N\

L g

ITonoxeHue HOT BapbUPYET.
Jlerko nepemeliiaeTcsi U3 ONHOTO
TOJIOKEHMS B APYyroe

OTTasIKMBaeTCs pyKaMu U BBITTPSIMIISI -
eT KOJICHU

INoargaruBaercs, YTOObI BCTAaTh,
MEPEHOCUT BEC C OIHOM CTOPOHBI
Ha JIpyryIo
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Bcrasanue ¢ onopoii ¢ noBOpoOTOM

XoxXIeHne ¢ onopoii 0e3 moBopoTa

TTonoxeHnue Ha OTHOM KOJIEHE

;

L

IToBopoT TynoBUIIA U Ta3a

Xoaut ¢ oropoii B 60KOBOM
HampaBJieHUH 0e3 ToBOpoTa

MoxeT BcTaBaTh UJIU IepeMe-
LIATHCSI B JAHHOE TIOJIOXKEHUE

KonTtpoaupyemoe omyckanue
U3 T0JI0KEHHs CTOS

PenymnpokHoe nosizanue
Ha YeTBepeHbKax (2)

XoxaeHue ¢ 0nopoii ¢ MOBOPOTOM

<
i

g

Kontponupyemoe onyckaHue
W3 TIOJIOXKEHUSI CTOSI

TTnockuit TOSICHUYHBIN OTHE.
JIBUKETCSI C MOBOPOTOM TYJIOBMILIA

XOIUT C OIIOPOIi ¢ TOBOPOTOM

CamocTosiTe/IbHOE CTOSTHUE

IlepBbie maru

BcraBanue u3 MOIlH(l)HlalOBaHHOI‘O
MOJIO2KEHHUA HA KOPTOUKAX

'6?

N

CTOUT CaMOCTOSITEJIbHO B TEYCHUE
KOpPOTKOI'O BpeMEHHU. YpaBHOBE-
LIMBAET PeaKLMU B CTYITHSIX

XOoIUT caMOCTOSITENIbHO, TIEpeIBUTA-
eTcs OBICTPO MEIKMMM IlIaraMu

INepemeriaercs 13 MOJOXEHMS

Ha KOPTOUYKaX B ITOJIOXEHME CTOSI

C KOHTPOJIMPYEMOi1 (hJIeKCHEeil U BbI-
npsIMJIEHUEM Oenep 1 KoJieHei
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Bcrasanue u3 onopoi

CamMocrogTe/IbHOEe X0XKIEeHHE
HA Y€ThIPp€ KOHCYHOCTH

CuzeHne Ha KOPTOYKAX

BBICTpO OTTAJIKMBACTCA JIaJOHA-

XoouT CaMOCTOSITEIbHO
MU, YTOOKI BCTaTh

CoxpaHseT OJTOXEeHUE, YPAaBHOBE-
[IMBAas PEAKIINK B CTYITHIX
Y TIOJIOKEHUE TYJIOBUIIA

Ipagpuk 3asucumocmu nepyenmuieti om uucaa 6a1108 no wKane Aivbepma MoOMoOpHO20 pa3eUumMus MAAOEHUEE
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HepBHo-Mbiweykbie 5O JIE3HU
Jlexyuu u 0630po!

Ilpuaoxncenue 2

Cuna mbiy no wkane KoMmumema MeUUUHCKUX UccneaoBaHuil

Bann O1eHKa CHJIbI MBIIII
5 HopwmanbHast cuna
4 CriocoOHOCTh MOAHMMATh KOHEYHOCTh IMPOTUB HEOOJIBIIIOIO COMTPOTUBIICHMS
3 CrrocoOHOCTh TOMHUMATh KOHEYHOCTh, HO HE IIPOTUB COITPOTUBIICHUS
2 JIBUXKEHMST TOABKO B TOPU30HTAIBHON TJIOCKOCTU
1 Cnaboe cokpalleH1e MbIIIILL
0 JIBUXKEHMST OTCYTCTBYIOT

JlarHast IKasra Io3BOJISICT OLICHUTD:
* CHUJIy UCCJIeIyeMbIX MBIIIL HA MOMEHT OCMOTpa B 0ajiax;
* IMHAMUKY BOBJICUECHUS OTACIBHBIX MBIIII] M MBIIIIEUHBIX TPYIIIT;

¢ CKOPOCTDb MMPOrpeCCMpoBaHrA MHUOITaTNYCCKOTIO ITpoLecca.

TOM 6
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HepBHo-mblweykbie OJIE3HH

Jlexuuu u 0630pbi

llikana Ckomma Ana oueHKu MbllleyHoro cmamyca

Ilpusoxncenue 3

Ne Bun aBrKeHus: nanyeHTa
1 ITonbeM rooBbI
2 IToBOpOT CO CNTMHBI HA XKUBOT Yepe3 MPaByI0 CTOPOHY
3 IToBOpPOT CO CITMHBI HA XKUBOT Yepe3 JIEBYIO CTOPOHY
4 TToBopOT ¢ XXMBOTa HA CITMHY Yepe3 MPaBYIO CTOPOHY
5 IToBOpOT ¢ XKMBOTA Ha CITMHY Yepe3 JIEBYIO CTOPOHY
6 Canutcs (MpUHAMAET CUISTIee TTOJI0XEeHUE)
7 Cunur
8 Bcraer (mpuHUMaeT mosIoXKeHUe CTOST)
9 Crout
10 Crout Ha nITKax
11 Crout Ha HOCKax
12 Crout Ha npaBoil HoTre
13 Crourt Ha JiIeBOIi HoTe
14 [TpsiraeT Ha mpaBoOi HOTE
15 ITpsiraeT Ha JeBoii HoTe
16 Bcraer co cTyna
17 Bocxongmuii mmar mpaBoit HOroi
18 Hucxopsiuii mar npaBoii Horoi
19 Bocxonsiuii mar jieBoit Horoi
20 Hucxopsimmii miar sieBoit Horom

IIxana CKoTTa UCIIONB3YETCS IJIsT ONPeneIcHUsT OOIIEro ImoKasaresis ABUTaTeJIbHOM akTuBHOCTH. [Ipn ocMoTpe
MaIeHTa ITo TaOJIMIle OLIEHMBAeTCd KaXK Bl BUJ IBMKEHUS IIPY CAaMOCTOSITEIBHOM BBITIOJTHEHWH WJIY C TIOCTOPOHHEN
noMo1npio. ITo pe3ynsraTaM nucciaeToBaHMs MPUCBAUBAIOTCS OAJUTBI: 2 Oajlyla — 3a KaXXI0e CAMOCTOSITEIILHO 3aBepPIIEeH-
HOeE IBWXKeHue, 1 6a/u1 — eciiv OblIa OKa3aHa IIOMOIIb 1/WJIN IBMXKEHUE OTpeOoBaIo 0OIbIINX yernii, 0 6auioB —
€CJIV IBVKEHME He BBITOIHEHO. [aee mMpon3BOANTCS ITOACYET CYMMEBI 0a/UT0B. MakcuMaIbHOE KOJTMYECTBO OAJTOB —
40, MuHuMaibHOE — 0.



HepBHo-mbiweykbie 5OJIE3HH

Jlexyuu u 0630po!

MyHKYUOHaNbHbIE KNacchbl WKanbl BuHboca

Ilpuaoxncenue 4

Ne Bo3MoXKHOCTD IBHZKEHHUA
I [MauneHT MMeeT OYeBUIHOE HapyIIEHHEe OCAHKHM Y ITOXOIKW, HO XOAUT W MIOJHUMAETCS
0 CTYIIEHSIM 03 MOIIEePXKKU
2 [ManeHT XOOUT, HO TTOAHUMACTCS T10 JICCTHUIIE C TTOMOIIBIO TTePIUT
3 IMTanumeHT XOmUT, HO TIOJHMMAETCS 110 JISCTHUIIE Ha 8 CTaHIAPTHHIX CTyIeHel
C TTIOMOIIIbIO ITepHII OoJiee YeM 3a 25 ¢
4 ITanueHT XOOUT, HO HE MOXET MOTHUMATHCS T10 JIECTHULIE
5 [ManeHT X0oUT 0€3 OIS PXKKH, HO He MOXET ITOMHUMATh HOTY IIJIS IIIara Ha CTYIICHHN
WJIM HE MOXET BCTaBaTh ¢ Kpeciia
6 ITameHT XOOUT TOJBKO B OPTOTIEANUYECKOM KOpCeTe
7 IMaumenT B Kpecie-Katanke. CUINT MPSIMO, MOXKET YIIPABIATh KPECJIOM M COBepIIaTh
BCe XXM3HEHHO HeOOXOAUMBbIE IeICTBUSI C Kpecia
3 [MaumenT B Kpecie-Katanke. CUINT IIPSIMO, HO HE MOXKET COBEpIIATh
BCE XXM3HEHHO HEOOXOAMMEIE IECTBUS ¢ Kpecia
9 IMTauumenT B Kpecne-katanke. CUAUT IIPSIMO TOJIBKO MPU TTOJIEPXKKE.
MoxeT coBepiIaTh MUHUMYM KU3HEHHO HEOOXOIUMBIX ACUCTBUI ¢ Kpecia
10 IMaumeHT He BcTaeT ¢ KpoBaTu. He MOXXeT coBepIIaTh JKU3HEHHO HEOOXOMUMBIE IeHCTBUST
0e3 MOCTOPOHHEN MOMOILLU

O1ieHKa BO3MOXHOCTEM NBUXKEHMS MallMeHTa IpOBOAUTCA 110 10 (bYHKHI/IOHaJ'[I)HI)IM Ki1accaM, MnmpeacTaBJICHHbBIM
B Tabauie. ITo 3aBCPIICHUIO NCCIICA0BAaHUA BLICTABIACTCA KJIaCC, KOTOpBIP‘I COOTBECTCTBYCT JIBUTATEJIbHOM aKTUBHOCTH

0OJIBHOTO.

TOM 6
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HepBHo-Mblweynbie BONTE3HU
Jlexuuu u 0630pbi

Ilpuaoxncenue 5

Tecm 6-MuHymnoii Xofb0bl

st recta 6-MMHYTHOM X0ab0bI (6-minutes walking test) mMeloTCsI ciieaylole abCOMOTHbIC TTPOTUBOIIOKA3AHUSI:
HecTaOWIbHAsI CTEHOKAPAMS HaNpsDKeHUsT M MHMAapKT MUOKapaa TaBHOCTHIO 10 1 Mec. OTHOCUTEIbHBIMU IPOTUBOIIO-
Ka3aHUSIMU SIBJISIIOTCS YacTOTa CepAeYHbIX coKpalieHuit > 120 ya./MuH B okoe, cuctoiandyeckoe Al > 180 MM pr.cT.,
nuacroianueckoe A/l > 100 mm pT.cT. Ilpu cTabuabHOI CTEHOKApAUU TECT CAEAYET MPOBOAUTH C OCTOPOXKHOCTHIO
Ha (poHe MpreMa aHTUAaHTMHAJIBHBIX IPEapaToB 10 OKa3aHUSIM.

Ecnu mauueHT HaXOAUTCSI Ha TOCTOSIHHOM KI/ICI[OpOI[HOfI IOAACPKKE, CKOPOCTh Moga4Yr KMCJI0pOoaa Ipu IpoOBCAC-
HUUM TECTa OOJLKHA COXPAHATHCA B COOTBETCTBUU C IIPCAITMCAHNEM Bpadya, HA3HAYMBIICTO M KOHTPOJUPYIOLICTO TCPAIINIO.

Tect HeOOXOMMMO HEMEUIEHHO IIPEKPATUTD B ClIyyae MOSIBICHUS:

1) 6osu B rpyau;

2) HEMEPEHOCUMON OJBIIIKY;

3) XpaMIIi B HOTaXx;

4) pe3Koii HEyCTOMUYMBOCTU U TTOLIAThIBAHUS TIPU XOOL0E;

5) Ype3MepHOTro MOTOOTACICHMUS;

6) pe3KOro U3MEHEHMSI LIBeTa KOXHBIX TOKPOBOB (6J1€AHOCTH).

Tect 6-MUHYTHOM XOABOBI TPOBOIUTCSI B XOPOIIO 3HAKOMOM IMTAalIMEHTY TTOMEIIEHU U, UMEIOIIEeM JOCTATOYHO UTMH-

HBII KOPUAOP C TBEPIBIM MOKPBITHEM. JIJIMHA TTPOXOAUMOTO ITYTH JOJIKHA COCTABIIATH > 30 M ¢ pa3MeTKOI KaxXIble
3 M, a TaKXXe TOYKaMH ITOBOPOTOB,/pa3BOPOTOB.

IManpeHT DoKeH MATH C MAKCUMAaJTbHO BO3MOXKHOM CKOPOCTBIO (HO He 0exXaTh) B TeueHue 6 MuH. OLieHUBAETCS
paccTosiHUe B METpax, IPoiiiecHHOe 3a 6 MUH 0€3 BhIHYKICHHBIX OCTAHOBOK.



Jlexyuu u 0630po!

HepBHo-mbiweykbie 5OJIE3HH

Ilpuaoxncenue 6

llikana cmenexu ycmanocmu

Hac untepecyet posb ycranoctu B Baiieit moBcenHeBHOM Xu3Hu. [Toxanyiicta, MpoyunTaiitTe Clieayoniue yTeep-
SKIEHUsI, 3aTeM BbIOepUTe LIU(DpY, HarboJiee COOTBETCTBYIOLIYIO BallieMy TeKyleMy COCTOSTHUIO:

1 — abCOMIOTHO HE COTJIaceH;

2 — cKopee He coraceH;

3 — YaCTUYHO HE COTIJIACeH;

4 — He MOTY CKa3aTh, YTO COIJIACEH WUIM HE COIIaceH;
5 — YaCTUYHO COIVIACEH;

6 — ckopee coriaceH;

7 — abCOIIOTHO COTJIACEH.

1. Most MoTUBaLUst CHMKACTCA, KOraa A4 UCIbITbIBAIO YCTAJIOCTh

(2 003 04 s e 7

2. @u3nyecKue yIpaxHEeHUs YCUIMBAIOT MOIO YCTAJIOCTh

(I 2 03 [4 s e 7

3. 41 6bIcTpO ycTalo (yTOMIISIIOCH)

(I O2 03 [4 s e 7

4. YcranocTtb OrpaHM4YMBacT MO (bI/I3I/I‘ICCKI/I€ BO3MOKHOCTHU

(It O2 03 [« s e 7

5. YcranocTh 4acTo CTAaHOBUTCS HpI/I‘II/IHOfI MOMX HpO6J’[eM

I [2 03 04 s e 7

6. YcrajocTh He TTO3BOJISIET MHE XXKUTh HOPMaJIbHOM (PU3MUYECKOR
JKA3HBIO

LI 2 03 C4 s e 7

7. YcTanocTb 3aTpYAHSIET BBITTOJHEHUE ONpeaeeHHbIX IeHCTBUIA
U 00sI3aHHOCTEM

(I O2 03 [4 s e 7

8. Most ycTaiocTh SIBJISIETCST OMHOM M3 3 TIIaBHBIX PUYUH
HE/1eecroCcOOHOCTH

LIt 2 03 4 s e 7

9. YcranmocTh co3maeT TPYIHOCTH Ha paboTe, B CeMbe
WINA B COLMAIBHOM XXN3HNI

I 2 03 4 s e 7

TOM 6
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TOM 6

HepsHo-Mblweynbie 5O JTE3HU
Jlexuuu u 0630pbi

Ilpuaoxncenue 7

PommepaaMcKkan WKana uiBanugHocmu

ITo kaxxpoMy BOIIpoCy BEIOEPUTE OTBET, JYYIIIe BCETO ONMMChIBAIONIMI Ballle cocTosiHue Ha MOMEHT OIIpoca.

Ilpumenanue k sonpocam 1, 2. [lepemeujerue u3z 00Ho20 nomeuwjeHus 8 dpyeoe Uil 6He NOMeUujeHUs He 0053amenbHO
nodpazymesaem, umo Bot moxceme xodumo (nanpumep, Boi nepemeujaemecs 6 Kpecie-Kamanke).

1. Ilepemelnenne B noMenIeHUH

Mozxete 11 Bbl nepeMemiaTbCa M3 OAJHOTO IIOMEIICHUA B APYTro€, CIIpaBJIAACh IIPMU 3TOM C ABEPbMHU, KOBpaMH
" CKOJIb3KNMU HOBCDXHOCTHMI/I?

[ ]0 — Henpumenumo;
[ ]1 — He ciocoGeH mepeMeLaThes 3 OQHOTO MOMELLEHNS B APYroe;
[ ]2 — nepemeruaroch U3 OQHOTO MOMELLEHHS! B IPYTOE B OCHOBHOM C [OCTOPOHHE! TIOMOLLBIO;

[ ]3 — 6onbLryio yacTb BpeMEHH CaMOCTOSITEIbHO TIEPEMELLAIOCH U3 OJHOTO MOMELLEHHsI B APyroe,
MHOTIIA HYX/IAl0Ch B IOCTOPOHHEN MTOMOLIN;

|:| 4 — nepeMeliaroChb U3 OAHOIro MOMCIICHUA B APYTOC CAMOCTOATCI/IbHO, oe3 HOCTOpOHHCfI IIOMOIIH.

2. I1epemelieHne BHE IOMEIIEHUS

Mozkete 11 Bol NNEPEeMEIIATbCA BHC TIOMCIICHHWA N3 OJHOI0 MECTa B APYIroc, CripaBIAACh ITPU 9TOM C GOD,ZLIO]I)aMI/I
1 HCPOBHBIMH HOBC]I)XHOCTHMI/I?

[ ]0 — Henpumenumo;
[ ] 1 — He criocoGeH nepeMenaThest BHE MOMELIEHUS;
[ ]2 — nepemeniaioch BHe TOMELIEHNS] B OCHOBHOM C ITOCTOPOHHEH IIOMOLLIBIO;

[ ]3 — GobLryio yacTh BpeMEHH CaMOCTOSITEIbHO TIepPEMEILAioCch BHE MOMELIEHNsI, MHOTIA HYX1aloCh
B ITOCTOPOHHE TOMOIIN;

|:| 4 — IEpEeMCIIaOChb BHEC ITOMCIICHUA M3 OAHOTO MECTA B IPYIroc CaMOCTOATEIbHO, oe3 HOCTODOHHeﬁ IIOMOIIH.

3. Ucnosb30Banne KyXHd

MozkeTe 11 BB IpUTOTOBUTH M ITOAATH Yaii/Kode, TocTaBaTh MIPeAMETHI N3 BEPXHUX M HIDKHUX KYXOHHBIX
mKkadoB, XOJIOAUIbHUKA U T. . (Ipyrue MaHUITYJISIINN Ha KyXHE TaKKe IIPUMEHUMBI ) ?

[ ]0 — Henpumenumo;
[[]1 — He criocoGeH BBIMONTHATH HUKAKKE AEHCTBUS HA KYXHE;

|:| 2 — c1oco0eH BBIMOJHSTH TOJIBKO CaMble IIPOCTHIC U3 YKa3aHHBIX IEUCTBUI B OCHOBHOM C ITOCTOPOHHEM
TTOMOIIIBIO;

l:, 3 — croco0GeH caMOCTOSITE/IbHO BBITIOJHSTh TIOJAaBJIAIONIYIO YAaCTh YKa3aHHbBIX ﬂeﬁCTBHﬁ, MHOrJa Hy>XK1aroCb
B HOCTOpOHHeﬁ IIOMOIIMH,

|:| 4 — crmocobeH caMOCTOSITETLHO BBITIOTHSTD BCE NECUCTBUS Ha KYXHC.



HepBHo-Mbiweykbie 5O JIE3HU
Jlexyuu u 0630po!

4. Xo3giicTBeHHbIe Jej1a (B IOMEIIEHUH)

MozkeTe 11 BEI BBITTOTHSATH TaKyI0 paboTy I10 TOMY, KaK yOOpKa ITbIJIECOCOM, MBIThE ITOCYIbI, CTUPKA, BEITUPAHUE
OBUIM U T. 1.7

[ ]0 — Henpumenumo;
[ ] 1 — He criocoGeH BBIMOTHATD HUKAKKE XO3SIHCTBEHHBIE [€/1a B TOMELIEHNH;

|:| 2 — cT10CO0EH BBHITIOHSTH TOJIBKO CaMble IIPOCTHIC M3 YKa3aHHBIX IEUCTBIUI B OCHOBHOM C ITIOCTOPOHHEH
TOMOIIIBIO;

|:| 3 — crocoOeH CaMOCTOSITEIbHO BBIMIOJIHSTH MOAABIISIIONIYIO YaCTh YKa3aHHbIX IEUCTBUIA, MHOTIA HYXIAl0Ch
B IIOCTOPOHHEN TTOMOILIU;

I:l 4 — croco6eH caMOCTOSITeJIbHO BBITIOJIHSITH BCE XO3IHCTBEHHBIE Jiejia B TOMEILIEHUH.

5. Xo3siicTBeHHbI€ ej1a (BHE NOMEIEHHUs)

MoxeTe v Bbl neiaTh MOKYNKW, paboTaTh B Cay, MbITh MAIlIMHY U T. 1.7

[ ]0 — Henpumenumo;

[ ] 1 — He criocoGeH BBIMONHATD HUKAKKME XO3SHCTBEHHBIE [1€71a BHE TIOMELLEHNS;

|:| 2 — c10co0eH BBHITIOIHSTH TOJIBKO CaMble IIPOCTHIC M3 YKa3aHHBIX IEUCTBUI B OCHOBHOM C ITIOCTOPOHHEH
TMOMOIILIBIO;

|:| 3 — crocoOeH CaMOCTOSITEIbHO BBIMIOJHSTH MOAABIISIONIYIO YaCTh YKa3aHHbIX IEUCTBUIA, MHOTIA HYXIAl0Ch
B IIOCTOPOHHEN TTOMOILIU;

I:l 4 — croco6eH caMOCTOSITeJIbHO BBIMIOJHSITh BCE XO3ICTBEHHbIE Jiejia BHE TOMEILEHMSI.

6. Jocyr (B moMemeHnn)

Moxete 11 Bbl yATaTh ra3ersl, XypHalIbl WIM KHUTU, MOJb30BAaThCS TeJIe(hOHOM, 3aHUMAThCI KaKUM-HUOYIb
X0001 (Kpome criopta)?

[ ]0 — Henpumenumo;
[ ]1 — He criocoGeH BBIMONTHATD YKa3aHHbIE AEHCTBUSL;

|:| 2 — c10CO0EH BBHITIOJIHSTH TOJIBKO CaMble IIPOCTHIC M3 YKa3aHHBIX IEUCTBUI B OCHOBHOM C ITIOCTOPOHHEH
TOMOILIBIO;

|:| 3 — crocoOeH caMOCTOSITEIbHO BBITIOJIHSTh MOAABJIAIOLIYIO YaCTh YKAa3aHHBIX AEVICTBUI, NHOTIA HYXIAI0Ch
B ITOCTOPOHHEN TTOMOIIIH;

[ ]4 — ciocobeH caMOCTOAATENLHO BBITIOMHSITH BCE yKA3AHHBIE IEACTBHUSL.

7. Jocyr (BHe moMenieHus )

Mozxete 11 Bbl X0muTh Ha BeYEPUHKH, B TeaTp, KHHOTEATP, Ha KOHLIEPTHI, B My3€1, Ha BCTPEUU, 3aHUMAThCSI CIIOPTOM?
[]0 — Henpumenumo;

[ ] 1 — He criocoGeH BBIMONTHATD YKa3aHHbIE AEHCTBUSL;

|:| 2 — c1tocoOeH BHITIOIHSITD TOJIBKO CaMble IIPOCThIEC M3 YKa3aHHBIX JCHCTBUI B OCHOBHOM C ITOCTOPOHHEH
TTOMOIITBIO;

|:| 3 — crocoOeH caMOCTOSITEIbHO BBITIOJIHSTh TIOJaBJIAIOLIYIO YaCTh YKa3aHHbBIX NIEUCTBUIA, MHOTIA HYXIalChb
B HOCTOpOHHCﬁ TTOMOIIH;

I:l 4 — croco6eH caMOCTOSITeJIbHO BBITIOJIHSTD BCE YKa3zaHHbIC e CTBUS.

TOM 6



HepBHo-Mblweynbie BONTE3HU
Jlexuuu u 0630pbi

Ilpumeuanue k 6onpocy 8. Ilpu omcymcemeuu 6ooumensckux npas Boi modceme cuumamo 3mo ycaogue 60npoca «6blnos-
HEHHbIM», 30 UCKAIOYEHUEM CAYHAes, K020a 04e8UOHO, YO 80MCOCHIEe agmomMoOUAs AGCONHOMHO HEBOIMONCHO 6 C653U ¢ Bawum
3ab01e6aHUEM.

O
=
(=]
=
8. Cnoco0HOCTh BOAMTH ABTOMOOWIb, €3IUTh HA aBTOOYCE, KATATHCS HA BEJIOCHITEE
Mozkete 11 BBl BOIMTH aBTOMOOWITB, €3IUTh Ha aBTOOYCE/METPO, KaTaThes Ha BeJiocuIiene?
[ ]0 — Henpumenumo;

[ ]1 — He criocoGeH BBINOIHATD YKa3aHHbIE IeHCTBHSL;

[ ]2 — crioco6eH BBITIOIHSITH TOJBKO OAHO U3 yKA3aHHBIX ACHCTBUIT (P HEOOXOIMMOCTH C OCTOPOHHEH
MMOMOIIBIO);

[[]3 — ciocoGeH BBITIOMHSTD 2 AEHCTBIA U3 yKA3aHHbIX (IIPM HEOOGXOAMMOCTH C MOCTOPOHHEN TIOMOLIBIO);

|:| 4 — crtoco6eH caMOCTOSITETbHO BBIITOJTHSTH BCE YKa3aHHBbIE NEUCTBUS.

9. Pabora/yueda

MozkeTe 11 Bbl mpomonKaTh 3aHUMATLCS CBOSH MPUBBHIYHOM (KakK 10 3a0oJieBaHUsI) paboToit/yaebori?
[ ]0 — nenpumeHnmo;

|:| 1 — He coco0eH 3aHUMAThCs ITPUBBIYHOM PabOTOM/yueboii;

[[]2 — ciocoben yacTMuHO 3aHUMATBCS! 3IATITUPOBAHHOI PaGoTOol/yue6oii;

|:| 3 — crmocoOeH YaCTUYHO 3aHMMAaThCsl IPUBBIYHON paboTOi/yueboii;

|:| 4 — crtoco0eH 3aHMMAThCS IIPUBBIYHOM paboTOi/yaeb0ii B TOTHOM 00BeEME.

Hcnoavzoeanue wkan npusoxceruii 1—7 Hocum pexomeHdamenvublli xapakmep. B ceés3u ¢ HU3Koil 6vis161451eMOCMbHO
oonesnu Ilomne 6 Poccuu eanruduzayus 0aHHbIX WKAA He NPOBOOUNACH.

38



HepBHo-Mbiweykbie 5O JIE3HU
Jlexyuu u 0630po!

Ilpuaoxncenue 8

OnpocHuk SF-36. OueHKa KayecmBa Hu3sHu
(pyccroA3blyHad Bepcud, co3aHHadA u peKOMeHA0BaHHaA
Me:xHauuoHanbHbIM UEHMPOM UCCNeAoBaHua KauecmBsa Hu3Hu)

DTOT OMPOCHUK CONEPKUT BOMPOCHI, Kacaroluecs Balimx B3rismnoB Ha cBoe 310poBbe. [IpenocraBieHHass Bamu
HHMOpPMAIIKS TOMOXET CIEINTh 3a TeM, KaK BbI cebsl 9yBCTBYeTe M HACKOJBKO XOPOIIO CIIPaBISIETECh CO CBOUMU
OOBIMHBIMM Harpy3kamMu. OTBeTETE Ha KaXKIbIi BOIIPOC, IToOMevast BRIOpaHHBII Bamut oTBeT, Kak 310 yKa3aHo. Eciu B
He YBEepeHBI B TOM, KaK OTBETUTh Ha BOIIPOC, ITOXKaIyiiCcTa, BEIOEpUTE TAKOM OTBET, KOTOPHI TOYHEE BCETO OTpaKaeT
Baiie MHeHue.

1. B nenom Bei Ob1 oneHniin cocrosnne Bamiero 3mopoBbs Kak (00BeauTe oaHy mudpy):
1 — oTny4HOE;

2 — OUeHb Xopollee;

3 — xoporiiee;

4 — mocpeCTBEHHOE;

5 — oxoe.

2. Kak 0b1 Bbl onieHnIn cBO€ 310pOBbe Ceifdac Imo CPaBHEHHIO ¢ TeM, YTO ObLIO ro Ha3aa (o0BemuTe oy mupy)?
1 — 3HAYUTETBHO JIyYllle, YeM TOfl Ha3as;

2 — HECKOJIbKO JIy4llle, YeM T/l Ha3a;

3 — MpUMEPHO TaK ke, KaK rojl Ha3al;

4 — HeCKOJIbKO XyKe, UeM TOJl Ha3a;

5 — ropaszmo Xyxe, 4eM Troj Ha3aj,.

3. Caenyionye BONPOChI KACAIOTCS (PU3NYECKUX HATPY30K, C KOTOPhIMH Bbl, BO3MOKHO, CTAIKMBAETECH B TEYCHHE
CBOEro 00bIMHOrO JAHS.

OrpannuuBaet 1 Bac cocrosinue Baliiero 310poBbs B HACTOsI11I€e BPeMSI B BBIIOJIHEHUH MEPEYNCICHHbBIX
HIXe pu3ndecknx Harpy3oK? Ecinu ma, To B Kakoii crereHy (00BenuTe onHy IIuGpy B KXok CTpoke)?

Ja, 3snaunrensHo | Jla, HeMHOro Her, coBcem

Bun ¢usnyeckoit aAKTHBHOCTH
OrPaHNYUBAET OrPAHMYMBAET | HE OTPAHMYUBAET

Tsxensie pusnyeckre Harpy3ku, Takue Kak Oer,
A |nmomHSTHE TSKeCTel, 3aHSITUEe CUJIOBBIMU BUIAMU 1 2 3
crnopTa

YMepeHHble GU3NIYeCcKre Harpy3Ku, TakKre Kak mepe-
b | ABUHYTH cTOJI, MOPabOTATh C MBLIECOCOM, COOMPATh 1 2 3
IpUOBI WU SITOMIBI

B | IlogHSTh WK HECTU CYMKY C TPOIYKTaMU | 2 3

I TTogHATHCS TIEITKOM 10 JIECTHUIIE HA HECKOJIBKO 1 ) 3
TIPOJICTOB

J | ITonHSATHCS NELIKOM 0 JIECTHUILIE Ha OAUH MPOJIET 1 2 3
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E | HakyioHUTBCS, BCTaTh HA KOJIEHU, TTPUCECTh Ha KOPTOUKU 1 2 3
XK | IIpoiitu paccTossHUE 60J1ee OAHOTO KMJIOMETpa 1 2 3
3 | IIpoiiTu paccTosiHMEe B HECKOJIBKO KBapTajoB 1 2 3
N |IIpoiiTu paccTosiHUE B OAUH KBapTal 1 2 3
K | CamocTOosITEIbHO BEIMBITBCSI, OAETHCS 1 2 3

4. beiBasio ;1 3a nociaenanue 4 Heaean, uro Bame uznueckoe cocTosiHIE BHI3bIBAJIO 3aTpyAHeHus B Bameii padote
WM IPYToii OOBIYHO¥ MOBCETHEBHO eI TeIbHOCTH, BCJIEICTBIE 4ero (00BeauTe oaHy mudpy B KaxK/0ii CTPOKe):

Hda Her
A IIpunuiock COKpaTUTh KOJIUUYECTBO BPEMEHM, 3aTpauMBaeMoOro Ha paboTy 1 )
WIN IpyTUe aesa
b | BeimosmHWIM MeHblIIe, YeM XOTeaun 1 2
B Bbl ObUIM OrpaHUY€HBI B BHIMOJIHEHUU KAaKOT0-J11M00 OTNpeaeIeHHOro B1uaa 1 2
paboThI UK APYrOil 1esITeTbHOCTH
r By TpyIHOCTH TIpU BHITIOJHEHUU CBOEI paOOThI WJIW APYTUX A | )
(HampuMmep, OHY MTOTPeOOBaIM TOMOJTHUTEILHBIX YCUIWIA)

5. BeiBasio 1 3a nocjennue 4 Heaesm, 4To Bame 3MOnMOHAIbHOE COCTOSTHUE BbI3BIBAJIO 3ATPYIHEHHS
B Bamieii padore wiu apyroii 00bIYHOI MOBCEIHEBHOI eATEILHOCTH, BCIEACTBHE Yero (o0BeauTe oany uudpy

B KaXI0ii CTpoKe)?

Ja Her
A ITpumnock COKpaTUTH KOJMYECTBO BpeMEHH, 3aTpadyBacMOro Ha padboTy | )
WA IpYyTHE Iejia
b | BeimoaHuIM MeHbllIe, 4YeM XOTeIn 1 2
B | BoinosHsiiv cBOIO paboTy WM APYTHE AeJia He TaK aKKYpaTHO, KaK 0OBIYHO 1 2

6. Hackosbko Bamie puznyeckoe i 3MONMOHAJIBHOE COCTOSIHHE B TE€UEHHH MOC/IETHUX 4 HelleIb Melajio
Bam npoBoauTh BpeMs ¢ ceMbeid, Ipy3bsMH, COCeIAMH HJIH B KOJLUIEKTHBE (00BeauTe oaHy uugpy)?

1 — coBceM He MelaJio;
2 — HEMHOTO;

3 — yMepeHHoO;

4 — CUJIBHO;

5 — O4YeHb CIJIBHO.
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7. HacKosibKo cuiibHY10 hr3ndecKyio 00Jb Bbl ncnbiThIBaIN 32 Nocjieanne 4 neneu (o0Beaure oaHy mudpy)?

1 — coBceM He UCTIBITBIBAN(-a);

TOM 6

2 — o4eHb c1abyo;
3 — cnabyio;

4 — yMEpEHHYIO;

5 — CUJIbHYIO;

6 — oYeHb CUJIBHYIO.

8. B Kakoii crenenn 00.1b B TeUeHHE NocaeTHNX 4 Heaelb Memaia Bam 3annmarbes Bammeii HopmasibHo# padoToi,
BKJIIOYAs pabdoOTy BHE I0Ma H 10 Aomy (00BeauTe oaHy mudpy)?

1 — coBceM He MelIana;
2 — HEMHOTO;

3 — yMepeHHO;

4 — CUJIbHO;

5 — O4eHb CIJIBHO.

9. Cnenyionue BONPOChl KACAIOTCSA TOro, Kak Bol ce0s 4yBCTBOBAIM M KaKuM 0bL10 Balle HacTpoeHune B TeueHune
nocjaeannx 4 Henenb. IToxkanyiicra, Ha KaxKplii BONPOC JaiiTe OMH OTBET, KOTOPbIii HAN00J1ee COOTBETCTBYET
Bamuim ourymenusm.

Kaxk yacto B TeueHuU nocieaHux 4 Heaeab (00BeauTe OAHY LIM(PY B KaXI0I CTPOKE):

Bee Boabiryio
4acTh Yacro | Unorma | Penko | Hu pasy
BpeMs
BpPEMEHH
A | Bol uyBcTBOBanu cebst 6oapuimM(-0ii)? 1 2 3 4 5 6
b | Bl cuiibHO HepBHUYAIN? 1 2 3 4 5 6

Brl uyBcTBOBaNM ceOs1 TaKUM(-011)
B | nomaBiaeHHBIM(-0i1), YTO HUUTO HE MOTJIO 1 2 3 4 5 6
Bac B36oaputh?

Brl uyBcTBOBaIM Ce05T CITOKOMHBIM(-01)

r N 1 2 3 4 5 6
W YMUPOTBOPEHHBIM(-011)?

i Bor HYBCTBSBaJIH ce0sI TTOTHBIM(-011) CHIT 1 ) 3 4 5 6
U 3HEeprun?

E Bol ‘{YBCTBOBaJH/lUC€6H yIaBIIUM(-€i) JTyXOM | ) 3 4 5 6
U nieYaabHbIM (0if)?

2K | Bel uyBcTBOBaM ceds1 U3MYYEHHBIM (-0i1)? 1 2 3 4 5 6

3 | Ber auyBcTBOBaNM cebsI CYACTIIMBBIM(-01)? 1 2 3 4 5 6

W | Bol uyBcTBOBau cebsl ycTaBIIMM(-¢if)? 1 2 3 4 5 6
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10. Kak yacro B nocieanue 4 Heaenu Bame (hu3nyeckoe WM 3MOIMOHAIbHOE COCTOSAHUE Memaio Bam akTuBHO
obmarscs ¢ moabmMu? Hanpumep, HaBemaTh poJCTBEHHUKOB, JIpy3eii U T. 1. (00BexuTe oaHy mudpy).

1 — Bce Bpewms;

2 — OOJIBIIIYIO YaCTh BPEMEHU;

3 — uHoOTAA;
4 — penxo;
5 — HHU pasy.

11. Hackosko BEPHBIM nm HEBEPHDBIM npencrapisiercs mo oTHomeHnnio K Bam kaxmoe
W3 HIZKe TepevYncIeHHbIX YTBepKIeHnii (00BenuTe omaHy nudpy B KaxKI0ii CTpoke)?

Onpenenenno | B ocHoBHOM He 3nato B ocHoBHOM | OnpeneneHHo
BEPHO BEPHO He BepHO HEBEPHO

MHe KaxeTcsi, 9To 51 60yiee CKIIOHEH

A ’ 1 2 3 4 5
K 00JIE3HSIM, YEM ApyTrue

B Moe 310pOBbe HE XyXe, YeM y 00JIb- 1 ) 3 4 5
IIMHCTBA MOUX 3HAKOMBIX
A oxupaalo, 4To MOe 30POBbE

B Aa10, AP 1 2 3 4 5
YXYILIUTCS

I' | ¥ MeHs1 oTIMYHOE 310POBbE 1 2 3 4 5
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Oomue cBenennsa. XpoHMIeCKast BOCIIATUTEIbHAS JIe-
MUeIMHU3NpYIomas moiauHeiiponarus (XBIT) — omHo
W3 TPUOOPETEHHBIX ayTOMMMYHHBIX 3a00JIeBaHMIl IIe-
pudeprueckoit HepBHOI cucTeMsbl [1]. PactpocTpaneH-
Hocth XBJ/IIT coctaBnsger B cpemrem 0,81—1,90 ciyyasg
Ha 100 TeIc. Hacenenus. ITo manHbM O.C. JleBuHa, Kk XBITT
OTHOCSITCSI OKOJIO 5 % MOIMHERPOIaTUi B 1IeJI0OM, U boJiee
20 % MOMMHENPOIIATHIA «<HESICHOTO reHe3a» [2]. MyKYnHbI
0os1eroT HecKoJbKo vate. XB/IIT MoxeT BcTpedyaThCsl B JT10-
60M BO3pacTe, HO MUK 3a00JIeBAEMOCTH TIPUXOIUTCS Ha
B3POCJIBIA BO3pacT (CpemIHui Bo3pacT nediota — 48 jeT),
ripu 3toM nauneHTsl ¢ XBJIT crapiie 50 neT nMmeroT MeHee
OJIaroIpusITHOE TeUeHME 00JIC3HN U HEIOCTATOYHBIN OTBET
Ha Tepanuio [3].

B otiumie ot meteit MeHee TpeTH B3POCIIBIX OOTbHBIX
CBSI3BIBAIOT MOsIBJeHUE nepBbix cumnToMoB XBJIIT ¢ ka-

KUMU-TU00 TIPEIIISCTBYIOIINMH COOBITUAMU (OCTpPBIC
pecpaTopHble BUPYCHBIC MH(MEKIINHY, TPUIII, TACTPOSHTE-
PUT, BaKIIMHAIIY, XUPYPTUIECKIE BMEIIATeIbCTBA M 1Ip. ).
He uckmoueno, uro cBa3p XBJ/IIT ¢ mHGEKIMOHHBIMUA
MpolieccaM Ha caMoM Jelie Oojiee CHIbHAsI, OMHAKO €e
BBISIBIICHHE OCJIOXKHSIETCS TEM, UTO MALIMEHTHI YacTO He MO-
TYyT Ha3BaThb TOUYHBIN II€pHOA BO3HUKHOBEHUS IIEPBBIX
npu3HakoB 3a0oneBaHus. Y xxeHiuH XBI1 nepenko ne-
6rotupyet Ha (poHe 6epeMeHHOCTH (00bI9HO 111 TpHMeEcTp)
WJIY TIOCTIE POIOB, UTO, BEPOSITHO, OOBSICHSIETCS COCTOSTHH -
eM (bU3MOJIOTMIECKON UIMMYHOCYIIPECCUU B 3TOT TIEPHOI.
bonee yuem y nonoBuHbl 60abHBIX XBJIIT HaunHaercst He-
3aMETHO, TIEPBBIC CUMITTOMBI HeCTICITU(UIHEI ¥ YaCTO He-
JTOOIICHUBAIOTCS BpadyaMU I CAMUMU TTallMeHTaMMU.
Kmmnmnyeckue npossienus XBII1. Kak npaBuiio, nepBbie
kanoObl nmaumeHToB ¢ XBJII1 cBsizaHbl ¢ HapylIeHUSIMU



Jlexyuu u 0630po!

HepBHo-Mblweunbie 5O JIE3HH

YYBCTBUTEJIBHOCTH 1 MBIIIIEYHOM C1a00CTHIO B KOHEYHOC-
Ts1X. CeHCOpHBIC HApyIICHUS TIPEBATUPYIOT B KIIMHUYE-
CKOIl KapTuHE TOJbKO y 5—8 % GoabHbiX. Yalle Bcero
IBUTATEJIbHBIN Ne(UIIAT IIpeodaanaeT Hal IyBCTBUTEIIb-
HbIM: MOSIBJSIIOTCS 3aTPyAHEHUS MPU XOAbOE, MOIbeMe
I10 JIECTHUIIE, TIPY BCTAaBAaHWU M3 TTOJIOKEHMS cuas. Takue
OTpaHWYCHMST B TIOBCETHEBHOM XM3HM, KAK HEBO3MOX-
HOCTB 3aJI€3Th B BAHHYIO, CJIOXKHOCTHU IIPU IOTBEME C HU3-
KOTO CTyJIa, IMBaHA WM YHUTA3a, 3aTPYTHCHUS TIPU TTOTbEME
Ha CTYIIEHbKY aBTOOyCa, MOTMBUPYIOT MAlIEHTa K 00pa-
IIeHUIO K Bpauy. Kak 1mmpaBmiro, ¢1aboCcTh MBI KOHEY-
HOCTel CHMMETpHUYHA, PACIIPOCTPAHSIETCS ITO BOCXOISIIIEMY
trumy. [1o Mepe TiporpeccupoBaHus 00JIe3HU HaPyIIaeTCsT
MeJIKasi MOTOpPMKa PYyK M BO3HUKAIOT CBSI3aHHBIC C HEU
CJIOXKHOCTH C CaMOOOCITy>KMBaHMeM. BoJIbHbIE TTOCTETIEHHO
TepSIIOT CIIOCOGHOCTD TTNCATh, TIEPEIBUTaThCs Ha GOJIBILINE
paccTOsTHUS, HAUMHAIOT MCITOJIb30BaTh BCIIOMOTATeIbHBIC
cpencTBa (TPOCTh, XOMyHKH, KPecIo-KaTajiKa), Hy>KIaroT-
¢S B IOCTOPOHHEH ITOMOIIIH.

IMockonbky XB/IIT mpencrasisieT reTeporeHHyI0 Irpym-
Iy XpOHWYECKUX ayTOMMMYHHBIX TTOJIMHEMPOIaTHiA, Cy-
IIECTBYET PSIT aTUITAIHBIX (POPM, MMEIOIITX OCOOCHHOCTH
KIMHUYECKUX TIPOSIBJICHNI. B HEKOTOPHIX CiIydasix BO3-
MOKHO ITPEUMYIIIECTBEHHOE BOBJICUCHNE ITPOKCUMATEHBIX
OTJIEJIOB KOHEYHOCTEH, IIpeobIagaHnue CUMITTOMOB B PyKax,
ACUMMETPHS KITMHUIECKHX TTPOSIBJICHUH (MYJIBTU(DOKATE-
Hasl MpruoOpeTeHHAas IeMUCSITMHU3UPYIOIIAsT CEHCOMO-
TOpHas Heliporartusi, unu cuaapom Jiptonca—CamHuepa).
OrmmcaHBl M30JIMPOBaHHAS TUCTabHAsS (ITpPUOOpeTeHHAS
IHUCTaIbHAS JeMUCTMHU3UPYIONIAs CUMMETPUIHAs ), (ho-
KaynbHas 1 ceHcopHast popmbl XBJIIT.

B ximmHM4YecKoil KapTWHE THITWYHBIX W aTHITAYHBIX
¢dopm XBIIT moxxeT HaOIOIaTHCST TPEMOP HaNTbIIEB U KHC-
Teii, a TaKKe TOpaXeHNe YepeITHBIX HEPBOB (JaIlle BCETo
JIMIIEBOTO, TJIA30IBUTAaTEILHOTO). By 1p0apHBIi cHHIPOM,
C1a00CTh ObIXaTeJIbHOM MYCKYIaTyphl, TUCGhYHKIIUS Bere-
TaTUBHOW HepBHOU cuctembl npu XBJ/IIT BcTpeuarorcs
penko (5—15 % cny4aeB) [4]. CyxoxuibHble pedeKchl
y 6onbHbIXx XBJ/III Bcerma yrHeTeHbl. ATpodUM MBIIIILL
GOpPMUPYIOTCS OTCPOUYCHO Ha (hOHE MTUTESIIBHOTO TCUCHUS
00JIe3HN TIPU OTCYTCTBUM IATOTCHETHMYECKOW TepaIThu.
PaccrpoiictBa MoUeHCITyCKaHHsIT MOTYT HaOJIOZaThCS
y 5—25 % GONbHBIX U CBSI3aHBI B OCHOBHOM C HapyILIEHH-
€M MHHEPBAIIUX MOYEBOTO ITy3bIps 1 apedIIeKcHeii 1eTpy-
30pa.

B psine ciiyuaeB B cumnromokoMitieke XB/IIT sxoout
HelponaTudyeckuii 6oseBoit cuHapoM. [lanmeHTh oT™Me-
4aloT 00JIe3HEHHBIC TTAPECTE3NH, TyBCTBO FOKSHUSI, «I10JI-
3aHME MypalleK» B TUCTAIBHBIX OTAENaX PYK U HOL DTU
3KaJI00BI MEHSIIOTCS IO CBOE MHTEHCUBHOCTU B TCUCHUE
ITHS 1, KaK TIPaBUJIO, YCUJIMBAIOTCS BEUEPOM 1 HOUBIO.

Xapakrep Teuenus XBJIIT MoxxeT ObITb Tporpeccupy-
OIMM W PeIUIMBUPYIOINM. B mepBoM cirydae CUMIITO-
MaTHKa pa3BUBaeTCs IOCTEIIEHHO, C IIPOrPeCCUPOBaHIEM
B TeueHHe 8 Hel M OoJjiee, MHOTIA C SIM30JaMM CTaOVIIM -
3auuu coctostHus (28—74 % ciydaeB). PeLoyBupyioliee

TEUCHME TIPOSIBIISICTCS HaauureM Oojiee 2 000CTpeHMIA
¢ nepuogamu yayuineHus (14—45 %), 4To Takke HaOJII0-
nmaeTcs B TeueHHe 8§ Hen n 0ojiee. B KadecTBe oTmeIbHOM
dopmnel BeimenseTcss XBJIIT ¢ ocTpbiM HayanoM, KoTopast
nebrotupyer 1o tuny cuHapoma Iuitena—bappe, omHako
B TaJIbHEUIIIEM TTOSBIISIIOTCS TTOBTOPHBIC YXYAIIICHMs, CTaB
MOBOAOM JIJISI U3MEHEHMUSI JUarHo3a U, COOTBETCTBEHHO,
TaKTUKU JedeHus [5—8].

Juarnoctuka XB/II1. YcraHosneHue auarnoza XBIIT —
HeIpoCTasl 3amadya, 4TO OOBSICHSIETCS KaK IOoIMMOpd-
HOCTBIO ¥ HECTICITM(DUIHOCTHIO KITMHIUYECKIX TTPOSIBIICHUIA
3a00J1eBaHUS B 1e0I0TE, TaK M HEAOCTATOYHOM OCBEIOM-
JICHHOCTBIO Bpadell MOJIMKIMHIUIeCKOro 3BeHa [9]. s
B3pocioi karteropuu OombHbIX XBJ/IIT xapakTepHbIMU
SIBJISTIOTCSI TaKMe OIIMOOYHBIC IIEPBUYHBIC TMATHO3bI, KaK
JleTeHePaTUBHO-TUCTPO(PUIECKIE M3MEHEHMS TT03BOHOY-
HUKa, TOJIMHENPOITaThs pa3IMYHOIO TeHe3a (Jalle BCero
YKa3bIBACTCSI TOKCUYCCKHUU, TMCMETA0ONIMICCKUAN WU
HEYTOYHEHHBII ), apTpOIIaTsi, apTpo3, HEAOCTATOYHOCTD
apTepraIbHOTO WJI BEHO3HOTO KPOBOOOPAIIICHNS HIKHIX
KOHEYHOCTEH, TUCIUPKYISITOpHAS SHIIe(haTIonaTUs U JIp.

BonbIIMHCTBO CELMAIMCTOB B 00J1aCTU 3a001€BaHUI
rmeprdeprnIecKoil HepBHOM CUCTEMBI IIPHUIIUIN K KOHCEH-
cycHomy MHeHU10, yTo X BJIIT cienyer momo3peBaTh BO Bcex
CITy4asix IPOTPeCCUPYIONIC CMMMETPIYHOM WA aCMMET-
PUYHOM IOJIMPANVKYJIOHEHPOIIATUH, XapaKTePU3YIOILI eI -
CsI pEMAVBUPYIOLIAM WU IIPOTPECCUPYIOLINM TeUCHUEM
Ha TIpoTseKeHUM Oostee 2 Mec [10]. DToT mmMarHoO3 Takke
MOXKHO IIPEATIOJIAraTh y OOJBHBIX C TIOJTMHEBPUTICCKIMU
paccTpOMCTBAMM YYBCTBUTEIBHOCTH, CIA00OCTHIO B ITPOK-
CHMAaJIbHBIX TPYIIIAX MBIIILI, HApyIIeHEeM BHOPAIIMOHHOTO
U MBIIIIEIYHO-CYCTABHOTO YyBCTBA, OTCYTCTBHEM CYXOXKMIThb-
HBIX pedIIeKCOB 0e3 BBIpaXXeHHBIX ITape3oB. Hacropa-
KUBAIOIIUM (haKTOPOM SIBJISIETCST HECOOTBETCTBUE TSKECTH
HEBPOJIOTUYECKOTO Ae(hUIINTA TSLKECTH cCaXapHOTO aAruade-
Ta. DTO MO3BOJISIET OTOMTH OT CIIOKMBIIETOCS MHEHHUS, YTO
IIpY HAIMYUK Y OOJIBHOTO CaxapHOTO nrabeTa WM Hapy-
IIEHUS TOJEPAHTHOCTH K INIFOKO3€ €r0 HEBPOJIOTUIeCKast
CHMIITOMATHKA He TpeOyeT ITOMCKa IPYTUX MIPUYHH.

CoBpeMeHHBIe KpuTepun guarHocTukyu XBIIT ocHo-
BaHBI Ha COBOKYITHOCTY KJIMHUYIECKUX U DJIEKTPODU3NO-
JIOTUIEeCKUX MaHHBIX. [IpuBeneHHBIE B CTaThe KPUTECPUH
ITUATHOCTUKY OBIIN YTBEPKIECHBI €BPOIICIICKIM COOOIIIe-
CTBOM CITCIIMAJIMCTOB B 00JIACTH BOCITAJIUTEIBLHBIX TTOpa-
KEHU HEpBHOM CUCTEMBI K MOTYT OBITh pEKOMEHIOBAHBI
K WCIOJIb30BAaHWIO B KIIMHUYECKON MpPaKTUKE B HaIeH
crpane. CieayeT OTMETUTh, YTO TaKOM KIIMHUYECKUI TIPH-
3HaK, KaK OTYETIMBOEC YIYIIICHUE COCTOSTHUSI OOJIHHOTO
B OTBET HA UMMYHOTEPANHIO (KOPTUKOCTEPOUIHI, TIa3Ma-
depes, BHyTpuBeHHBIM nMMyHOTI00y1MH (BBUT)), Bo MHO-
THX CITy4asx OKa3bIBaeT HEOLIEHUMYIO IIOMOIIb B YCTAHOB-
nenum nuarHosza XBIII.

JoOTHUTEIbHBIMA TeCTaMU CUYUTAIOTCSI aHaAJIN3
CIIMHHOMO3TOBOM KUIKOCTH, MarHUTHO-PEe30HAHCHAS
toMorpadust (MPT) cmMHHOMO3TOBBIX KOPEIIKOB U CTIIe-
TEHWIA, OMoIICHsI HepBa. B oTmmame oT TIaTeIbHOM OLIeHKI
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KIMHUYECKON KapTUHBI, aHAMHE3a 1 BBITIOJTHEHWS YTBEP-
JKIEHHOTO MPOTOKOJIA BHITIOJIHEHUE DJIEKTPOMUOTpadu-
yecknx (DMI) uccenoBaHmit He SIBISIETCSI 00SI3aTEIbHBIM.

Knunuueckue kpurepun nuarHoctuku XBT1, npen-
noxeHHbie EBporieiickoit enepaiueit HEBpOJIOTMUECKUX
obmecTB/O0611eCTB TTIeprdepUIeCKOM HEPBHOM CUCTEMBI
(European Federation of Neurological Societies/Peripheral
Nervous System, EFNS/PNS) B 2010 r., nmpencraBieHbl

IIpu cooTBeTCTBMM HAHHBIM KPUTEPHSIM ITaIlUCHTY
B 00sI3aTEIBHOM TTOPSIAKE MOJIKHO OBITh TpoBeaecHO DMI -
uccaegosanue. [Ipu 3ToM B HalpaBIeHUU HEOOXOAUMO
yKazaThb: «noao3peHue Ha XBI1», yTo mpeanonaraet 06-
clienoBaHue 60JbHOTO MO PacIlIMPEHHOMY ITPOTOKOTY.
JeMre TMHU3UPYIOLINI ITATTEPH SIBJISIETCST KITIOUEBBIM
B nuarHoctuke XBJ/II1 u BkiiouaeT:
* YBEJIMYEHUE AUCTAJbHOW JATEHTHOCTM MOTOPHOTO

B TaoI. 1. otBeTa (M-0TBeTa) u S-0TBeTa;

Tadmaua 1. Kiunuueckue ouaenocmuueckue kpumepuu XBJII (EFNS/PNS, 2010)

XBaIl Xapaxmepucmuxa

CuMMeTpUYHbIe MPOKCUMAaJIbHAs U JUCTaTbHAsl MBILLIEYHAs! C1a00CTh M YyBCTBUTEIbHBIC HAPYLLEHUS B pyKaX U HO-
rax, pa3BUBalOLINeCs B TeUeHUE HE MeHee 2 Mec

TunuyHas Bo3moxHO IIOPaK€HUE YEPEITHBIX HEPBOB

XpOHI/I'-ICCKOC porpeccupyrouiee, CTyrieH4aToC Wi peiuauBUPYIOIIEE TCUEHNUE 3a00J1€BaHUS
OTCyTCTBy]OT MJIN CHU2KEHBI CYXOXWJIbHBIC pe(l)neKcm Ha pyKax 1 HOoTax

Hannuue Bcex mpusHakoB TunuHou XBJITT, KpoMe TOTo, YTO CYyXOXKMIbHBIE pedIeKChl MOTYT OBITh HOPMaJbHBIMU
Ha MHTAKTHBIX KOHEYHOCTSIX

Boigensiior 1 U3 nepeurcaeHHbIX BADUAHTOB:

* IPEMMYILECTBEHHO IUcTalbHast hopMa (IpUoOpeTeHHAs JUCTabHAS JEMUEITMHU3UPYOLasi CUMMETPUYHAs);

* acummeTpuyHas opma (cuHapom JIrtouca—CamHepa);

* hokanbHasg popma (BOBJIEUEHME TUIEYEBOTO WM MOSCHUYHO-KPECTIIOBOTO CIUIETEHUS, IMO0 1 niu GoJiee rnepu-
eprueckrx HEpBOB Ha PYKe WK HOTe);

* MOTOpHasi hopma;

* ceHcopHas (hopma (BKITIOYAsi XPOHMIECKYI0 UMMYHHYIO CEHCOPHYIO MOJIMPAIUKYIONATHIO, TIOPAKAIOUIYIO LIEHT-
paJIbHbIE OTPOCTKY NEPBIUYHBIX CEHCOPHBIX HEMPOHOB)

Bonesns Jlaiima

Hudrepust

Tokcuyeckoe BO3/IeiiCTBIE JIEKAPCTBEHHBIX IPENapaToB, BEI3bIBAIOIIEE PA3BUTHE HEMPOTIATUN

HacnencreenHas [eMueTMHU3UPYOLast HeponaTust

BripaxkeHHble HapylIeHUs paboThl CPUHKTEPOB

JnarHo3 MyJabTu¢hOKaIbHO MOTOPHOI HEeMponaTum

IgM-MoHOKIIOHAJIBHAst TAaMMAaNaTHsi C BEICOKMM TUTPOM ayTOAHTUTEN K MUEJTMH-aCCOLIMMPOBAHHOMY ITTMKOIIPOTEUHY

Jpyrve npuurMHbI AeMUETMHU3UPYIOLLEH HelponaTtuu, BKiodas POEMS-cuHIpoM, OCTEOCKIEPOTUYECKYIO MUEJIOMY, TMa0ETUUECKYIO U HEIM -
a0eTHYECKYIO MOSICHUYHO-KPECTLIOBYIO PaIMKYJIOIUIEKCOMATHIO, TUM(pOMY ¢ MopakeHreM neprdeprnieckoil HEpBHOM CUCTEMbI, aMUJIONI03

Hccaedosanue

ATuUnuyHas

Xapaxmepucmuxa

AHanu3 JIMKBOpa [ToBbIeHNE YPOBHS Gelika IIpy LUTo3¢ MeHee 10 JeiikomuToB Ha 1 MM? (cTereHb peKoMeHIan A)

HakormneHue KOHTpacTa I/I/ NI I‘I/Il'[eprO(be/IH B 00JJaCTM KOHCKOT'O XBOCTa, IEHHBIX WA MOACHUYHO-KPECTILOBBIX

MPT o
KOPEIIKOB JIMOO IJICYEBOTO MU MOSICHUYHO-KPECTILOBOTO CIUIETEHUI (CTeneHb pekoMeHaamuu C)

Hanuuue, no kpaiiHeit Mepe, B 1 HepBe:

* HOpMaJTbHOW aMITTUTYBI S-0TBETa MKPOHOXHOTO HEPBa IMPU HAPYIIEHUY aMIUIUTYIBI S-0TBETa CPEIUHHOTO
HepBa (IIPY UCKITIOYEHUH KapIalbHOTO TYHHEJIbHOTO CHIPOMA) VI CEHCOPHOU MOPIIMH JTYYEBOTO HEPBa;

* CPB < 80 % HuxHei TpaHULIBI HOPMBI

(mmu <70 % nipu amruutyne S-otBeta < 80 % HIKHEW IPaHULIBI HOPMBI);

* HAPYIIIEHUsI COMAaTOCEHCOPHBIX BEI3BAHHBIX TIOTEHITMAJIOB TIPU OTCYTCTBUM 3a00JIeBAHUI LIEHTPAITLHOI HEPBHOU
CUCTEMBI

DMTI -uccnenoBanue
(ceHcopHoe)

OTtBeT Ha cnieunduIecKyIo

— OOBEKTUBHOE KIIMHUYECKOE YITydIIeHHe COCTOSIHHS B OTBET Ha CIIEeLM(BHUIECKYIO TEPAIHIo (CTeNeHb PeKOMEHIALMH A)

HOKa3aTe.TII)CTBa JAECMUCIIMHU3al N I/I/I/IJ'II/I PEMUECIIMHU3ALNUA 10 JTaHHBIM 3JIeKTpOHHOI7[ MMUKPOCKOITUU WJIN aHaJIn3a

Buornicus HepBa
pacuIerIEHHBIX HEPBHBIX BOJIOKOH

Ilpumenanue. IgM — ummynoeno6yaun kaacca M; POEMS — noauneiiponamus, opeanomeeanust, 3HOOKPUHONAMUS, MOHOKAOHAAbHBLI NPOMEUH, KOXC-
Hole usmerenus; CPB — ckopocms pacnpocmpanenus 6030yicoenus; S-omeem — ceHCOpHblil omeem.
|
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3HaunTebpHOE 3amemieHre CPB o npuratebHbIM 1 9yB-
CTBUTEJTLHBIM BOJIOKHAM Mepr(eprIecKIX HEPBOB;
n3MeHeHne GopMbl M-0TBeTa ¢ BO3HUKHOBEHUEM
o a3HbBIX /WU TICEBIOIIOM(ba3HBIX OTBETOB;
yBeJIMUEeHNE NJINTETLHOCTH M-0TBeTa 3a CUET ITOBBI-
LIeHUST JUCTIEPCUN, YTO OCOOEHHO MPOSBIISIETCS MPU
pervcTpalii B OTBET Ha CTUMYJISILIMIO TIPOKCUMAITb-
HBIX TOUEK NeprudepruIeckoro HepBa;

Hajimyue 6J10Ka NPOBEICHWS UMITYJIbCa, OLIEHUBAEMO-
ro 1o TMaJeHWI0 aMIUIUTYIBl U Tuiomaayu M-oTBeTa
B IIPOKCUMAJTBHOM TOUKE CTUMYJISILIMY TI0 OTHOIIIEHUIO
K nucTanbHOi Ha 50 % u Goutee;

BhIpaXeHHbIE OTJINYMS TIOKa3aTelieii M-O0TBeTOB
n creneHn cHkeHuss CPB Ha pasHBIX HepBax WIN
Ha pa3HbIX y4acTKaX OJHOTO HepBa;

BBIpaXXKeHHOE YBeJIWUYEHUE JIATEHTHOCTU TTO3IHUX OT-
BetoB (F-BoJTH) 111 X OTCYTCTBUE B pe3ysIbTaTe 0JI0-
Ka TIpOoBeIeHUST Ha TPOKCUMAJIBHOM OTPE3Ke WIIN KO-
pellKe HepBa.

OMTI -uccnenoBaHue 1OKHO OBITH BBIITOJIHEHO MO OII-
peleaeHHBIM TIpaBUjaM, a TOJIydeHHBbIE TaHHBIE COITO-
CTaBJIEHBI C DJEKTPOGU3NOIOTUIECKUMH KPUTEPUSIMU
XBJII (Ta6:. 2). HeobxommMo, 4ToOBI TeMITepaTypa KOXHU
B 00JIACTH JTAJOHM cocTaBisia He MeHee +33 °C, a B 00-
JIacTH HapyxXHo# monbsikku — He MeHee +30 °C. [IpaBuia
oOcienoBaHus TMalueHTa ¢ nomo3peHuem Ha XBJIIT 3a-
KJTIOYAIOTCd B TOM, UTO TECTUPOBAaHME CHAYajIa MPOBOASIT
Ha OJHOI MOJIOBUHE Tea, MPU 3TOM UCCIEAYIOT CpeInH-
HBIi1, TOKTEBOU (CTUMYJISIINS HIDKE JIOKTS ), MaJIoOepIIO-
BBIN (CTUMYJISIINS HIKE TOJIOBKM MaJIOOEPIIOBOM KOCTH)
1 00JIbIIEOEePIIOBLI HEPBBI. Ecim Mexny pe3yiabTaTaMu
WCCIIeIOBaHUS U MPEACTaBIEHHBIMU KPUTEPUSIMU NMEIOT-
Cs HECOOTBETCTBYS, TECTUPOBAHNE BBITIOJHSIIOT Ha IPYroit
ITOJIOBUHE TeJIa (MCCEMYIOT Te 3Ke HEPBbI) 1/ MIIA OCYIIECT-
BIISIIOT IBYCTOPOHHIOIO CTUMYJISILIMIO JIOKTEBOTO M CPEIVTH-
HOTO HEPBOB B 00J1aCTH MOAMBILIEYHOM BIAAUHBI U B TOUKE
Dpba. biok npoBeneHNs T0 MOTOPHBIM BOJIOKHAM JIOKTE-
BOTO CyCTaBa He YYMTHIBAETCSI, OH CUMTAETCS BEPOSITHBIM
MPY CHUXXKEHUW aMITIUTYyIbl M-0TBeTa IPU CTUMYJISIIIAN
B 00JIACTH 3aTTSICThSI TT0 CPAaBHEHUIO C aMIUIMTYION B TOUKE
Dpba He meHee yeM Ha 50 %.

Crnenyer 00paTuTh BHUMaHUE, YTO TTEPBOHAYATbLHBII
MPOTOKOJI 00CIeNOBaHUS TMallMeHTa C II0J03peHueM
Ha XB/IIT MoxkeT BKIIoYaTh 4 ABUTATEIbHBIX HepBa. O~
HAKO YYBCTBUTEJILHOCTh MPEACTABICHHBIX KPUTEPUEB
MOXHO MOBBICUTD ITyTEM pacIIMpeHus o0beMa UCCIen0-
BaHUsI 10 5 1 OoJiee ABUTATENIbHBIX HEPBOB, CTUMYJISIIIUN
KOPOTKHUX BETBE TJIEUYEBOTO CIUIETEHMSI, aHAIN3a YyBCT-
BUTEIbHBIX HepBOB. Ecinn knmHndeckuii guarno3 XBJI T
He BBI3BIBAET COMHEHMSI, a TIOTYYEHHBIE 31eKTPOPU3N0-
JIOTUYECKWEe JaHHbIe He YIOBJIETBOPSIOT COOTBETCTBYIO-
UM KPUTEPUSIM, peKOMEHIyeTCs MOBTOPUTh DMI -uc-
clienoBaHMe yepe3 HeKoTopoe Bpems [11].

COBOKYITHOCTb KITMHUYECKHUX U 3JEKTPODU3NOIIOTH~
YeCKMX JAHHBIX MO3BOJISIET YCTaHOBUTh AuarHo3 XBJII1
¢ GoJbIIIE MJIV MEHBIIIEH CTETTEHbIO BEPOSITHOCTH, OTHE-

Csl €ro B KaTEropuio JOCTOBEPHOI, BEPOSITHOM, BO3MOX-
Hoit u XB/III, accoumnpoBaHHO# C COMYTCTBYIOLIMMU
3a0oJieBaHUSIMH (Ta01. 3).

Huarno3 XB/II1 ycraHaBnuBaeTcsi METOOOM MCKIIO-
yeHus. JnddepeHImaIpHO-TMaTHOCTUICCKUI PSIT BKITIO-
yaeT pa3mmaHblie 3a0omeBanns (EFNS/PNS, 2010):
BUpPYC nMMyHoneduinTa yeaoeka (BY);
muMdpoma;
ocreockiiepornyeckas Mueiaoma, POEMS-cunapowm,
cuHapoM Kpoy—®Dyka3za, 6ose3ns KactiiemaHa;
MOHOKJIOHAJTbHASI TAaMMAIIaTHsI HEOTIpeaeJIcHHOTO 3Ha-
YEHMUS,

XpPOHUYECKUI aKTUBHBIN TenaTuT, rermatut C;
BOCTIAJIMTE/IbHEIC 3a00JIeBaHNS KUIIIEYHNKA;

Tabmuua 2. Dnexmpogusuonoeuneckue kpumepuu XBAIl (EFNS/PNS, 2010)
Tun XapakTepucTuka

Mo kpaitHeit Mepe, | U3 KpUTEPHUEB, MEPEUNCICHHBIX
HITXKeE:

a) yBeJIMYEeHUe AUCTATLHOM JJATeHTHOCTH M-0TBeTa
TIPY MCCIIEIOBAaHUM 2 IBUTATEIbHBIX HEPBOB Ha > 50 %
OT BEpXHE# TPaHUIIBl HOPMBI (U151 UICKJTIOYESHUST CUHIPO-
Ma 3aIlsICTHOTO KaHaJla);

b) CHIKEHUE CKOPOCTU TMPOBEICHMSI TBUTATEIHHOTO
MMITyJbca Mo 2 HepBaM Ha > 30 % OT HMXKHE# TpaHULIbI
HOPMBI;

C) yBeJIMYEHUE JJaTeHTHOCTU F-BOJIH B 2 HepBax Ha >

30 % ot BepxHeii rpaHULIBI HOPMBI (Ha > 50 %, eciu
aMIUTATYIa JUcTaibHOro M-otBera < 80 % OT HIKHE
TPaHUIIbI HOPMBI);

d) orcyrctBre F-BoJIH B 2 HepBax Mpu aMILTUTYIE AUC-
TajbHOro M-oTBeTa, paBHOM > 20 % OT HIXXHEN rpaHU-
LI6I HOPMBI, a TaKXKe HaIM4Ke Kak MUHIMYM elte | mpu-
3HaKa JeMUeJMHU3auun™ XoTs Obl B 1 Ipyrom Hepse;

€) YaCTUYHBII MOTOPHBII OJIOK IIPOBECHHUS: CHUKEHHE
aMILTUTY/IbI IIPOKCUMATIBHOTO M-0TBeTa [0 CPABHEHUIO
¢ nucTanbHbIM Ha 50 % (TIpy aMIUTUTY/Ie AUCTATBHOTO
M-otBeTa, paBHOI Kak MUHUMYM 20 % OT HIDKHER
TpaHUIIbl HOPMBI) B 2 HEPBaX, WK B 1 HEpBE, a TaKXKe
HaJIM4Ke Kak MUHIUMYM elile | mpu3Haka qeMueTnH13a-
U™ XoTs Obl B 1 APYroM HEpPBE;

f) maTomornyeckas TeMropaabHast TUCTIEPCHSI TPU MC-
CJIeIOBaHUY KaK MUHMMYM 2 HEPBOB (YBEJIMYCHUE UTH-
TeJIbHOCTU MPOKCUMATBHOTO M-0TBeTa M0 OTHOILICHHIO
K AUCTaIbHOMY Ha > 30 %);

2) yBeIMYeHKe JTMTeTbHOCTU AUCTaTbHOrOo M-0TBeTa
(MHTEepBaJl MEXIY HayaJoM |-ro HeraTUBHOTO TIMKa

¥ BO3BpAIIEHUEM K M30JIMHUY TIOCIIETHETO) TIPU UCCIie-
JOBaHMM KaK MMHUMYM | HepBa (CpeAMHHBI HEPB

> 6,6 Mc, JIOKTeBOM > 6,7 Mc, MaJI0OEPIIOBLI > 7,6 MC,
60JIb1IEOEPIIOBBIN > 8,8 MC), a TaKKe HAIMUME KaK M-
HUMYM elle | mpu3HaKa IeMUeTMHU3ANUN* XOTs ObI

B | 1pyrom Hepse

1. TocTo-
BEPHBII

CHIXXEHUE aMIDTUTY/IbI TPOKCUMaibHOro M-oTBeTa

10 CPABHEHMIO C IUCTAIbHBIM Ha > 30 % (3a UCKITIO-
YEHUEM 3a/IHET0 00JIbIIEeOePLIOBOrO HEPBA), €CIn
aMIDIMTYIA JUCTATbHOTO M-oTBeTa > 20 % OT HUXKHEN
TrpaHULbl HOPMBbI (B 2 HEPBaxX), UKW B | HEPBE U KaK MU-
HUMYM ellie | KpuTepuii feMUeTnHU3au* XOTs Obl

B | 1pyrom Hepse

I1. Bepo-
SITHBIIA

I11. Bos-
MO>XHBII

JI1000i1 U3 TPU3HAKOB, MEPEINCICHHBIN B KpUTEPUH 1,
HO BBISIBJIEHHBI TOJIBKO B | HEpBe

* Pezyavmamol uccredosanus a0b6oeo Hepea yodosaemeopsrom 1 aobomy
Kpumepuro (a—g).
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Tabmuua 3. Kameeopuu duaenosa XBIIT

JlnarnocTudyeckas

xareropus XBJITT Heo0xonumblii Kputepuit

KivHWYecKy TUITAIHAS WJTW aTHITYHAST
XBIIT + BMTI -kpurepuii I; mu6o
BeposiTHass XBJIIT + xots 6bI 1 TogaepXuBao-

S LW KPUTEPUIt; THOO
Bo3MoxkHast XBJII + He MeHee 2 TTomaaepXKu-
BaIOIIKUX KPUTEPUEB
KimHMYecKy TUMTMYHAS WU aTUITMYHAS

BeposiTHas XBAIT + OMTI -kputepuit II; 1u60

P Bo3moxkHass XBJIIT + xotst 6bl 1 mommepxuBa-

IOLLMI KpUTEPUI

BosMoxHast KiIvHWYecKy TUIMTAYHAS WIW aTHITHYHAsT
XBIIT + OMTI -kputepumit 111

AREYPIIEOGEED JlocToBepHasi, BEPOSITHAS MJIX BO3MOXKHAS

C COMYTCTBYIOMUMI  y'p T

3a00JIEBAHUSIMU

* 0OJIC3HU COCOTMHUTETLHOM TKaHU (BOJTYaHKA, BACKY-

JINTBI U JIp.);

* TpaHCIUIAHTAIMSI KOCTHOTO MO3Tra U OPTaHOB;

* IeMHUCITMHU3AINS IIEHTPAIbHOM HEPBHOM CHCTEMBI;
* He(POTUIECKUI CUHIPOM;

* caxapHBII AMa0eT;

* HacCJIe[ICTBCHHAS HeHpOmaTusI;

* TUPEOTOKCHKO3.

B nensix mudbepeHIIManbHO IMarHOCTUKMY TTallieH-
TaM Ha3HA4YaloT UCCIICOIOBAaHNE TTMKEMUIECKOTO TIpodu-
JIs1, coepKaHMs TIMKMPOBAHHOTO TeMOTJIO0MHA, OMOXH-
MHWYEeCKHUI aHaJIN3 KPOBH, MMMYHORJIEKTPOGhope3 OEJIKOB
CBIBOPOTKHM, onpeneneHue 6enka beHc-/I>)xoHca B Moue,
WMMYHOJIOTUYECKHUE TeCThl 11 UckmoueHusi BUY-uH-
dekuMM 1 BUPYCHBIX TeNaTUTOB, MCCIICIOBAHIE YPOBHS
TOPMOHOB IIMUTOBUIHON XKeJIe3bl, PeBMAaTHYECKOTO (Dak-
Topa, C-peakKTUBHOTO OeJIKa.

¥V B3poCIbIX OOTBHBIX BO3HUKAET HEOOXOTUMOCTD TU(D-
depeHIMpoBaTh MEIICHHO IIPOTPEeCCUpPYIOIee TCUCHUE
TMOJTMHEMPOIIATUH 1 HACJICICTBEHHYIO IMaTOJIOTHIO. B TH-
MMUIHBIX CITyYasX UCKITIOYAIOTCSA HACIEACTBEHHBIC (DPOPMBI
MOTOPHO-CEHCOPHOM ToJInHelponaTuu TUIoB 1A, 1B, X,
00ycI0BJIeHHBbIE MyTaUUsIMU B reHax PMP22, PO v KOH-
HeKcHHe 32. ACMMMETpHS KITMHUYECKUX TIPOSIBJICHUI MO-
KET CTaTh OCHOBAaHWEM LTSI HICKITIOUCHYSI HACTICICTBEHHOM
HelpomaTuM C IIPEApacIoIOKEHHOCTBIO K ITapajndaM
OT coaBiieHus (MyTanus B reHe PMP22).

OG6HapyxXeHHNe CeKpelIny aHOMaIbHBIX Ig Tpy nMmy-
HO3JIeKTpodope3e TpeOyeT MPOBEACHUST KOMILIEKCHOTO
TeMaToJIOTUIECKOTO 00CIIeIOBaHNS TTAlIMEeHTA IJIST MCKITIO-
YeHHS 3JI0KAYeCTBEHHBIX JTUMMONpoadepaTUBHBIX 3a-
OoJreBaHMi1 (MUEIOMHAasI 00JIE3HB, CEKPETUPYIOIINE JTUM-
dombr, POEMS-cunanpom u ap.). Eciam MoHOKITOHATBHAS
cexpeuns IgA mnm IgG HocUT HOOpOKaUYeCTBEHHBIN Xa-
pakTep, nuarHoctupyercss XB/1I1, acconmrpoBaHHast C MOHO-
KJIOHAJIBLHOM raMMarnaTriei HeoIpeaeJeHHOTO 3HAUCHMST.
I1pu nob6pokauecTBeHHOI cekpeuun IgM ycTaHaBiuBaeT-
cs1 nuarHo3 IgM -mapanmpoTenHEMUYECKO JeMUCTNHN3H -

PYIOIIEH ITOTMHEUPOITATUY ¢ aHTUTEIAMU K MUCJTMHACCO-
LUUPOBAHHOMY TJIMKOIIPOTENHY WK 0e3 Hux [12, 13].

AHanmm3 CITMHHOMO3TOBO# XKUIKOCTH TIPH ITOH03PE-
Huur Ha XBJ/II1 B HacTosiiee BpeMsI BBITIOJIHSIETCSI PEaKO,
TaK Kak JaHHas MpoLeaypa MpeanosaraeT rocnuraimsa-
1110, MPUTOM, YTO MOJABJISIOLIEEe OOJBIIMHCTBO TUATHO-
CTUYECKMX TECTOB IPOBOISITCS aMOyIaTopHO. B Kitaccmue-
CKOM BapHaHTe 3TOT aHAJIN3 BHISIBJISICT TIOBBIIIICHYE YPOBHST
Oeslka TIpM HOPMAJIBHOM ITUTO3¢ M OEIKOBO-KJIETOUHYIO
nucconnanuio. OmHAKO 3TOT MPU3HAK He OOJIMTaTHRINA —
10 JaHHBIM Pa3HbIX aBTOPOB, B 62—100 % ciydaeB HaOI10-
JAeTCsT KOHIICHTpAIIMs OeJIka B CTMHHOMO3TOBOM XKUIKOCTH
> 45 mr/mn. BaxXHBIM SIBIIIeTCS HaJIMYre HOPMAJIBHOTO
colepKaHUs KIIETOK, TIOCKOJIBKY TIpH IUTO3¢ > S50 KIETOK
B 1 MM® HEOOXOIMMO B IIEPBYIO OYEPEIH UCKITFOYATh Y 00JIb-
Horo BUY-nHdek1mio 1 Heitpodoppenos.

JlomomHuTeIbHYI0 MHGOPMAILINIO MOXET IaTh OOHa-
pyxeHnue npu MPT yTomleHHBIX CITMHHOMO3TOBBIX KO-
PEIITKOB W/WIN TIICYEBBIX YUIM TTOSICHUIHBIX CTUIETCHUH,
HaKaIUIMBAIOIINX KOHTPACT, YTO CBUICTEIBCTBYET O BOC-
MAJIMTEJIbHBIX MI3MEHECHUSIX B JAHHBIX CTPYKTYpax.

B mocnemHMe romabl 11T BU3yaIM3alli HEPBOB U UX
u3dMeHeHui Hapsay ¢ MPT mpenjioxxeHO MCIIOIb30BaTh
yieTpa3BykoBoe uccienoBanue (Y3M) [14—17]. Kaxnprid
W3 METOIOB, SIBIISIICH BCTIOMOTATEIbHBIM MHCTPYMEHTOM
n3y4eHus TeprudeprnIecKUX HEPBOB, UMEET CBOU TIOCTO-
WHCTBA U HEIOCTaTKH. JIOCTYITHOCTh M HU3Kas CeOeCTOM-
MocTh Y3U TipuBenn K IMOBBIIICHUIO MHTEPECa K BO3MOXK-
HOCTSIM 3TOTO METO/IA ITPY M3YIeHNH KaK HACJICICTBEHHBIX,
TaK 1 MPUOOPETEHHBIX 00JIe3HeH IeprudepruIecKX HepBOB,
B ToMm umcie XBJIT [17—19]. CoHorpadndeckass KapTuHa
npu XB/IT xapakrepusyercsi CHMMETPUYHBIM YBeInuue-
HYEM TIJIOIIAIN TTOTIEPEYHOTro ceueHnsT HepBoB [ 14, 19, 20].
Y3U sBrsieTcsT TOTOTHUTEIBHBIM METOIOM B CIIydasiX,
Koraa nmpuxoauTcs auddepeHInpoBaTh MOTOPHBIE (op-
Mol XB/IIT 1 mynbTrdoKanbHY10 MOTOPHYIO HEMPOMNATHIO.
OCHOBHOE pa3IMyre MEXIY pacCMaTPpUBACMbIMU TTATOJIO-
TUSIMHU KacaeTCsT KaYeCTBEHHBIX YIIBTPa3BYKOBBIX XapaKTe-
pructuK. OrnmcaHa TUTIOIOTHS COHOrpahIIeCKIX N3MEHEHIIA
HEPBOB IIPU IIPOIOJIHHOM U MONEPEIHOM CKAaHMPOBAHUU
¥ UX 9aCTOTa, YTO ITO3BOJISIET UCITOIb30BaTh Y3U Kak mo-
TIOJTHUTEIBHBI METOI B CIIOXHBIX TUddepeHINATBHO-
MUaTHOCTUYECKMX ciydasx [21].

Bbuomncus HepBa B HacTrosimee BpeMsl ITPOBOITUTCS
B MCKJTIOUMTENIBHBIX Ccydasx. JJIs ucciaemoBaHUsI BHIOM-
paeTcsT YyBCTBUTEIbHBIA HEpB (OOBITHO MKPOHOXKHBIM,
pexe — MOBEPXHOCTHBIN MAJTIOOEPLIOBBII WM IOBEPXHOCTHBIN
JIy4eBOM HEPB), (PYHKIIMSI KOTOPOTO, IO TaHHBIM KJIMHU-
yeckoro ocmotpa u OMI, Hapymena. [Tpu XB/IIT obHapy-
KHUBAIOTCS MaKpoharacCoMUpoBaHHAsT TeMUCTMHI3AIINS,
npoudepalns ITBAHHOBCKUX KJIETOK, KOTOPBIe (DOPMM-
PYIOT CTPYKTYPBI, HATOMUHATOIIME TYKOBUIHBIC TOJIOBKH,
OTeK 1 MHOUIBTPAIINI0 MOHOHYKJIeapaMi SHIOHEBPUS,
HaJIMIKe IeMUCIMHI3NPOBAaHHBIX HEPBHBIX BOJIOKOH.

Hcxomst n3 BHIIIEN3I0KEHHOTO, OBLI COCTaBJICH aJIro-
puT™ yctaHoBeHUs auarto3a XB/IT (cm. pucyHok). CyTb
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Aneopumm ycmarnoeaenus ouaenoza XBIIT

€ro 3aKJII0YAeTCS B TOM, YTO HEOOXOIMMO B IIEPBYIO OUE-
penb Y B3pOCIIOro IMalMeHTa MCKIIIOUUTD caMble 9acThIe
MMPUYNHBI — WHTOKCUKAIIMIO aJIKOTOJIEM M CaxapHBIN
nuabet. KnnHuyeckas KapTiHa 3a00JieBaHUSI U OCOOEH-
HOCTU €ro TeueHHsI IMO3BOJSIT 3arnono3putb XBIII,
KaK OJWH W3 BO3MOXHBIX TUATHO30B, M HAIIPABUTBH MTAIINCH-
Ta Ha DMI-uccrnenoBanme. B xoae 31eKTpoanarHOCTUKA
MOATBEPKAAIOTCS MOJIMHEBPUTUUECKUIA YPOBEHD MOPAXKe-
HUS U eT0 XapakTep. Hamnane mpr3HakoB reMUeIMHN3a-
LMK O0YCJIOBIMBAET paclliMpeHue MPOTOKoIa 00caea0Ba-
Hust 6onbHOro ¢ yderom kputepueB XBJIII. Bo Bcex
ciayyasix mogo3peHust Ha XB/II1 mpoBoauTcst paciipeH-
HBIIf THCTPpYMEHTAILHBIN U JTabopaTOpHLIN quddepeHIIn-
aJTbHO-TNAaTrHOCTUICCKUM TTOMCK, TTOCTIE YeTO YCTaHABIIM -
BaeTCSI OKOHYATEIbHBIN IUarHO3.

Jleyenmne XB/II. Tepanust XB/IIT 6a3upyetcs Ha npu-
3HAHMU BEAYIIIEH MaTOTeHETIECKOM PO ayTOMMMYHHBIX
MEXaHU3MOB. Pe3ysisraThl IpOBEIEHHBIX KOHTPOJIAPYEMbIX
HCCIIeI0BaHUH JoKa3aIH 3(PHEeKTUBHOCTh KOPTUKOCTEPOH--
OB, TuTasMadepe3a M BHYTPUBEHHON MMMYHOTEPAITAH.
DTH 3 abTepHATUBHBIX 0 CBOe 3(h(HEeKTUBHOCTA MeToAa
JICYSHUST OTHOCSITCS K Teparnuu 1-i IMHUU 1 OyIyT MOI-
pobHee 00CYXIeHbl B JaHHOW CTaThe, TaK KaK UMEHHO
UX KOPPEKTHOE Ha3HAYCHHE YacTO SIBIISICTCS 3aJIOTOM
VIIy4IIeHUsI COCTOSTHUS OOJTBHOTO M TOCTVKEHUSI pEMUC-
cun. B xauecTBe mpemnapaToB 2-it TMHUY pacCMaTpUBAIOT-
¢S IUTOCTATUKN I MOHOKJIOHAJIbHBIC aHTHUTEIIA.

Bri6op HauanbHOM Tepanuu XBJIII sBisiercst Hempo-
CTO1 3aadeii ¥ Bceraa OnmMpaeTcs Ha OITBIT Bpada, OCOOCH-
HOCTHU TeUeHUs 3a00JIeBaHsI, IIPUBEPKEHHOCTD MaIlIeHTa
K JICYCHUIO, HAJIMIKE Y HETO COITYTCTBYIOIINX 3a00JIeBaHMIA,
JIOCTYITHOCTD JIEKAPCTBEHHBIX CPEACTB B PETHOHE TIPOXKM-
BaHMS. BOJBIITMHCTBO CIEIIMAIICTOB CXOISATCS BO MHEHIH,
YTO TIPEXIE YeM Ha3HAYaTh T¢ WJIM MHEIE TIpeTiapaThl, He-

g * Ob6cnenoBaHve cembi ‘ ‘

AMTr -kputepun XBAMN

QY

Het

[a nnu comHuTenbHO

00X0IMMO TIPOBECTH Oeceqy C MallieHTOM, OOBSICHUTD EMY
CyTh 3a00JIeBaHMS, COBPEMEHHBIE TTOAXOIBI K JICYCHUIO,
BO3MOXKHBIE TTOO0YHBIEC 3 (PEKTH, HEOOXOIUMOCTD B MO-
HUTOPUHTE OTASIbHBIX ITOKa3aTelleil 1 TECHOTO COTPYI-
HUYECTBA C JevaluuM BpauoM. Beibop Tepanuu 1-it n1u-
HUU — pellleHne, KOTOpoe IPUHUMAET Bpad COBMECTHO
C TIAIIUEHTOM M €TO CEMbBECHA.

Bo MHOIHX cTpaHax IMpeaImoYTeHIEe OTIACTCS KOPTUKO-
creporgaM. OIHAKO eIMTHOTO MHEHUS O J03€, CXEMe Jiede-
HUSI ¥ TIPOTOJDKUTETbHOCTH TePAITHH IO CHX IIOP He CYIIe-
ctByeT. OOBIYHO B3POCIBIM Ha3HAYAIOT IIPETHM30JI0H
B 103e 60 MI/CyT exXXeIHEBHO Ha IPOTsDKEHNUN He MeHee 1 Mec,
C TIOCTETIEHHBIM CHIDKCHUEM 10 TOIIEPXKUBAIOIIEH TO3BI
5—20 Mr gepe3 geHb. [1pomoKNTEeIbHOCTD TEPAITI MOXKET
BapbUPOBATh OT MECSIIEB 10 HECKOIBKHUX JICT.

CyIIIeCcTBYIOT M IPYyTHE CXEMBI JICICHUSI: IIPUEM B 103€
2 Mr/Kr/cyT 4—6 Hel ¢ MOCAeAYIOIIUM CHUXEHUEM J03bI
B TeyeHue 4—6 Hen, 6o 1 Mr/kr/cyT 4—6 Hea ¢ mocneny-
oMM 00Jiee TTOCTETIEHHBIM CHIDKEHHEM O3Bl TIPOI0II-
KUTETbHOCTBIO 3—6 MeC, BOBMOXHO, 10 ITOJTHON OTMEHBI
[22]. HekoTophlie Bpaun Ha3HAYAIOT IIPETHU30JIOH TIepO-
paJIbHO B 03¢ 2 MT/KT/CYT Ha TPOTSLKeHUM 3—8 mHEH
Kaxnaele 4 Hen [23] niamu omHOKpaTHO yepe3 1 JeHb B 103€e
2 MT/KT. DTH X€ aBTOPBl PEKOMEHIYIOT IIepel] HadajoM
TepOopaIbHOTO TIpHeMa MPeIHN30JI0Ha Ha3HAYATh ITYJIbC-
Teparnuio METWIIPEIHNU30JIOHOM B TedeHHe 3—5 mHEM,
YTO Ha IPaKTUKE MCITOIB3YeTCS TakKXKe W MPU TSKEJBIX
000CTpeHMSAX 3a00JIeBaHMS C OBICTPHIM IIPOTPECCUPOBA-
HUEM I1ape30B.

OueBugHo, XBIIT TpeGyeT mpoBeaeHUS INTEILHON
MMMYHOCYIIPECCUM, YTO HOKAa3bIBaeT Pa3BUTHE YaCTBIX
obocTpeHuii Ha (poHE HETTPOIOJDKUTEITLHBIX KYPCOB Teparii
KOPTUKOCTEPONIAMHN C OBICTPHIM YMEHBIICHUEM O3Bl
[24]. PekoMeHmyeTcs TPOIOJIKATE JICUCHUE Ha TIPOTSIKE-
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HUU 3—6 MeC CO CKOPOCTbIO CHMXEHMSI J03bl He 0oJiee
5—10 Mr Kaxmaple 2 Hel, TIPEeXIe YeM ¢ YBEpEHHOCTHIO KOH-
CTaTUPOBaTh He3(D(HEKTUBHOCTH ITPOBOAMMOI TepATINH.

AJBTepHATHBA TIPEIHNU30JI0HA — METUJIITPETHU30JIOH.
EnmHCcTBeHHOI 0COOCHHOCTHIO SIBIISIETCSI TO, UTO €T0 4032
B 1 TabJeTKe COCTAaBIsICT 4 MT, YTO B KOHEUHOM UTOTE TIPU
pa3paboTKe CXEeMBI JICICHUS OTPaKaeTCsl JIUIIb Ha KOJIH-
YeCTBE TIPUHNUMAEMBIX ITAIITMEHTOM TaOJIECTOK Y TEMITE CHU-
XKeHUsI 10361 (He 110 5—10 MmT, a 1o 4—8 MT KaxXble 2 Hem).

I[Ipn Ha3HAYCHUN KOPTUKOCTEPOMIOB HEOOXOIMMO
VUHUTBIBATh PUCKU ITOOOYHBIX 3¢ dekToB. KpaitHe BaxkHa
HUCKITIOUNTEIbHAS KOMIUIAGHTHOCTD MallMeHTa. TiaTeb-
HOE BEITTOTHEHNE peKOMEHIALIMI Bpada 1o MpoduiIakT-
K€ ¥ MOHUTOPUHTY COCTOSTHUSI Ha (hOHE CTEPOUITHOM Te-
paItiy ITO3BOJISIET MUHIMHU3UPOBATh MOOOYHBIC 3(D(MEKTHI.
Ilepen HazHAYEeHNEM KOPTUKOCTEPOMIIOB IIEJIECO00pa3ZHO
IMPOBECTH KOMIUIEKCHOE OOCJICIOBaHME, BKIIIOYAIOIICE
HCCIIeT0BaHNe KPOBH, (DYHKIINM TTOYEK, TICUCHU, JIATIUI-
HOTO TIPODUIISA, TIIMKEMIYECKOTO TPOMUIISI, COCTOSTHMS
KeJTyITOYHO-KUIIIEYHOTO TPAaKTa (330(paroracTpomyoaeHo-
CKOITMST); Y MAIlMeHTOB TPYMITBI PUCKA — MCCIIeIOBaHUE
IJIOTHOCTH KOCTHOM TKaHU (ocTeomeHcuToMeTpys). OmHO-
BPEMEHHO ¢ KOPTUKOCTEPOMIAMH Ha3HAYAIOT TaCTPOIIPO-
TEKTOPBI (MHTMOUTOPHI IIPOTOHHOI ITOMITBI), CTPOTYIO TNETY,
00oTraIIeHHYI0 0EJIKOM 1 KaJIeM, C OTpaHNIeHUEM JIETKO-
YCBOSIEMBIX YIJICBOIIOB, TIperapaThl Kbl (o 1000 MKT/cyT)
u ButamMuH D,, 6uchocdoHaThl u/Min aleHIPOHOBYIO
KUCITIOTY (IT0 He0OX0aUMOCTH ). PeKOMEHAYIOT IPOBOIUTH
OILICHKY TeMOIMHAMIYECKIX TTOKA3aTeNIei y BCeX IMareH-
TOB, 0COOEHHO CTPaNaOIINX TUIIEPTOHNIECKOIT O0JIC3HBIO.
HaznagaioT KOHTpOJIb YPOBHSI caxapa, Kaiusi, OMOXUMU-
YeCKOT0 aHaIM3a KPOBU (XOJIeCTeprH, MOYeBIMHA, KpeaTH -
HUH, OMIMpYOMH, acmapTaTaMUHOTpaHcpepasa, alaHu-
HaMUHOTpaHchepasa) ¢ IepuoIUIHOCTRIO He pexe 1 pa3a
B MecsII (TIpA XOPOIIIeil MepeHOCUMOCTH JICYCHUST — pe-
XKe), OIIEHKY IUIOTHOCTH KOCTHOM TKaHM 1 pa3 B rof, oc-
MOTp OKYJIHMCTa 1 pa3 B To, M0 HEOOXOAMMOCTH KOHCYIThb-
TalM IPYTHUX CTICIIUAIMCTOB (KapauOoJIOT, SHIOKPUHOJIOT).

Takum 00pa3om, BelleHNE IMAIlEHTa, ITATEILHO IIPH-
HUMAIOIIETO KOPTUKOCTEPOUIIBI, SIBISICTCSI TPYIHO BBIITOJ-
HUMOM 3a1a4ueid.

IMnazmadepes mpu XB/II1 B HacTos11ee BpeMsl IprUMe-
HSIETCS pexke. DTO CBSI3aHO IIPEXIE BCETO C TEXHUICCKIUMU
1 OPTaHM3AIIMOHHBIMU CJIOXKHOCTSIMU, TaK KaK TPEOYIOTCST
TOCTIMTAIN3ANS, HAJTMINE COOTBETCTBYIOIINX YCIOBUIA,
TepcoHaIa, armapaTypbl M pacXOTHBIX MaTeprayioB [25].
HemanoBaxkHyio posib UTpaeT OIBIT Bpadeil 110 IpoBeIe-
HHIO BEICOKOOOBEMHOTO TIIa3Madepesa, 9To TaKKe SIBJIsI-
eTcs 00s13aTeIbHBIM YCJIOBHEM IUIST TIPOBEACHUSI TAKOTO
popa JIedeHus.

AddexT or mazmadepesa y OONBITMHCTBA OOJTBHBIX
XBIII noctatouHo OBICTPBII, HO HEMPOIOJKUTEIbHBINA.
D10 00YCTIOBIUBAET HEOOXOAMMOCTD IMTPOBEACHMSI TIOBTOP-
HBIX TIPOIIEAYp ¢ MHTepBajaoM 2—4 Hel Ha MPOTSKEHUN
1 roxa [26]. O6beM skchy3un TIasMbl ipu siedeHnn XBJITT
TaKou Xe, Kak 1pu cuHnpome [nitena—bappe (3a 1 ceaHc

yaasrot 30—40 MII/KT TUTa3MBI, TePaITiio IIPOBOIAT 2—3 pa-
3a B HEZIeJIO B TeueHue 4—6 Hef).

B Bompoce mocTikeHUsST peMUCCUM TuTa3Madepes
B Ka4eCTBE MOHOTEPAIINHU YCTyIaeT BHYTPUBEHHOM NMMY-
HOTepanuu, KOPTUKOCTEPOUIAM M IIUTOCTATUKAM (IINKIIO-
docdan) [27]. Yame Bcero mra3madepe3 KOMOMHUPYIOT
C TIOCIIEAYIONMIe MMMYHOCYIIPECCOPHOM Tepamnuei Win
BBUTI. Cpenyt moGOYHBIX SIBJICHWI HA0OOJIEe YaCTO BCTpe-
4aTcs TpoMO0dIeOUT riIy0OKMX BeH, apTepraibHAasI TUIIO-
TEH3MSI, HapyIIeHNUEe 3JIEKTPOJIUTHOTO OaaHca, TUIT0Ab-
OyMHUHEMMUSI.

Buyrpusennass ummyHotepanust npu XB/II1 Hamia
mupokoe npuMeHeHue ¢ 1990-x romos. TToBomom mociy-
KWW pe3yIbTaThI IIOCIeA0BATEIBHO IMTPOBEACHHBIX MYJIb-
TUIICHTPOBBIX PAHIOMM3NPOBAHHBIX TUIAIIc00-KOHTPOJIM -
PYeMBIX MCCIIeIOBaHU, KOTOPBIC TTPOIEMOHCTPUPOBAIN
addexkTuBHOCTE BBUT yenoBeka, cpaBHUMYIO ¢ TIJ1a3Ma-
(bepe3oM u Teparnmeil KOPTUKOCTEPOUIAMH U COTTPOBOXK-
IaeMyl0 JTOCTaTOYHO BBEICOKMM YPOBHEM 0O€30TaCHOCTH.
[MosrygeHHBIE pe3yabTaThl TO3BOJIA OTHO3HAYHO PEKO-
MeHA0BaTh 3TOT crocob eueHust XBJII1 kak y B3pocibiX,
TaK u 'y geteit [28, 29].

Cxema BHYTpUBEHHOM MMMyHoTepanuu ipu XBJITT
3aKiIoJaeTcs B ciaemyroiieM. CTapToBast 103a COCTaBJISIET
2 T/KT MacchlI TeJla IaneHTa. BBonuts HeoOxogmMoe Ko-
JIMYECTBO TIperapaTa MOXHO Ha MPOTSKCHNU 2—5 THE.
DddexT or Tepanuu HabIOAAETCS, KaK MPAaBUIO, B TeUe-
Hue 2—6 Hejl, YTO ONpeAessieTCsl IEPUOIOM MOJIYBhIBEIE-
HUSA TIpenapata. EqMHOro MHEHMS O TOM, KAKOBBI JTOJDKHBI
ObITh TToaAepkuBatoiias 1o3a BBUI u natepBanbl Mexmy
uHpy3usamu ipu XBJII1, B HacTosiliee BpeMsl He CyIecT-
ByeT. Bo MHOTOM 3TO ompenensieTcst XapaKTepoM TCUCHUS
3a00JIeBaHUSI, COCTOSTHHEM OOJIBHOTO, 3 (GEKTUBHOCTHIO
TIPOBOIMMOM Tepan, €e IePEHOCUMOCTRIO U TOCTYITHO-
CThI0. PeKOMEHIyeTCSI CTpEMUTHCSI K MUHMMAJTBHOM 03¢,
TO3BOJISIONIEH TOMAePXNBaTh peMuccuo. 1o maHHBIM
Y.A. Rajabally u coasnrt. (2006), nogaepxuBaloiiasi 103a
MOXKET BapbHpoBaTh OT 18 mo 108 1, mHTEpBanI MexKIy MHPY-
3usIMU — OT 2 10 17 Hexn. I1pu 3ToM MUHMMAJIbHAS IO~
JeP>KUBAIOIIAsI 1032, AMIUINTYIA €€ CHUKCHUS He 3aBUCSIT
OT MacCHI TeJjia, YaCTOTHI IIOBTOPHBIX MH(DPY3UA, IUTUTEIb-
HOCTH 3a00JI€BaHMS WY CTETICHN MHBAJTUAN3ALINH TTallH-
eHTa OO0 Hayaja MMMYHOTepanmuu. BaxXXHO OTMETHTb,
YTO YMEHBIIEHHEe O3Bl MpelapaTa He acCOLMUPOBAHO
C YKOPOYCHHEM MHTEPBAIOB MEXIY MH(Y3USIMH.

OTHempbHOrO BHUMAHMSI 3aCIIy>KMBaeT KpyITHOMAC-
mTAaOHOE MYJIBTUIICHTPOBOE PAaHIOMU3UPOBAHHOE IBOM-
HOE CJIeToe IIale00-KOHTPOIMPYeMoe TMepeKpecTHOe
nccinenoBanne ICE-study, 3aBepirenHoe B 2008 1., olieHU-
Balolllee KPATKOCPOYHBINM M HOJTOCPOUYHBIN 3(DMEKTHI
BHYTpMBEHHOI nMMyHoTeparuu ipu XBJIIT. OHo nmpoBo-
JUJI0Ch ¢ ucronb3oBanreM 10 % pactsopa BBUI (Tamy-
Hekc-C) u Bimovano 117 6oxsHeix XB/III. CraproBas
nmo3a BBUT cocraBmira 2 /KT MaccHl Tena TaMeHTa ofi-
HOKPATHO, TI0CJIe YeTO BBOMMJIACH ITOICPKMBAOIIAsI B 10~
3¢ 1 1/KT Kaxnple 3 Hen Ha TIpoTsokeHuU 24 Hel. Dddek-
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TUBHOCTb TaKO¥ CXeMBbI JICYCHYSI ITO CPABHEHMIO C TTAIIe00
oKazaliach OYCBHIHON, TPU 3TOM ITOJOXUTECIBHBINA pe-
3yJIbTAT OBLI MOATBEPKACH TJAHHBIMU 3JIEKTPO(DU3NOIIO-
TUYECKOTO MOHUTOPWHTA M PEe3yJIBTaTaMU OIICHKM Kade-
CTBa XXKU3HU. Pe3yasraTel BHYTPUBEHHON MMMYHOTEPATIHH,
10 CpaBHEHUIO C TUIAlle00: MOCTATOYHO BBICOKMI IPO-
LIeHT oTBeTa Ha jedeHue (54 u 21 % COOTBETCTBEHHO),
HU3KUII IpoLeHT peunansa (13 u 45 % COOTBETCTBEHHO),
OOJBIIAST TIPOIOIKUTEIBHOCT PEMICCUY, YIIydIIeHHe
KavecTBa XXW3HM MAIMEHTOB. Y MOIABISIIONIETO OOBIIH-
CTBa HAXOAMBIIMXCS HA JICUCHUH ITAIIIEHTOB HA0JIIOIA/IaCh
CTOMKAasI MOJIOXKUTEIbHAS TMHAMMKA WIH PEMUICCHS TIPO-
IOJKUTENbHOCThIO 24—48 Hen. CTOUT OTMETUTh XOPO-
IIyI0 TIEPEHOCUMOCTD IIPOBEICHHON Tepalniy: 9acToTa
Cepbhe3HBIX HEeXXeIaTeIbHBIX SIBJICHUI Ha (hOHE ITpUMEHEe-
Hust 10 % pactBopa BBUI Ha 1 undysuio cocrasuia 0,8,
TOTIa KakK B IJ1arie0o-rpyIrie oHa OblTa B 2 pa3a BhIIIE —
1,9 [30].

3acayXnuBaeT MHTEPEC MIPOCIIEKTUBHOE MYJIBTULICHT-
pOBOE HECpaBHUTEIbHOE OTKphITOE ucciaeaoanue 111 ¢a-
361 PRIMA, TakXe mocBsIIeHHOe M3ydeHUIo 3(PPeKTUB-
Hoctu 10 % pactBopa BBUI (IlpuBumxeH) y MalueHTOB
¢ XBJIT [31]. OcobeHHOCTHIO OBIJTO BKIIIOYEHME KaK Ta-
LIMEHTOB, paHee MPUMeHSIBIIMX rpernapatel BBUT (n=13),
TaK ¥ TTOJYYaBIINX Tepamnuio BIiepBele (7 = 15). CxeMa
3aKJII0YaIach BO BBEICHMU IIpeIiapaTa B CTapTOBOM 103€
2 T/KT B TedeHUe 2—5 THEW, IPU STOM MOIep>KUBAIOIIAsT
nmo3a 0buta 1 T/KT (Ha yCMOTpeHMe Bpadya OHa MOTJIa ObITh
YMEHBIIIEHA), UHTEPBAT MeXy BBeneHusiMu 3 Hea. OOoriast
MPOJOJIKUTENIBHOCTD JIeYeHNsT cocTaBmiia 24 Henl. Dddex-
THUBHOCTh OBLIa JOKa3aHa TOCTOBEPHBIM YBEJIWMYCHUEM
CWJIBI B IOMWHATHOI pyKe, YMEHbIIICHIeM MHBAIN N3N
o mkane INCAT (Inflammatory Neuropthy Cause and
Treatment). [IpuMedaTebHO, YTO JIy4IlIe Ha JICICHUE
OTBEYaJIX T¢ MAIIMEHTHI, Y KOTOPHIX PaHee YKe ObLT OIIBIT
BHYTPUBEHHOII MMMYyHOTEpanuu (MeXIy BKIIOUYCHUEM
MMaleHTa B UCCISIOBaHNE U ITOCISAHUM THEM BBEICHMUS
BBMUI npoxonuno He MmeHee 10 Hexm), IO CpaBHEHUIO C Te-
MM, KTO TTOJIYIIII 3TO JICYCHHE BIICPBEIC.

Hamo oTMeTuTh, 94TO CYIIEeCTBYIOT 0COOCHHOCTH OTBE-
Ta HAa BHYTPUBEHHYIO UIMMYHOTEPAITHIO ¥ OTIACIHHBIX Ka-
teropuit 6osbHbIX XB/II. Tak, mauueHThl ¢ 00Jee TKe-
JIOM CTETIeHBIO IBUTATEIBHOTO Me(PUIINTA IEMOHCTPUPYIOT
«IpaMaTUIecKoe» YIydIIeHe B 00j1ee KOPOTKHUE CPOKH.
Y manmeHToB ¢ MPEUMYIICCTBEHHBIM BOBJICUEHUEM PYK
BHYTPMBEHHAsI UMMYHOTEpAITNs ObLIa 3HAYUTEIHLHO (-
¢eKTHUBHEE TepalTny KOPTUKOCTEPOUIAMHU, YTO ITO3BOJIH -
JIO €BPOTIECKMM 3KCIIepTaM PeKOMEHIOBATh €€ TaHHOM
KaTeropuu OOJILHBIX B KaUecTBe Tepanuu 1-it auaum [32].

B ynmoMstHyTOM BBIIIIE paHIOMU3UPOBAHHOM KIIMHM-
YeCKOM MCCJICIOBAaHNM OTAEIbHOe BHUMaHME OBLIO yie-

JICHO OIICHKe O€30ITaCHOCTH BHYTPUBEHHON NMMYHOTEPAITHH
[30]. CaMBIMM 9acTBIMU HEXeJIaTCJIbHBIMU SIBJICHUSIMU,
cBsi3aHHbIMU ¢ uHQY3ussmu 10 % pactBopa BBUI, 6buin
rosioBHas 6o0ib (4,0 %) v runeprepmus (2,4 %). Csizu
C BO3pacTOM, MacCCOM Tela, TSLKEeCThI0O OCHOBHOTO 3a00J1e-
BaHUS ¥ PUCKOM ITOOOYHEIX 3(D(HEeKTOB He 0OHAPYKEHO.
Takum 0OpazoM, pe3yIbTaThl JAHHOTO MCCIICIOBAaHMS ITPO-
JIEMOHCTPUPOBAJIN BBHICOKUIA YPOBEHB O€30ITACHOCTH M XO-
POIIIYIO TIEPEHOCUMOCTh BHYTPUBEHHOM UMMYHOTEPAITNT
[33].

Kak 6p110 0TMedeHo Boite, 3¢ dekT 10 % pacTBopoB
OBLI TOKa3aH B XOIEC MYJIBTUIICHTPOBBIX MCCIICAOBAHUIA
ypoBHel gokazareabHocTH A 1 C. CeromHs Ha pocCHii-
CKOM pbIHKE IPUCYTCTBYIOT KakK 5 %, Tak u 10 % pacTBOpbI
BBMUI, ogHako nmociaegHue o61agaloT HEKOTOPLIMU ITPeu -
MyliecTBaMU. B mmepByto ouepenb, 60j1ee BBICOKAS KOHIICHT-
parus Iperapara BeieT K yMEeHBIIIeHIIO 00beMa MH(PY3NH,
MMEIoIIeMYy OOJIbIIIoe 3HAa9eHNE Y OTAEIbHBIX TAllMEHTOB
(C coIyTCTBYIOIIEH MOYEYHOM, KapANATbHOM MU PeCII-
paTopHOit maToyiorueii). B ¢BsI3W ¢ 3TMM TaHHBIN BUII JIe-
yeHUs 0ojiee MPENMOYTHTENICH B IETCKOM IIPaKTHKE,
Y OCJTa0JICHHBIX, TTOXKUJIBIX U OTSITOIIEHHBIX COITYTCTBYIO-
el matojorueit 6oabHbix. Kpome toro, 10 % pactBopbl
00J1a1af0T TAKOM XapaKTepUCTUKOM, KaK BEICOKOE COIep-
xkanue IgG (> 95 %), uto ocobeHHOo BaxkHOo rpu XB/IT —
ayTOMMMYHHOM 3a00JIeBaHNH, B Tepanuu kKoToporo IgG
WTpaeT KITI0YEBYIO poiib. bosbIioe 3HaUueHEe MMeeT BEIOOD
npenapara BBUI [34—36]. Huskoe conep:xanue HaTpust
n IgA, pusnonornyeckast ocMossutbHOCTB 10 % pacTBOpoB
00ecTIeunBaIOT BBICOKMI YPOBEHDb 0€30ITaCHOCTH BBICOKO-
JIO3HOI BHYTPUBEHHON UMMYHOTEPAITHH.

BonpmmHCcTBO MOOOYHEBIX 3¢ (HEeKTOB BHYTPHUBEHHOM
MMMYHOTEPAIIMU MOTYT OBITh HUBEIMPOBAHBI ITyTEM CHU-
JKEeHUSI CKOPOCTH BBeIeHUS mpemnapaTa. B mesix mpodu-
JIAKTUKY TOJIOBHOM OOJIM ¥ TUTIEPTEPMHH B KAYECTBE Mpe-
MeIMKAIMM BO3MOXHO IIPMMEHEHME TIIapareraMmoia,
AHTUTHCTAMUHHBIX TIPEITapaToB WU KOPTUKOCTEPOUIOB.

IIporno3 mpu XBJII. IlporHo3 npu XBIIT moxHO
CUYMTATh B IIEJIOM OJIarOIPHUATHBIM. BOJIBIIMHCTBO maIn-
€HTOB OTBeYaloT Ha celuduyeckyio tepanuio (70—80 %),
Ha3HAYeHHYIO BOBpeMsI, B afcKBAaTHBIX J03aX M IT0 PEKO-
MEHIyeMbIM cXeMaM. Bo MHOTHMX ciTydasix ymaeTcst IOCTHYb
CTOMKOI MEIUKAMEHTO3HOI peMuccun. YacTb OOJIBHBIX,
MTOJTYYMBIINX JINTEJIBHYIO MATOTCHETHYECKYIO TEPAITHIo,
MOTYT HaXOIWUThCS Oe3 IprueMa JaHHBIX IIperapaToB d0-
CTaTOYHO TTPOIOIKUTENIbHOE BpeMsi. COOCTBEHHBII OITBIT
HabmoaeHus nauueHToB ¢ XBJ/II, npolienimux mojiHo-
LIEHHBI KypC MaTOreHEeTUYSCKON Teparmmu (TIPOIOIIKI-
TEeJIbHOCTBIO OT 6 Mec 110 1 roaa), mokasaji, 4To IUTEIbHOCTh
PEMUCCUM TIOCTIE OTMEHBI JICYCHUSI MOXET COCTaBJISITH
Oosee 5 JieT.
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bonesnv Ilomne (BII) — pedkoe, npoepeccupyrouee, yacmo ¢amanbHoe HACAeOCMEEHHOE aAyMOCOMHO-pelyeccusHoe 3abonresanue,
duazHocmuKa Komopoeo 3ampyOHeHa @biCOKOL 2emepo2eHHOCMbI0 KAUHUYECKUX NPOsI8ACHUL U HU3KOU 0C8e0OMAeHHOCMbIO 8payel.
Jlocmynnocmu aabopamopHoii duaecHocmuku pedkux 6oae3neil pacmem c Kaxcovim eodom, u BII ne seasemces uckaouenuem. Jlabo-
pamopuu Poccuu u mupa 3a nocaednue Heckoavko sem 0ocmueny 3HAHUMENbHBIX YCHEX08 8 YCKOPeHUU U Y8eAuteHUU MoYHOCMU Ou-
aenocmuxu BI1. K coxcanenuio, 6 pycckosa3viunoil aumepamype HedoCcmamoyHo aKkmyaibHoll ungopmayuu o 1a60pamopuoli duazuo-

cmuke BII. Jlannwstii 0630p npu3zean 3anoaHums 3mom npooea.

Karouesnie caoea: 6onesns [lomne, nosicHo-KoHeyHOCMHAs npozpeccupyouas moiuteynas ducmpoghus, een GAA, aabopamophas duaeHo-
cmuka pedkux 6onesueii, enukozenos Il muna, auzocommoie 601e3HU HAKONACHUS, CEKBEHUPOBAHUE HOB020 NOKOACHUs, KDeAMUHKUHA3A,
cyxoe nAMHO KPo8u, nepeKpecmHopeazupyouuil UMMYHOA0UYeCKULI Mamepuan, aHmumenda K a-eakosudase, opgantvie 601e3Hu
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Pompe disease (PD) is a rare, progressive, commonly fatal inherited autosomal recessive disease that is difficult to diagnose due to its obvi-
ous clinical heterogeneity and low awareness among physicians. Access to the laboratory diagnosis of rare diseases increases every year.
In the past several years, Russian and foreign laboratories have achieved considerable success in accelerating and improving the diagnostic
accuracy of PD. Unfortunately, the Russian-language literature contains scarce relevant information on the laboratory diagnosis of PD.

This review is to fill up this gap.

Key words: Pompe disease, limb-girdle muscular dystrophy, GAA gene, rare diseases laboratory diagnosis, glycogenesis type 11, lysosomal
storage diseases, next generation sequencing, creatine kinase, dry blood spot, cross-reactive immunological material, anti-a-glucosidase
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BsepeHue

Bbonesus [Momne (bI1, OMIM: 232300 — ORPHA 365),
i rmkoreHo3 Il tuma (glycogen storage disease II),
OTHOCUTCS K HACJIEACTBEHHBIM JTMU30COMHbBIM OOJIE3HSIM
HaKOIUIEHUsI BCaeacTBue aeduuuta pepMeHTa KUCIO
a-rmoko3unassl (GAA) [1]. BIT — opdanHoe 3a601eBa-
HHE C ayTOCOMHO-PELIECCUBHBIM TUIIOM HACJEIOBAHMS,
JUISL IeYeHUsT KOTOpOoro paspaboraHa ¢pepMeHTHas 3a-
MectuteiabHas tepanus (DO3T). B 2006 r. 6bL10 mOIY-
YEeHO pa3pellieHue Ha INpUMeHEeHUE PEKOMOMHAHTHOM
0-TJ1I0K0311a3bl B EBporie Kak eIMHCTBEHHOTO Ipemna-

paTa maToreHeTUIeCKOM TepaIlny TSl TallueHTOB, CTpa-
naromux BIT [2].

HecMmoTtpst Ha 3HaYUTETBHEIE YCIIEXH B JIAOOPATOPHOM
muarHoctrke BIT, 9acTto cpok mocTaHOBKY AMarHO3a U Ha-
3HAYCHUS ITaTOTCHETUYECKOM Tepamnmmy YBEeIUMYUBACTCS
Ha TOIBI U Jaxe mecsaTuiaeTus. [IpuHuMast BO BHUMaHHE,
4yTO pacipoctpaHeHHOCTh BII mo pa3HBIM OIleHKaM Co-
crasnsgeT oT 1:140 000 go 1:40 000 [3, 4], a o pe3yab-
TaTaM CKpMHWHTA Cpeayd HOBOPOXKAEHHBIX — 1:5400 [5],
6ojee 95 % poccuiickux nauueHToB ¢ BII He 3HaiOT
0 CBOeM amarHose. JlaHHBI 0030p paccMaTpuBaeT IpaK-
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THYECKME MOMEHTBI, Kacarolrecs 3 TPYIIIT JAO0paTOPHBIX
HCCIIEIOBAHUIA: TEX, YTO ITO3BOJISIIOT 3aII0I03PUTh, TTOM-
TBEPAUTb AuMarHo3 bIl U MOHUTOPUPOBATH COCTOSIHUE
MMAIMeHTOB (CM. TabIHILY).

Moka3amenu naGopamopHbiX UCCNE0BaHUl,

pesynbmambl Komopbix npu Gonesxu Momne morym

BbIXO[UMb 32 Npefenbl ped)epeHcHbIX 3Ha4eHuil

KK — BHYTPUKIIETOYHBIN (PEPMEHT, 00eCIIeUNBAIOIINIA
SHEpPTHeit OBICTPOEe MBIIIeYHOE coKpaleHue. [1pu pa3py-
1eHuu MbieyHbIX kKiaeTok KK nomanaer B KkpoBb. Heob-
XOIMMO n3MepsITh ypoBeHb KK B KpoBH y Bcex maliieHTOB
¢ xxajjo0aM1 Ha MBIIIIEYHYIO CI1a00CTh, TaK KaK CIab0OCTh
MBIIIILL BCJEACTBUAE Pa3pyLIEHUsI MbILLIEUHbBIX BOJOKOH SIB-
JISIETCST OMHUM U3 KapAWHaIbHbIX cuMnTomMoB BIT [6].

CymectByioT pasnmuHbie n3odopmbl KK, Ho maxke
CTaHIAPTHBIN JIAOOPATOPHBIN aHAIN3, YKA3bIBAIOIINA Ha
noBbilIeHue ob01eit akruBHoct KK, momkeH HacTopo-
*kuTh otHocuTenbHO BIT. O6kraHo nipu BIT ypoBens KK
TTOBBIIIEH, XOTsI OIIMCAHBI pEIKHE CTyIar ¢ HOpMAaJIbHBIMU
nokasarenxsmu KK [7-9].

INoBwiuenue ypoBHst KK B kpoBu nipu BI1 — BaxkHBbIA,
HO He CITel(pIIecKuii ToKa3aTesb, XapaKTepHbIi 1T MHO-
TMX TPUOOPETeHHBIX WJIM HACJICACTBEHHBIX MBIIICYHBIX
3aboneBanuii. KK moBbllaeTcst y Bcex 0€3 MUCKIIOUEHUS
OOJIBHBIX ¢ MJageH4YecKoi opMoit 3aboneBanug [10],
a ripu BIT ¢ mo3mauM ne6iorom (BITIII) moBemmenne KK
ormevaercst B 91—-95 % cayuaes [11]. [Ipu minaneH4yeckoi
¢dopme BIT yposens KK moBbIlIeH, Kak ITpaBuiio, B 2—5 pa-
3a, a ipu BIII1/I yame Bcero He3HAYUTEJIbHO MPEBBIIIAET
BEpXHIOIO TpaHUIy HOpMEL. He3aBrcrmo ot ¢hopmel 3200-
nesanust st bIT HexapakTepHo npesbilieHUe YpoBHs KK
Oosee yeM B 15 pa3 oT BepxHel rpaHuibl HOpMbl. [lpu
BIIIIA noBenuenue KK MoxkeT ObITh 06CCUMITTOMHBIM, UTO
JTOJDKHO OBITh OCHOBAaHMEM JIJIST JAJTbHEUIIIETO HAOTIONCHIIS
3a MaLMEHTOM M TIpoBeAeHNST obcnenoBanus [12, 13].

JUIT — BHYTPUKIJIETOUHBINA TIMKOJUTUYECKUI hep-
MEHT, KOTOPBII OOMIBLHO SKCIIPECCUPYETCS B CEPACTHOM
W CKEJICTHOM MYyCKYJaType U SIBJISIETCS OMHUM M3 BasKHE-
IIIX CBIBOPOTOYHBIX MAPKEPOB MOBPEKICHUS MBIIICYHOMN
tKaHu [ 14]. [Toka3aHo, yTo Tipu MaageH4IecKoi (popme BIT

Poab rabopamopHbix uccaedosanuii  duacHocmukxe u moHumopuuee bIT
Tloka3zaren Ja0OPATOPHBIX KC-

CJIeIOBAHMIA, Pe3YJBTATHI KOTOPBIX
MOTYT BBIXOMTD 32 NPeIebl

pedepeHCHBIX 3HAYEHMI PyTHHHBIE
* KK
JIAT « AktuBHOCcTh GAA B DBS
* ACT/AJIT * IHK-ananu3 rena GAA

* BaKyoJIM3alus JMMGOLUTOB

aktuBHOCTH JI/II" BappupyeT OT HOpMaIbHOM (HO OJIM3KOI
K BEpXHE# TpaHUIIe HOPMBI) IO TIOBHIIIICHHON B 2—5 pas.
IIpu BIIIIJ axtuBHOCTH JIAI' moBBIlIEHA MPUMEPHO
B 96 % ciyuaes [9].

ACT v AJIT — (pepMeHTHI, KOTOpbIe aKTUBHBI BO BCEX
KJIETKaX OpraHn3Ma, OOJIbIIIe BCETO MX CONESPXKUTCS B CEPILIE,
MeYeHU, IoYKax v Mbllax. XapakrepHoe i bIT Hapy-
IIeHre padOTHI IIEYCHOYHOM M MBIIICYHOM TKAaHH ITPUBO-
1uT K noBbiteHno aktuBHOCTU ACT 1 AJIT B CBIBOPOTKE
kpoBu. ACT — 6osnee nHGOpMaTUBHBII MapKep, HEXeTn
AJIT. ¥ mauueHTOB ¢ miageHYecKoir ¢opmoil 0oae3Hu
aktnBHOCTh ACT B 3—10 pa3 mpeBblmaeT HopMy, AJIT
BapbUpyeT OT HOPMBI IO TIPEBBINICHWS B 2—7 pas.
Ipu BITI/ aktuBHOCT AJIT nossiena B 94 % u ACT —
B 95 % cnyuyaes [9, 11].

HeobGxonnmo 3HaTh:

* BO BCEX OMUCAHHBIX B auTepatype ciaydasx bIT Obu1
MTOBBIIICH YPOBEeHB X0TsI 061 omHOTO (pepmenTa (KK,
JIAT, ACT, AJIT) [9, 10];

* 4yt0o0OBbI 3arogo3puTh bBII, BaXkHO MOMHUTH O BO3MOX-
HO1 CBSI3Y TTOBHITIICHUS YPOBHSI «IIeUeHOUHBIX» (AJIT
n ACT), u mpimeunsix (KK u JIAT) dpepmeHTOB;

* noBbIlIeHHBIN ypoBeHb KK — BaxHbilt mapkep BII,
onpeneasonmii HeooXoaMMOCTh CKpMHUHTa Ha BIT
B IpyIIe MalIMeHTOB ¢ HeoObsicHeHHOM Turep KKemu-
eii [6].

Eme omHa 1abopaTopHast HaxoaKa, XapaKTepHasl s
naeHToB ¢ BIT (ocobeHHO ¢ MiTageHYecKolt (hopMOif) —
Haauuue @ aumgouumax nepughepuueckoii Kpoeu KpynHwix
6akyo.eii, KOTOPbIE BLINISIASAT MPO3PAauYHbIMU MPU OKpacKe
Maska 1o PomanoBckomy—Ium3e [11]. bomee nadpopma-
TUBHOM SIBJISIETCS] OLIEHKA Ma3Ka, OKPaIllEHHOTO PEaKTUBOM
[udda (periodic acid Shiff, PAS). Hammune Bakyomeit
B JTUMOOIUTAX TUIMMNIHO IJII Pa3IMIHBIX 3a00JI¢BaHUMN
HAKOIUICHUS, OMHAKO PAS-TI03MTUBHBIC BAKYOIU CIICIIM-
¢mansr mna BIT[9, 11].

Tecmbl, no3sondiouiue guarocmuposamo 6onestb Momne

Cpenu 1ab0paTOPHBIX UCCIEI0BAHMN, TTIPUMEHSIEMBIX
11s1 muarHoctuku BI, ciemyeT 0co00 BBIIEIUTH TaK Ha-
3bIBa€MBIC PYTUHHBIC TECTHI. DTU TECTHI IIPOCTHI B UCITOJI-

TecTsl, MO3BOJISAIOMIE qUATHOCTHPOBATH BIT

TecTbl, IPOBOAMMBIE MAIMEHTAM

TOJTB! HHbIM M BIT
JIONIOJIHUTEIbHbIE © HOATBEPXKE O30

* AKTUBHOCTb GAA B JIUM-
dormrax/dubpodiacrax/
MBIIIIEYHOM OMoIITaTe

* buorncus MbIIII

* Glc4 B Mmoue

* NGS-uccnenoBaHue

* CRIM-craryc

* Antutena IgG K pekomOuHaHTHO GAA
* Glc4 B Mmoue

* KK

Ilpumenanue. JIJ[I' — rakmamdeeudpocenasa; ACT — acnapmamamunompancgepasa; AJIT — aranunamunompancgepaza; GAA — enroko3udasa-anvpa
xucnas; DBS — cyxue namua kposu (dried blood spots); Glc4 — earoxozomempacaxapud; NGS — cekeenuposaHie H06020 nokoaeHus (next generation
sequencing); CRIM — nepexpecmuopeazupyrowjuii umMmmyHonsoeuueckuii mamepuan (cross-reactive immunological material); KK — kpeamunkunasa
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HEHWH, BHITOJHSIIOTCS TOCTATOYHO OOJIBIIMM KOJIMIECT-
BOM JIaOOpaTOpHii, OTHOCUTEIIFHO HEIOPOTH U IIPU 3TOM
WMEIOT XOPOIIHE ToKa3aTeI YYBCTBUTCIBHOCTU U CITe-
miduaHocT. UMEHHO PYTMHHBIE TECThI TOJDKHBI OBITH
B TIEPBYIO OYepenb cAeaHbl MMAMEeHTY C MOA03peHEM Ha
BII1. B Poccuu pyTMHHO BBITIONHSIIOTCS JBAa TECTa, HAaIIlpaB-
JIeHHBIX Ha quarHocTtuky BII: ompeneneHne akTMBHOCTH
0-TJTIOKO3MIa3bl A B cyxux IsgTHax kposu (DBS — dry
blood spots) 1 MOJEKYJISIPHO-TECHETUUIECKUI aHAIN3 (OH
xe JJHK-anamm3) rena GAA.

Hpyrue mcciemoBaHusl, pe3yiabTaThl KOTOPBIX MOTYT
yKa3biBaTh Ha BII, MOXXHO Ha3BaTh MOIIOJTHUTECIHHBIMUA.
KimroueBoe oTmmame DOmoTHUTEIBHBIX TECTOB 3aKITI0YaeT-
csI B TOM, YTO MX MH(MOPMATUBHOCTD HE BCETIa OTIPaBIbI-
BaeT 3aTPaThl ¥ YCUJIUsI, KOTOPBIE HY>KHO ITOTPaTUTh Ha UX
BBITIOJIHEHNWE. TaKMMU TeCTaMM SIBIISICTCSI OIIpeAc/ICHUe
aKTUBHOCTH 0.-TJTIOKO3UIA3bl A B OMoMaTepuraiax, OTInd-
HBIX 0T DBS (TiMGoLMTEI 1IeJIbHOM KPOBU, KYJIETUBHPY-
eMble (pOPOOIIACTHI, MBIIIICYHBII OUOIITAT), OIIPeIeICHIE
TeTpacaxapuaoB B MOYE 1 CEKBEHHPOBAHKE C UCIIOIB30-
BaHUEM TEXHOJIOTUY HOBOTO TTOKoJIeHUsI. K momomHuTe h-
HBIM TECTaM pa3yMHO 00paIllaThCs TOTIa, KOTIa Pe3yJIbIaThl
PYTUHHBIX UCCJICIOBAaHWI HEOTHO3HAYHBI, IIPOTUBOPEUH -
BBI WJIM HE COTJIACYIOTCS ¢ KITMHUICCKUMU TaHHBIMH.

Pyrunnsie Tectsl. [laTorenetuueckas npuunnHa bIT —
CHIDKCHME WJIM OTCYTCTBHE aKTUBHOCTH GAA, mo3TOMY
onpeodeaernue axmugenocmu GAA — 6a30BBIi TECT B IUATrHO-
ctuke BIT [15]. AktuBHOCTE GAA MOXHO OIpEIessITh
B Pa3IMYHBIX OMOJIOTMIECKMX Marepuajax (repudepu-
YeCKHUX JTUMMONUTAX, KyJIbTUBUPYEMBIX (prOpodacTax,
MBIIIIEYHOM OMoNTaTe W NIp.), HO UISI CKPUHWHTA OITH-
MaJIbHBIM SIBJISIETCSI TeCT ¢ McIojb3oBaHreM DBS. On
coyeTaeT B ceOe BHICOKYIO YYBCTBUTEIILHOCTD «TPaIUIIH-
OHHBIX» CITOCOOOB oIpeeneHrs: akTuBHOCTH GAA (Ha-
mpuMep, B IMMMOIUTAX Win (hprdpodIacTax) ¢ MPOCTOTOM
BBITIOJTHEHHS ¥ BO3MOKHOCTBIO IIPUMEHSITh TSI CKPMHIHTA
0OJIBIIIOTO YKCJIa TTALMEHTOB M3 Tpyri pucka [16]. Hecmor-
PST HAa OTCYTCTBHE CTPOTOI KOPPEISIIIUHA MEXKITy OCTaTOU-
HOIl aKTUBHOCTBIO (pepMeHTa U TSKECTHIO OOJIC3HM,
IIpY MJIaicHIeCKO (hopMe HaOJIFOIaeTCsl TTOYTH ITOJTHOE
OTCyTCTBUE aKTUBHOCTH GAA, B TO BpeMsI KaK ITPH OCTaJIb-
HBIX (DEHOTHUITAX OCTATOYHAS] aKTUBHOCTH 3HAYUTEIHHO
BapbupyeT U MoxeT gocturathb 30 % cpeaHeit Hopmsl [11].

Texnuka nonyyenust DBS nipocTa 11 He TpebyeT 0co0oii
ITOATOTOBKY TEePCOHAIA 1 WHCTPYMEHTOB, ITOIXOANT KakK
BEHO3Hasl, TaK M KaNWUIIpHAs KPOBb, MOJyYCHHAs W3
TTaJIblIa VUK TIITKU (CM. pUCYHOK). [Tocie HaHeceHUsI TIsIT-
TE€H KPOBU Ha KapTy HEOOXOOMMO OCTaBUTh 0Opasell Mpu
KOMHATHOM TeMITepaType Ha 4 4 10 TTOJIHOTO BBICHIXaHMSI.
IToce BrICKIXaHUS KapTa rOTOBA K OTIIpaBKe B Jlabopa-
TOpHIO. B KauecTBe KapTHI UCITONIB3YeTC s CIIeIaIbHasI Oy-

mara Whatman 903, mo3BossIioIas COXpaHUTh MaTepHral
TIPUTOIHBIM JIJIST aHAJIM3a Ha TTPOTSDKEHU MHOTHX MECSIIIECB
TIpY KOMHATHO# TemmepaType. DBS mepecsimatoTcst mo 1mo-
YyTe 03 KaKUX-JIM00 O0COOBIX YCIOBUI TPAHCTIOPTUPOBKH.
OHUM NPUTOLHBI HE TOJBbKO sl (DEPMEHTHOTO, HO U ISt
MOJICKYJIIPHO-TEHETUYECKOTO aHAJIN3a, KOTOPHI HE00X0-
JIIMO TIPOBOIUTE ITPY ITOJIOKUTETEHOM VI COMHUTETBHOM
pesyibraTe (pepMEeHTHOTO TECTa.

AHalIMTUYECKNE XapaKTePUCTUKKA TeCTa Ha aKTHUB-
HocTh GAA B DBS He oTimualorcst oT Ipyrux CKpUHUH-
TOBBIX TECTOB: YyBCTBUTEIBLHOCTD Npubmmkaercs K 100 %!
[15], cneunguyHOCTh He TaK BbicoKa. MHBIMU cioBaMu,
OTPHUILIATSIIBHBIN pe3y/IBTaT TECTA C BBICOKOM BEpOSTHOCTHIO
CBHUIIETEILCTBYET 00 OTCYTCTBUHU OOJIC3HU, a TTOJIOXKUTEITb-
HBIIT C OIpeACeICHHON BEePOSITHOCTHIO MOXKET OBITh JIOXK-
HBIM W TpeOyeT DOMOJHUTEILHOW MPOBEpKH. B cBsI3M
¢ 3TIM (bepPMEHTHBIN TECT He SIBIISICTCS] CAMOIOCTATOYHBIM
B nquarHoctuke BII. CymecTByeT MHOXeCTBO (DaKTOPOB,
M3-3a KOTOPBIX pe3yJIbTaT (pepMEHTHOTO TeCTa MOXET OBITh
JIOXKHOITIOJIOXUTEIBbHBIM. K HIM, B TIepBYyIO o4epenb, OT-
HOCHUTCS HapyIleHNE TIPOCTHIX ITPABIII TIOJTYUSCHUST CYXUX
MISITEH KPOBU, YCJIOBUIA MX XpaHEHUSI U TPAHCTIOPTUPOBKH,
a TakKe (pakT reTepo3UroTHOr0 HocuTenbcTBa BI1 m T. 1.

ITpu MOMOXUTETLHOM WK COMHUTEILHOM PE3YJIbTa-
Te (hepMEHTHOTO TeCTa TPeOyeTCS IIPOBEICHIE ITOATBEPK-
JTAFOIINX TECTOB, B KAYECTBE KOTOPBIX MOXKET BBICTYIATh
orpeneaeHre akKTUBHOCTH GAA B IpyroM OMOJIOTIIECKOM
MaTepHae Wil MOACKYAAPHO-2eHeMU4eCcKull anaiu3 reHa
GAA. Tlocaemanii IBIsIeTCS TIPEANOYTUTEIBHBIM 1 Han00-
JIee 4acTo UCTIoib3yeMbIM. Co BpeMeHM KIIOHUPOBAaHUS
reHa GAA (OMIM: 606800), KOOMPYIOLIErO KUCIYIO
a-TITIOKO3UIa3y, oImrcaHo 6osee 350 maTOreHHBIX MyTaLIMi
9TOro reHa [17]. BoabIIMHCTBO GOJBHBIX SIBJSIOTCS KOM-
MMayHI-TeTepO3UTOTHBIMMU (T. €. HECYT 2 pa3IndHbIe TTaTO-
reHHbIe MyTanuu). [ToMHBIN CIMCOK MyTalruii B reHe GAA
npeacTapiieH Ha caiite LlenTpa 6one3nu [Tommne nMm. Dpasz-
myca ripu Porrepmamckom yHuBepcutete [18].

PesynbraThl SIHMIEeMUOIOTHMISCKUX HCCIIETOBAaHUM
mokazainu, 9to rmpu bI1 HeKoTophIe MyTaIlK BCTPEYAIOTCST
YaIe B HEKOTOPBIX STHUYECKUX TPYIIIax, HO TaXe 3TO He
ITO3BOJISIET M30eXKaTh ITOJIHOTO aHan3a reHa GAA, Tak Kak
B OOJIBIITMHCTBE MOMYJISIIUIA OTCYTCTBYIOT founder-myTa-
. CeromHsI CeKBEHUPOBAaHUE BCEX 9K30HOB M TTPUIK-
30HHBIX YIaCTKOB MHTPOHOB HE IIPEICTABIISICT OCOOBIX
TPYAHOCTEH U SIBJIICTCS IIPENIIOYTATEILHBIM BapUaHTOM
MOJIEKYJISIPHO-TEHETUIECKOTO aHam3a reHa GAA. Vckitro-
YeHME COCTABIISIET 00CIeNOBaHNE CUOCOB M IPYTUX POJICT-
BEHHHUKOB OOJILHOTO, IIPM KOTOPOM Pa3yMHO OIIPEICISATh
HOCHUTEJILCTBO MyTallWii MPoOaHIa.

Y 3HaUNTEITEHOM YaCTH TAIIMEHTOB TIPH MOJIEKYIISIPHO-
TeHETUIECCKOM aHAIN3¢ BBISIBIISIIOTCS HOBBIE, HE OTTMCAHHBIC

!B pannux ny@auxauyusx uno20a npugooumcs UHpOPMAUUs 0 HeBbICOKOI Hy8CMBUMEAbHOCMU (hepMeHmHOo20 mecma, u3-3a komopoii okono 11 % pesynvb-
mamoe 0Ka3vl8anuch A0ICHOOMPUYAMENbHBIMU 8CAe0CmElUe UHmMeppepeHyuY aKmUueHocmell KUcaoll u HelimpanbHoli o-eawkosudas [ 10]. IIpobaema 6vina
pewena okono 2006 e. eHedpeHueM 8 PeaKyUOHHYIO cMech akapbo3svl (cheyuuuecko2o uHeubUmopa HelimpaibHoll a.-2AKo3udasst), 61a200aps emy 4ye-

CmeumenbHoCnbs ¢€pM€HmH020 mecma 3Ha4umebHo 603pocaa.
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CobpaTb BEeHO3HYIO
KpOBb B NPO6UPKY
C cMpeHeBomn
KpbILIKOW
(c3ATA)

AHOM 5 pas;

aHanusa

MepeBepHyTb NPOGUPKY BBEPX

donyckaemca ucnosb308dms
npobupKy c 2endpuHoOM (3es1eHas
KpelwKa), Ho DBS 8 3mom ciyqae

6ydym Henpu2oOHbI 0514 [JHK-

YaepxrBaa HaKOHEUHUK
Hap LLEHTPOM GyMaxkHOTo Kpyra
(MaKcMmanbHO 65M3KO K MOBEPXHOCTY Bymaru,
HO He Kacascb ee), KanHyTb
no 1 Kanne Ha Kaxzblin Kpyr

KpoBu

AKKypaTHO OTKpPbITb NPOGUPKY;
C MOMOLLbIO LWINPULA, MUMETKN
1nn fosatopa Habpatb HEMHOro

|
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MpenBaputenbHo
corpeTb
MecTo npokona

B3ATne Kannm Kposn
13 NATKN Y MNageHua

HaHecTun kannto kpoeu Ha DBS-kapTy

28 | i
m| [l
BbiTepeTb nepsyio "i"l 78 =T
06paboTaTh KOXY Kanlio kposu R E i ] E
AE3UHOULMPYIOLLINM cyxon mapneu. e B ]E
cpencTeom Mpokonote Koxy MonyunTs BTOpYIO A -
(6e3 itona) CTE%I/IHbeIM Kamsio KPOBM e = P F
CKapubMKaTopom =
BbicywnTb koxy 1 HaHeCTu ee Lo = =E !
CTepUIbHON Mapnen B KPY?KOK Ha KapTy. ==, £ L B L
3anonHsioTcs Bce @i = { i - : : :
KPYKKMI a = o Rt ] Pty £ Foew. [ Goemr s

B3ATne Kannum Kposu
n3 nanbya pe6eHKa n B3pocnoro

Cnoco0bl noayenus: cyxux nsimen kposu oas ouaenocmuiu BI1: a —u3 6eno3noll kKposu,; 6 — u3 KanuaaspHoill Kpogu

B JINTEpaType HYKJIEOTHIHbIE 3aMeHbI B TeHe GAA. Oripene-
JIEHVe KIIMHUYECKOTO CTaTyca TAKUX 3aMeH MOXET TPe/ICTaB-
JISITh HEKOTOpbIe TPYTHOCTH. B 3TOM cityyae Ha MOMOIIb
MPUXOINT CHEeMATM3MPOBAHHOE MPOrpaMMHOe obecriede-
HHe, KOTOPOe MO3BOJISIET MPECKa3bIBaTh BEPOSITHOCTD TOTO,
YTO JaHHas HYKJIeOTUIHAs 3aMeHa BIMSeT Ha (DyHKIMIO
0eJIKa 1, COOTBETCTBEHHO, MOXET ObITh ITaTOreHHow [19].

Tur MyTaluii 1 ypoBeHb OCTaTOYHOM aKTUBHOCTH GAA
JUKTYIOT KIMHUYECKOE TeUeHUe 3a00IeBaHUS, XOTS MO-
IuUIMpyomre GakTopsl TAKKE UTPAIOT CYIIECTBEHHYIO
pob. CrienyeT OTMETUTh, 9TO MyTAlIMOHHBIN aHATTN3 HE MO-
>KET 3aMEHUTH OLIEHKY aKTUBHOCTHU (pepMeHTa. MyTanmu
B UHTPOHAX WJIM TIPOMOTOPE MOTYT OBITH YIYIIEHBI WJIN
HEeTIPaBWJIbHO UCTOJIKOBAHbI. MeToIbl OIIEHKU TaKOTO poaa
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MYTAaIii CYIIECTBYIOT, HO SABJISIOTCS TPYIOSMKUMM U HE
paccMaTpuBalOTCs KaK PyTUHHEIE.
MoJeKyIsIpHO-TeHETUICCKII aHaIN3 TaKKe BaxKeH
IIJIST BBISIBJICHUSI HOCUTEIE MyTallii B ceMbe ITallieHTa.
IIpu noarBepxxaeHuu auarHo3a BI1 mauueHTaMm 1 ux poa-
HBIM PeKOMEHIYETCS IIPOUTH MEANKO-TEHETIECKOE KOH-
cyiasrrpoBanne. MHGbopMaIyst 0 MyTalusX, sIBJISTFOIIIXCST
npuurHO BIl y maumeHTa, BaXXHa W IUIST TIPOBEIACHMS
MpeHaTAILHOU U MPEUMILIAHTALIMOHHON TUAarHOCTUKU.
JlomosHUTEIbHBIE TeCTbl. MOXHO OIPEICINTh AKmue-
Hocmb GAA 6 aumpouumax, ubpodaacmax, mviueunom ouo-
nmame, TIOCKOJTBKY 3TOT (PepMEHT 3KCITPECCUPYETCSI BCEMU
TKaHSIMU opraHn3Ma. OHAKO CYIIECTBYIOT N30(PepPMEHTHI
GAA, KOTOpBIe, XOTS ¥ KOTUPYIOTCS IPYTUMU TeHaMM, 00-
JTaJaloT cXogHOM akTMBHOCTHIO [20]. Ecnm mng aHanmmsa
HCIIOIb30BaTh TKAHU, DKCIIPECCUPYIOIINE 3TH M30dep-
MEHTBI, PE3YJIBTaThI TECTa MOTYT OBITh MCKAXKEHBI (AKTHB-
HOCTh M30(pepMEHTa <«3aMacKHUpyeT» HEIOCTATOYHOCTH
aktuBHOCTH GAA, 9TO MpHWBEAET K JIOXKHOOTPHUIIATEITh-
HOMY pe3ynbTaTy). CaMBIMM pacIpOCTpaHEHHBIMHU M30-
depmentamu GAA SBISIIOTCSI caxapasa-M30MajbTasa,
MaJTbTa3a-IIIoKoaMmIasa, IroKo3umasa 11 1 HelitpanpHast
o-Tmoko3unasa [20]. Maisraza-rimokoamimiasa (ITIOYeHBIN
n30(epMeHT) IPUCYTCTBYET B HEUTPODUIBHBIX JICHKOIINTAX,
HO He B JImMdornmTax. YToObl n30exKaTh MHTephEpeHLINT
¢ 5TUM (pepMEHTOM, [T aHAJT3a UCTIOIB3YIOTCS JIMMQOIIH-
Th1. MccnemoBaHe BBITTOMHSIETCS TIPH KKUCIOM pH, 94TOOBI
HMCKITFOUNTD BIUSTHUE HEHTPATBHOM 0-TIIIOKO3MIA3bI, TAKXKE
MIPYICYTCTBYIOIIEH B HelTpodmiax. B peakiimoHHy0 cMech
nobaBisieTcs: akap0o3a — cneuMPrUIecKii THTMOUTOP U30-
depmentoB GAA [21]. «3arpsisHeHue» u3odepMeHTaAMU
BO3MOXKHO TP HETIOJTHOM MX ITONaBJICHUY WHTUOMTOPOM
VT TIPY TTOTPEITHOCTSIX METOIUKH OTIEIICHUST TMM(OLINTOB.
Ha panHMX 3Tamax cTaHOBJICHUS JTAOOPATOPHOM M-
arHoctuky BIT akTMBHOCTE (hepMeHTa OTIpeAesIsSIN B KyJIb-
TUBUPYEMBIX (PuOpobIacTax U MBIIIEYHOM OMOMTATE,
yTOOBI M30exXXaTh BIUSIHUS psiga n3opepmeHToB [20]. Ce-
roaHs Onarogapsi pa3BUTHUIO METOAOB «IOJABJIECHUS» aK-
TUBHOCTU M30(epMEHTOB HET HEOOXOOTUMOCTU MNpHUOETaTh
K 5TUM TPYAOEMKUM Y HE BCETJa TOCTYITHBIM UCCIEIOBAHU-
sM (TI0 KpaifHelt Mepe, Ha TIepBOM 3Talle 0OC/ICIOBAHMS).
Jlonst nauyeHToB, y KOoTopbix nuardo3 bIT ycraHoBieH 61a-
rogaps HCCIeIOBaHMIO (epMEHTATMBHOI aKTMBHOCTHU
GAA B ¢pnbpobacTax v/vIm MBITIICTHOM OHUOIITaTe, CHHA-
JKaeTcsl ¢ Havyajla IBYXTBICIYHBIX [22].
buoncusa mouuy TpamgUIIMOHHO WCIIONH30BaJIaCh IS
muarHocTuku BIT 1o mosiBeHnsT HOBBIX 00Jiee TOUHBIX
MeTonoB. [JTMKOreH, HaKaIJIMBaeMbIi B KIIMHUIECKU T10-
pakeHHBIX MBILILIAX, COCTABIIsIET 0KOI0 5 % ux Beca. B cia-
00 TTopakeHHBIX MBIIIIIIAX ¥ B MBIIIIIAX C SIBHBIM ITpeo0JIa-
JMTaHWEM COCIMHUTEILHOM TKAaHMU CoMepKaHNe TIIMKOTeHa
B pacueTe Ha TpaMM TKaHU MOXET OKa3aThCs B Ipemesiax
HOopMBIL. OTJI0KEeHNE IIMKOTeHA B JIM30COMaX CO30aeT TUCTO-
JIOTUIECKYIO KapTUHY BaKyoJbHOW Mmomnatun. CTeneHb
BaKyoJIM3alliM, KaK IIPaBUJIO, KOPPEIUPYET C TSKECTHIO
KuHnYeckux cumiroMoB [20]. ITpu mnameHdeckoit pop-

me BIT rmpakTrdecku Bce MBIIIICUHBIC BOJIOKHA 3aTI0JTHEHBI
O6obIIMMU BakyosaMu. [1pu 6oitee nerkux hopmax BaKy-
OJIM3aLIMSI BhIpAakKeHA B MEHBIIICH cTeIeH!. B KimmHmaecku
HETTOpaKeHHBIX MBIIIIIIAX N3MEHEHHS B OMONTaTax HECIIe-
mrdmIHb. Bakyou ¢ TTOBBIIIICHHBIM COMEPXKaHUEM TJIH-
KOTeHa OKpammBaioTcst peaktuBoM Indbda u marot moso-
SKUTETBHYIO PEaKIINIO ¢ KUCIIOM (hocdarazoit, YTo yKa3hIBaeT
Ha MX JIN30COMaJIbHOE TIponcxoxaeHue. [Ipexme yem mc-
TI0JTB30BaTh peakimio PAS, morepedHpie THCTOIOTUIECKIE
Cpe3Hl cieayeT 00paboTaTh paCTBOPOM IMACTA3BI IS AUD-
(bepeHIIMaIVN TTIMKOTE€HA, TIIMKOITPOTEMHOB 1 TIMKOJIUTIH-
noB. [Inacta3Hast 00paboTKa BedeT K MCIe3HOBEHUIO [JTNKO-
TeHa 13 KJICTOK, OCTABJISIS ITIMKOIIPOTEWHBI U TJIMKOJIMIINIEL.
TakuM 06pa3oM, HeraTUBHAS PeaKIIys Ha TUAacTa3y B COUe-
TaHWMU C TIO3UTUBHOM PAS-peakiiieit ToBOpUT 0 HaKOILIe-
HUM IIMKoreHa [23].

[cTomornyeckmii aHaIU3 CBUACTEIBCTBYET O PABHOM
CTETIEH! TTOPaXKeHMSI MBIIICYHBIX BOJIOKOH pPa3IMIHOIO
trna. JInimms mHOTrma HaOMI0IAINCh IIPENMYIIEeCTBEHHBIC
TMOpakeHUsT BOJIOKOH 1-ro THIIA TI0 CPaBHEHHIO CO 2-M.
Haymmame B oTHENBHBIX CIIydassx HEKPO30B U IUCTpohrIe-
CKHX U3MEHEHMI MBIIIIEIHBIX BOJIOKOH MOXET OBITh He-
BEPHO HMCTOJIKOBAHO KaK MBIIIeUHAasT TUCTpodus. B cuib-
HO TIOpak€HHBIX MBIIIIAX HaOII0daeTCsS pa3pacTaHue
COCMMHUTEIIPHOM TKAaH! 1 YBEIMICHNE YMCIa aTpodupo-
BaHHBIX MBIIICYHBIX BOJIOKOH (OT YMEpPEHHOTO IO 3Ha-
YUTEIbHOr0). YacTo oOHAPY:KMBAIOTCS MATOJIOTUIECKIE
W3MeHEHMs B MBIIIEYHBIX BepeTeHax [24]. Hepenko B 61-
orrrarax Mbi mpu BITT/I HabmogatoTcs Hecrenupuae-
CKHe U3MEHEHMSI, HallpuMep, I0Jb9aThie BOJIOKHA, BOJIOK-
Ha C HETaTWBHOM peaklMeil IpW OKpacKe Ha IIUTOXPOM
C-OKCMJIa3y U «pBaHbIE KpaCHbIE BOJIOKHA». «PBaHbIe Kpac-
HBIE BOJIOKHA» — MOBPEXICHHBIC MIO(DUOPIIIBI C TTOBHI-
IIEHHO 3pUTPOXpOMHUET (KpacHasI OKpacKa) IpH OKpacKe
metonoM Tomopu Tpuxpom. OmHako BIT Hemb3st MCKITIOYNTD
Jaxke TIpY OTCYTCTBUM BaKyoJIei 1 HAKOIICHUSI TJIMKOTeHa.

B 25—30 % ciy4aeB B MBILIEUYHBIX OMONTATAX HE BbI-
SIBJISIOT HAKOTUIEHUS TTIMKoreHa [7, 25]. [TaTonmornyeckue
W3MEHEHUS B MBIIIIAX BAPbUPYIOT B IITMPOKUX TIpeIeIIax.
HopMmanpHBIi THCTOIOTUYSCKI aHATN3 Y B3POCIBIX T1a-
ureHToB He uckmouaet BI1. C apyroit cTopoHbI, MOBBI-
IIEHHOE COAepKaHNEe TIIMKOTeHAa B CKEJIETHBIX MBIIIIIAX
HaOJII0JASTCs U TIPU APYTUX 3a00JieBaHUsIX. Tak, yBeInyeHre
OUTOIIa3MEHHOTO TJIMKOTEHA XapaKTepHO ISl TIIMKOTe-
Hosos 111, IV, V u VII tunos [26]. IIinkorenHast M"HOMIb-
TpalMs B MBIIIIAX BRISIBJIICTCS TaKXKe IIPH MUTOXOHIPH -
AJTbHBIX O0JIE3HSX U IJTUTETLHOM BIMBAHUU TITIOKO3HI [27].
[Mpu cunapome /IlaHOHA TIUKOTEH TOXE HAKATUIMBACTCS
B IN30coMax [28].

B 1ie1oM quarHocTrdeckast ¥ IMpOrHOCTUIECKAsT 1IeH-
HOCTb MbIIeuHbIX Omoncuii nipu BIITI orpanuyeHa.
Hecrmrenmduueckie n3aMeHeHUST B MBIIIICYHOM OMOIITATE
He uckmoyarT BIT [11].

Hnst onpedeaenus Glc4 ¢ moue IpUMEHSIETCSI METOI
XKUAKOCTHOM XpoMartorpaduu. Hecnienmmdpuanasg mis BIT
cekpeuust Glc4 BcTpedaeTcss MPU Pa3INIHBIX KIWHU-
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YECKHUX COCTOSHUSX, CBSI3aHHBIX C YBEJIMUCHUEM KPYTO-
000poTa IIMKOTeHa M ero HakoruteHus [29, 30]. Y 60ib-
murHCTBa ManreHToB ¢ bIT ormedaercs moseimenue Glc4
B Moye (IIpy MJIaJeHYecKolt hopMme Oojiee BBIpaskeHHOE,
yeM ripu BITII/T). DTOT aHaINU3 CIIYKUT TOIIOTHUTEILHBIM
noaTBepxXaeHneM nuarHosa [31, 32]. B Poccun maHHbBII
aHaJIN3 He BBITIOJTHSIETCS.

NGS-uccaedosanue, B OTAMYNE OT TPAIULIMOHHOTO
COHTEPOBCKOTO CEKBEHNPOBAHMSI, ITIO3BOJISECT UCCIICAOBATh
cpa3y IpOTsDKeHHBIE YJaCTKM T€HOMa, a He OTIEJbHBIC
TeHbI. 32 OMUH «IIPOTOH» MTPHUOOPA MOKET OBIThH pacid-
POBaH BeCh T€HOM YeJIOBEKa, VTN BECh K30H, WJIM COBO-
KYITHOCTb TEHOB, OTOOpPAHHBIX IO ONPEaeICHHOMY KpH-
Tepuro (reHeTudeckass maHenb). [locmemHuit BapuaHT
CUYNTACTCS ONTUMAJIBHBIM IIJIST IPAKTHIECKOTO IIPUMEHE-
HUS Ha COBpeMeHHOM 3Tarte pa3putus NGS.

B renHeTrueckue rnaHeau BKIIOYAIOT IECSATKHU (2 HHOT-
J1a COTHH) TEHOB, TIOBPEKIECHNE KOTOPHIX MOXKET ITPUBECTH
K Pa3BUTHIO OIIPEAEICHHOTO MTaTOJIOTHIECKOro (DeHOTHIIA
(HampuMep, MBIIIeYHOM nuctpodum). Korma kimmHmdaeckas
KapTUHA CTepTa, HeceIn(UIHA ¥ COBMECTHMA CO MHO-
JK€CTBOM HACJICACTBEHHBIX 3a00JIeBAHUU C IIPUMEPHO
paBHOU BEPOSITHOCTBIO, TCHETUIECKIE TTAHESI MOTYT OBITh
perreHreM TipooieMsl. [1pn mpoBeneHNN MCCIeOBaHUS
Ha O0OpPYIOBaHWM CpPeTHEil IPOM3BOIMTEIBHOCTH OHU
obecrieurBaoT ayullee KayecTtBo npouteHust JJHK, yem
TTOJTHO3K30MHOE CEKBEHUPOBAHUE, a 3HAUNT, IMEIOT OoJ1ee
HU3KUN pUCK MPOMYCTUTh KIIMHUYECKH BaXKHOE M3MEHE-
HHE B TeHE, OTBETCTBEHHOM 3a pa3BUTHE 3a00meBaHms [33].

Croumocts NGS-ucciieroBaHui ITOCTOAHHO CHIDKA-
€TCsI, B TO BpeMsI KaK CTOMMOCTD COHT€POBCKOTO CEKBEHM -
pOBaHMSI OCTaeTCsI CTabMIbHOM. Bo3aMoXHO, B Oivkaiiiiem
OymymieM CTOMMOCTh TPAIMIIMOHHOTO CEKBECHUPOBAHMS
OIIHOTO T'eHa, aCCOLIMUPOBAHHOTO C MBIIIEYHOM TUCTPODH-
e, CpaBHSIETCS CO CTOMMOCTBIO T€HETHYCCKOM IaHEeH,
BKJTIOUAIOIIIEH €CIIM He BCE, TO OOJBIIIYIO YACTh TEHOB MbI-
IeYHbIX auctpoduii. Ecam KmmAnYIecKast KapTUHA He T10-
3BOJISIET CY3UTh IMATHOCTUIECKMI MOMCK 0 HECKOJIbKUX
Ham0OoJIee BepOSITHRIX 3a00JIeBaHMI, 11€JIECO00Pa3HO IIPH-
HATB K paCCMOTPEHMIO TTaHeIbHBIe NG S-nccienoBaHys.

MaitoBeposITHO, YTO C IITMPOKUM PacIpOCTpaHEHUEM
TeHeTUYSCKMX TaHeJIeH IIEHHOCTh IHAarHOCTHMYECKOTO
OITBITa Bpada CHU3NTCS. [eHeTUecKue maHeIn TTO3BOJISTIOT
YCTAaHOBUTD AMATHO3 JIMILD 11t 16—65 % 06cneqoBaHHbBIX
nauueHToB [34—36]. I[lo-nipexHeMy y HalUEeHTOB BbISIB-
JIsTI0TCS 60J1bIIoe KonrnuecTBo nudmeHeHuii JIHK Heomnpe-
IIEJICHHOTO 3HAYCHMS M1 HOCUTEILCTBO ayTOCOMHO-PEIIeC-
CUBHBIX 3a0oyeBaHmMii. KoppekTHas WHTepIIpeTaIIns
pe3ynbsratroB NGS TpeOyeT OT CIIeuaIricTa He TOJIbKO
NIyOOKUX KIMHWYECKUX 3HAHWM, HO W YMEHMSI YUTATh
¥ aHam3upoBath JaHHble NGS.

NlaGopamopuble mecmbl, NPOBOAUMBIE NAYUEHMaM

¢ NogmBepHAeHHbIM Auario3om Gonesxu Momne

BaxxHo BeCTU MOHUTOPUHT COCTOSTHUSI 00bHBIX BI,
KaK TOJIyJaroIINX ITATOTeHETUICCKYIO TEPaIIo, TaK U He

MOJTyYaloInX TakoBoit [37]. ITanmeHTHI JOJIKHBI PETYJIIsSIp-
HO B YCTaHOBJICHHBIC CPOKHM IIPOXOIUTH KOMILJIEKCHOE
o0ciiemoBaHNe, BKITOYaIiee (GpU3UKaJIbHbIe, (DYHKIIMO-
HaJIBHBIE U JTA00OPATOPHBIE UCCIENOBAHUS. XOTS B IOCJIETHUX
paboTax no BeaeHuo naiueHToB ¢ bIT Gonblliee BHMMaHuWe
yaeasieTcsl I3AMEHEHUIO KauyecTBa XKMU3HU MAIllMeHTOBB, a He
JTabopaTOPHBIM MTOKA3aTEIISIM, X MCCIICIOBAHNE OCTACTCS
OCHOBHBIM MHCTPYMEHTOM M3yYeHUS TTAaTODU3NOIOTIIC-
CKMX MEXaHU3MOB U ocobeHHocTel TeueHus bIT.

CRIM-craryc. Onpenenenne CRIM-craTyca — na-
OOpaTOPHBIN TECT, pe3yJIbTaT KOTOPOI'O0 MOXKET BIIUSITH
Ha IPOTHO3 U BellcHNe TTAIIMEHTOB ¢ MJIaIeHIECKOM hop-
moii BII. [TaneHTHI, CTOCOOHBIE TPOM3BOAUTH HEKOTOPOE
KOJIMIeCTBO (hepMeHTa (C OCTATOYHOI aKTUBHOCTBIO MU
6e3 Hee), cunratotcss CRIM-110J105KUTe TbHBIMU, 8 OOJTBHBIE,
OpTaHU3M KOTOPBHIX HE IPOM3BOAUT (hepMeHTa BOBCE —
CRIM-orpuuarensusiMu. Okoso 20—25 % maumeHToB
¢ mumageHueckoii popmoii BIT saensorcss CRIM-otpuiia-
TeJbHBIMU [38].

ITokazano, yro y CRIM-TOJIOXUTENBHBIX OOJIBHBIX
00J1ee TTIO3UTUBHEII TIPOTHO3 BEDKMBAEMOCTH U HE3aBHCH-
MOCTU OT UHBa3WBHOU BEHTWISILIUU JIETKUX, a TAKXKE HIXKE
PHCK Pa3BUTHSI BBICOKOTO TUTPa aHTUTE]I MIMMYHOIJIOOY/IMHA
(Ig) xmacca G K peKOMOMHAHTHOM 0-TJIIOKO3WAa3¢e MpHu
®3T 6e3 MHAYKIMUA WMMYHHON TojiepaHTHOCTH [39].
CRIM-oTpuiiateabHbIe TTAIIMEHTH, HAITPOTUB, XyXKe OT-
BeuatoT Ha O3 T, Tak KaK MX OPTaHU3M PACTIO3HAET PEKOM-
OMHAHTHYIO 0-[JTIOKO3MIa3y KaK Iy>KepOTHBII IMMYHOTCH-
HBI MaTeprajl ¥ BEIpabaThIBaeT K HEll HEHTPaIU3YIOIIe
anTuTena. OmHAKO ameKBaTHAss MMMYHOMOIYIMPYIOIIAsT
Tepanus, Ha3HaueHHas 1o Hadaiaa O3T mam BcKope 1ociie
Hee, 3HAUUTEIbHO yiyumaeT nporno3 mist CRIM-otpu-
LaTeJIbHBIX MaleHToB [40].

CRIM-craryc onpeaensiioT MeTogoM BectepH-06510T-
THHTA C UCITOJIb30BaHNEM TOMOTCHATOB KyJIBTUBUPYEMBIX
¢$ubpobIaCcTOB MaLIMEHTa, YTO TPeOyeT MOTyYeHUST KOXK-
HOTro OwomTara. Dra Ipolienypa BechMa WHBa3WBHA
IUIST MiTafieHIleB. MHOTOOOCIIIAIOIIM BEITJISIIUT OTIpe/e-
nenne CRIM-craTyca Ha OCHOBAaHUM TUITa MyTallMii reHa
GAA. Tlokazano, yto CRIM-oTtpuliatenbHble MALMEHTHI
OOBIYHO TOMO3WUTOTHBI WJIM KOMIIAyHI-T€TEPO3UTOTHBI
10 HOHCEHC-MYTAaIllMsIM, MYTaIlMsIM CO CIBUTOM DPaMKU
CUNTBHIBAHUS, a TAKKE KPYITHBIM IEJICIINSIM, 3aXBaThHIBAIO-
LM HECKOIBKO 3K30HOB. CRIM -11o1okuTeibHbIE 00J1b-
HbIE, HATIPOTUB, HECYT XOTS OBI OTHY MUCCEHC-MYTAIINIO
WINA Iejielnio 0e3 cABATa paMKM CYMTHIBaHUsI. OTHAKO
IIPpUMEHEHUE 3TOTO METOIa Ha COBPEMEHHOM 3Talle Orpa-
HMYEHO, TaK KaK He TOJIBKO TIPHPOIa MyTaIluK OIIpeAesIsIeT
CTETIeHb e¢ BIUSHUS Ha OCIIKOBBIN MTPOAYKT. 3HAYUTEIIh-
Hasl TOJISI TTAIIMEHTOB HECET XOTS OBl OMHY He OIMMCAHHYIO
paHee MyTalMIo, YTO 3aTpyAHseT npeackaszanue CRIM-
craryca nauueHTa [38]. PaspaboTaHbl MeTOIBI OIIpeaesie-
Husg CRIM-craTyca ¢ ucnoiab30BaHMEeM MOHOHYKJIeapoOB
repudepuIecKoit KpOBHU, HO MX TOYHOCTD HIDKE, YUeM ITPHU
HCITOJIb30BAHUM KYJIBTUBUPYEMbIX (HOpPOOIACTOB, M3-
3a 4ero ux IMpuMeHeHure TToka orpanuueHo [41]. B Poc-
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cun aHanu3 Ha onpeneiaeHue CRIM-craTyca He BBITION-
HSIeTCSI.

Anturena IgG k pekomonnanTHoii GAA. Kak u y Bcex
0EJIKOBBIX ITPETIApaToOB, Y PEKOMOMHAHTHOM 0-ITTIOKO3UIA3bI
€CTb OIpeNIeICHHBIN ITOTeHIINA MMMYHOT€HHOCTH. bob-
HBIM, TToTyJaroiuM P3T peKOMOMHAHTHOM 0-TJTFOKO3H-
nmasoit, Tutp aaTuTen IgG memecoodbpasHoO orpenesaTh 1 pa3
B 3 MeC Ha TIPOTSDKEHUM TIEPBBIX 2 JIET, 3aTeM — €XXEeTOTHO.
[ManmeHTaM, Y KOTOPBIX Pa3BWINCH aJJIEPTUUECKIE WIIH
IIpyrrie UMMYHHOOIIOCPEIOBaHHBIE peaKIIM, MOKHO pac-
CMOTpeTh Ha3HAUCHHE TeCTHpOBaHMS Ha aHTHTena IgG
K o-TJTIOKO3H1Aa3e.

Y GoNBIIMHCTBA MTAIIMEHTOB, MOJIYYaIOIINX TePAITHIO,
aHTuTena IgG K mperapary MosiBIISIIOTCS B TIEPBBIC 3 MeC
rocJie nepBoii uHPy3um [42].

Cyl111ecTBYIOT JaHHBIE O TOM, YTO ITAIlUEHTHI, Y KOTO-
PBIX TUTP aHTHUTEI K o-TJIIOKO3UAA3¢e JUINTETBHOE BpeMs
nepxutcs Boime 12 800, MOTYT UMETh XyIIIMNA KIIMHUYE-
CKMi1 OTBET Ha Tepaluio U TEPATh MOTOPHBIC (DYHKIINU
C HapacTaHWEM TUTpa aHTUTeI. BiusHue aHTATET HA OT-
TIaJleHHbIN 3 deKT Tepanu Maito3aiiMoM HEIOCTaTOUHO
n3ydyeHo. OgHako y CRIM-otpuiatebHBIX MJIaJeHIIEB
HaOmomaeTcsa CHIDKeHUe 3¢G(MEKTUBHOCTU Tepanmuy Ha
¢oHe BBICOKOTO TIepcucTupytomero turpa antuten IgG.
HNHby3noHHBIE peaKIInMKy Yallle CIyJIaloTcs Yy TallMeHTOB,
nMmerommx anturena IgG K mpemapary. bojbHBIE, Y KOTO-
PBIX BEISIBIISIIOTCS aHTUTeNa IgE K mipemapary, mMeroT mo-
BBIIICHHBI PUCK Pa3BUTUsI aHAPUIAKTUICCKUX U CePhb-
€3HBIX aJUIEPIUIeCKUX PEeaKIMii, B CBSI3U C YeM TaKUM
MMaIeHTaM CJIeAyeT YISISITh 0CO00¢ BHMMAaHIE BO BPEeMs
npoueaypbl nHPy3un Maito3aiima.

Tector Ha anTuTena IgG u IgE x o-rimoko3nmase mpo-
BOISITCSI METOIOM HMMMYHO(EPMEHTHOTO aHajiu3a WIn
pagmonMmmyHonpennnuranuu [43]. B Poccum anamms
Ha OIlpe/ieJIeHNe aHTUTEI K peKOMOMHAHTHOM 0-TJTFOKO-
3uAa3e He BBIITOJTHSIETCS.

Glc4 B Mmoue. B oTimune oT CHIBOPOTOYHBIX MapKe-
poB, KonudecTBO Glc4 B Moue XOpPOIIO KOppeaupyeT
C comepXaHMEM TJIUKOTeHa B CKEJIETHBIX MBIIIIIIAX W OT-
BETOM Ha Tepanuoo. [TamueHTH ¢ HaWIydITUM KIUHU-
YeCKMM OTBETOM HMMeNIM caMble Hu3Kue ypoBHH Glc4.
OrcyrcrBue HopMmanu3auuu Glc4 B TedeHUeE TEPBBIX
HECKOJIbKUX HEIEIb Tepay CBSI3aHO ¢ MUHUMAJbHBIM
VIYUIIEHEM MOTOPHBIX (DYHKIIMHA 1 TUIOXUM IIPOTHO30M.
Hanporus, 6bicTpoe cHmXeHue ypoBHsS Glc4 cryctsa
4 Hen Tepanny U MOIAepKaHNE TAKOTO HU3KOTO YPOBHSI
B TaJIbHEUIIIEM aCCOIIMMPOBAHO C OJIAaTOIIPHUSATHBIM IIPOT-
Ho30M [43, 44].

Pedepencubie 3naueHus wist Glc4 onpenenstorces Ja-
Ooparopueii, BhITNIOJNHSOLIEeH TecTupoBaHue. 1o omy0-
JINKOBAaHHBIM NTaHHBIM, cpemHsiss KoHmeHTpamus Glc4
B MOYe 3I0POBHIX IeTei B Bo3pacTe 10 1 roga cocTaBisieT
8,9 mMmoib/Monb kpeatmHuHa (2,4—16,2 MMOIB/MOJB

KpeaTHHWHA), a B TOM Xe BO3PACTHOM TpyIIe O00IbHBIX
¢ mutageHdeckoit opmoii BIT — 39,4 MMoiIb/MOMIB Kpea-
tuHuHa (16,6—74,2 mmonb/Moinb KpeatnHuHa) [32]. Io-
Ka3aHo, 4TO y MJIaZIeHIIeB ¢ MiameH4decKoit opmoit BIT,
BBISIBJICHHOW OJjlaromapsi HEOHAaTaJIbHOMY CKPWHUHTY,
cpenHsist KoHIleHTpausg Glc4 B Mode 3HAUYMMO HITKE
(25 mmomp/Momb KpeatnHUHA (18—32 MMOJIB/MOJB Kpea-
THUHWHA), YeM Y TOU XK€ TPYIIIBI ITaIlieHTOB, BBISIBIICHHBIX
1o Hajmuuto cuMirroMoB BIT (38 MMoITs/MOTb KpeaTmHIHA
(24—42 mmomnb/Monb KpeaTnHUHA) [45]. B Poccum komm-
yecTBeHHOE onpenesienne Glc4 Moun He BBITIOTHSICTCS.

Onpenenenne yposusa KK. ITpeanpruHuMaIice mOIbIT-
K1 yBs13aTh muHaMuKy ypoBHsSI KK ¢ coctosHmeMm cep-
JIEYHO-COCYIMCTON M MBIIIEYHONM CHCTEM Y TAIlMEHTOB
¢ BI1. DTOT CHIBOPOTOUYHBIN MapKep ObIJT ITOBLIIIEH Y T1a-
LIMEHTOB ¢ HanboJiee HeOIaronpyUsITHBIM IIPOTHO30M, TIPEI-
TTOJIOXKUTEIIFHO BCIIEACTBMEC MAaCCHPOBAHHOIO ITOBPEXK-
IeHUS MBIIeYHOM TKaHu, omHako KK He moxkaszainr
TaKOU e BBIPAXEHHOU KOPPEJSIIIUN C OTBETOM MOTOPHBIX
¢GyHKIMIT HA Tepanuio, Kak Glc4 [43].

ITpu KoMIUIEKCHOM HAOMIOACHUM 3a COCTOSTHUEM TIa-
uueHToB ¢ BII cnemyer ynenste BHUMaHue ypoBHIO KK
MMpY Ha3HAYCHUM KOPTU3OHCOACPXKAIIUX IIpernapaTos,
TTOBBIIIAIOIINX PUCK OCTEOIIEHNY 1 MBIIIICYHOI aTpoduu.
[Tpu Ha3HAYEHUM CTATUHOB CJICIYeT OIIPEIEIUTD YPOBEHD
KK 4gepes 1 mec mociie Hayaia nmpreMa MperaparosB; Ipu
noseimeHnn ypoBHsT KK, compoBoxmarotieecst KpaMmIn
¥ MBIIIICYHBIMH OOJIIMU, TIPHEM IIPETIapaToB CIACIyeT Ipe-
KpaTuTh [46].

Ruarnocmuka Gonesnu Momne B Poccuu

Ha Teppuropumn Poccum ¢ 04:00 o 19:00 mo MockoB-
CKOMY BpeMEHH paboTaeT «ropstiast TUHUS» 1a00paTOPHOM
nuarHoctuku BIT: 8-800-100-24-94 (3B0OHOK OeCTUIaTHBIIN).
[To3BOHMB Ha «TOPSIIYIO JIMHUIO» , TIOOOM CIICITHAICT MO-
JKeT 3aKa3aThb KypbepPCKYIO TOCTABKY CYXUX IISITCH KPOBU
CBOUX ITAIIMCHTOB IJIsI TIPOBEACHUS JTJa0OpAaTOPHOI q1ar-
Hoctuku BII, a Takke momyuuts DBS-61anku (mmycThie
KapThl JUISI HAHECEHUS TIsITeH KpoBu). [1pu 3amorHeHNN
DBS-61anka HeoOXoAMMO HamucaTh (GaMUIMIO, UMS
¥ OTYECTBO MAIIMEHTA, IaTy €T0 POXKICHYSI, ITOJT, ATy Oy~
YeHUs CyXMX IISITeH, JaHHBIC O HATIPABJISIOIEM JIeUeOHO-
npodunakTndeckoM yupexxaenun (JIITY) u Bpade, a Tak-
K€ OTMETUTh IeIb MCCIenoBaHusa — 00je3Hb [lomire.
Cyxue TIsITHa KPOBHY TPAHCTIOPTUPYIOTCS TIPU KOMHATHOM
TeMIiepatype, 6e3 rapaHTUITHOTO TTIChMa HaIIPaBJISIOIIETO
JIITY. 115 kaxmoro oopasiia BLITIOJIHSIETCSI CKPUHUHTO-
BBII (DEPMEHTHBIN TECT, a TIPH ITOJTYYCHUM TTOJIOXHUTEIThb-
HOTO WJI COMHUTEIPHOTO PE3YyIIBTaTa — ITOATBEePKIATOIITIIA
MOJIEKYIsIpHO-TeHeTudecknii aHanu3 [47]. JdoctaBka
MaTepurajia ¥ BBITIOJIHEHUE J1TabopaTOPHOTO MCCIIeI0Ba-
HUS HE orulayMBaroTcs HanpasuBiuum JIITY unu nauum-
C€HTOM.
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HepBHo-Mblweunbie O JIE3HH
OpueuHnanvHble Uccaedo8anus

Ynbmpa3sBykoBaa Busyanusayua nepugepuyeckux Hepsos
npu mynbmud)oxanbHoil MOMOpHoil Hellponamuu
U XpOHUYecKoil BochanumenbHoil AeMuenuHusupyrowei
nonuxeiiponamuu

I.C. dpyxunun', E.C. Haymosa?, C.C. Hukurun’

'Kagpeopa nepsHbix 6oae3Hell ¢ Kypcom MeOUyuHcKol eenemuru u demckoi wegpoaoeuu I'bOY BIIO «Spocarasckuti eocydapcmeeHHblil
Meduyurckull yHueepcumem» Mumnzopasa Poccuu; Poccus, 150000, Spocaaéns, ya. Pesosoyuonnas, 5;
2Pezuonanvhas obuecmeennas opeanusayus «O0uecmeo cneyuaiiucmog no HepeHO-Molle4HbIM O0Ne3HAM,
Meduyunckuii yeump «Illpakmuueckas nesporoeus»; Poccus, 117218, Mockea, ya. Kpoacuswcanosckoeo, 17, kopn. 2

Konumarxmeor: /Imumpuii Cepeeesuu Jlpyscunun druzhininds @gmail.com

IIposedero cpasHerue KauecmEeHHbIX U KOAUMECMBEHHbIX XapaKmMepUCmuK YAbmpazeyKoeoli KapmuHsl cpeOUHH020, A0KMEB020 HEPBO8
Ha PA3HbIX YPOBHAX U CNUHHOMO3208bIX Hepgos y 13 nayuenmos (cpednuii éozpacm 40,4 = 12,6 eoda) ¢ myarsmugokanbHoii MOmMOpHOI
netiponamueti (MMH) u 7 nayuenmoe (cpednuii 6o3pacm 47,3 = 11,2 e00a) ¢ XxpoHuueckoii 60ChatumensHoli 0emuesunusupyroueii noau-
Hetiponamueii (XBJ[I1). Bvisigaeno omauuHoe om HOPMbL KOAUYECMBEHHOE Y8eauteHue Naouaou NonepeuHo20 ceueHus Uccaedyemblx Hepos
Y NAUUEHMO8 ¢ HAAU3UPYeMbIMU HOAUHEIpOnamusMY. Boabuias vipajiceHHOCb CUMMEeMpPUL 3HAEHUT NA0WAOU NONEPEHHO20 CeHeHUs
oObl1a npedcmasnena’y nayuenmos ¢ MM H, 6 mo epems kax y 6oavHbix XBITI nabaroodancs npeumyujecmeeHHO CUMMempU4Hblil NAmMmepH.
Koauuecmeennvie xapakmepucmuxu He no3goasrom ouggeperyuposams yKa3anHbie 6apuanmol OUSUMMYHHbIX Helponamuii. O0HaKo
8 npoyecce uccaedoganus ObLiu 8bldeneHbl 3 MUNA USMEHeHUIl HEPEHbIX CME0a08, ecmpeyarowuecs kak npu MMH, mak u npu XB/II.
[Ipedcmasnennvie munvl umerom pasuyio yacmomy ecmpeuaemocmu y nayuenmos ¢ MMH (2-it mun; 69,2 %) u XBAII (3-ii mun; 85,8 %),
Umo Modicem Gbimb UCNOAB308AHO 8 Kayecmeae Kpumepusi dugdheperHyuansHoil OuasHoCmuKU, 00ONOAHAIWe20 INEKMPOMUOPADUI0 KAK OC-
HO6HOII duazHOCmUYecKull Memood npU Uccae0yemMblX 6apuaHmax OUUMMYHHbIX Heliponamui.

Karoueesvie caosa: ousumynnas Heiiponamus, yAbmpaseyKkoeoe ucciedosanue nepugepuseckux Hepeog, naouadb HONEPeuHo20 ceHeHus
Hepea, XpoHU4ecKas 60CNAAUMENbHAS 0eMUCAUHUSUPYIOWAs NOAUHEUPONAmMUs, MyAbMUpOKaLbHAs MOMOPHAS Hedponamus, 010K npo-
6edeHus

DOI: 10.17650/2222-8721-2016-6-1-63-73

Nerve sonography in multifocal motor neuropathy
and chronic inflammatory demyelinating polyneuropathy

D.S. Druzhinin’, E.S. Naumova’, S.S. Nikitin’

! Department of Nervous System Diseases with Course of Medical Genetics and Pediatric Neurology,
Yaroslavl State Medical University, Ministry of Health of Russia; 6 Revolutionnaya St., Yaroslavl, 150000, Russia;
2Medical Center “Practical Neurology”, Society of Experts in Neuromuscular Disease;

Build. 2, 17 Krzhizhanovsky St., Moscow, 117218, Russia

The quantitative ultrasound characteristics (USC) of the median, ulnar nerve at different levels and the spinal nerves in patients with multi-

focal motor neuropathy (MMN; n=13; 40,4 + 12,6 years old) and chronic inflammatory demyelinating polyneuropathy (CIDP; n = 7;
47,3 + 11,2 year old) did not reveal statistical difference in cross sectional area (CSA) between analyzed groups. Patients with MMN have
more pronounced asymmetry of CSA in comparison with CIDP patients which have a symmetrical pattern of diffuse nerve involvement.
Quantitative USC has shown to be not informative enough in differentiation of MMN and CIDP. The qualitative analysis (QA) according
to 3 described types of nerve changes has shown that CIDP is characterized by the prevalence of type 3 pattern (85.8 %) while MMN —
by type 2 (69.2 %). The sensitivity and specificity of proposed QA patterns in nerve USC need to be analyzed in additional investigations.

Key words: dysimmune neuropathies; nerve sonography; cross sectional area of the nerve; chronic inflammatory demyelinating polyneu-
ropathy; multifocal motor neuropathy, conduction block

Beenexue TYpHI TlepexBaToB PaHBbe, a TAaKsKe MOJIEKY/ISIPHBIX CTPYKTYD,
Jwm3mmmyHHbIe Heiiponatun (JIH) xapakrepn3yoTcss MHOMIepKUBAIOIINX KOHTAKT aKCOJIEMMBI C IITBAHHOBCKM -
HapyIIeHNEM IISJIOCTHOCTH MUCIIMHOBOIM O00JIOUKH, CTPYK- MM KJIETKaMH BCJICACTBIC MMMYHOOIIOCPEIOBAaHHBIX ITPO-
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Opueunanvhble uccaedosanus

1IeccoB. XpOHMYECKasi BOCITAINTEIbHAS IeMUCTMHNU3NPY-
fomrast nonmHelpornatusa (XBJIT) u mynsrudokanpHasT
MotopHas Heitporatust (MMH) otHocsarcesa k [IH, BoIsiBiIC-
HHE KOTOPBIX MPEACTaBIseT 3HAYNTEIbHBIC CITOXKHOCTH.
DTO 9aCTO MPUBOIUT K CYIIECTBEHHO 3aIePKKe YCTaHOB-
JICHWST TUarHO3a Y Ha3HAUYCHMST CBOCBPEMEHHOTO JICYCHUS,
a TaKKe OTHOCUTEIFHO MaJIOMy YMCITY TUAaTHOCTUPOBAH-
HBIX clTydaeB. PaHHee Hayaio maToreHeTHIeCcKoi Teparnun
SIBJISIETCSI KPUTUYHBIM TSI YCITEIITHOTO KOHTPOJIMPOBAHUS
TedeHMsT 3a00JIeBaHUSI M OOCCIICUCHUsI KavyecTBa XKU3HU
nauueHTa. [eTeporeHHOCTb KITMHUYeCKUX TposiBineHuii JIH,
OTCYTCTBUE JIOCTOBEPHBIX CEPOJIOTMYECKUX WM3MEHEHUIA,
BKJTIOYASI TTOBBIIIICHUE TUTPA IMMYHOTJI00yIHOB (Ig) Kimac-
ca M k raarmmo3uny GM 1, mo-TipexkHeMy AeJaloT SJIEKTPO-
muorpadudaeckoe (BMI) ncciaemoBaHre OCHOBHBIM METO-
JTIOM TMArHOCTUKH 1 OLICHKH (DYHKIIMOHAIBHOTO COCTOSTHYS
nepudepndeckux HepBoB npu JH. I[IpenmoxeHbl 31eK-
TPODU3NOJIOTHUECKIE KPUTSPUH TNarHOCTUKY 1 T de-
peHuanbHoM auarHoctuku MMH u XBIIT [1].

Mopdonornyeckre n3MeHEHNsI B OMonTarax rnepucde-
pudeckux HepBoB y nauueHToB ¢ XBJII1 BBISBISIIOT BOC-
MMaJINTEJIbHbIC M3MEHEHUS C TUTIEPTPOGbHeit MUSTMHOBOM
000JIOYKM CITMHAIBHBIX KOPEIITKOB, CIUICTCHUI, a TaKXKe
Ha BceM TIPOTSKEHMU HepBOB [2]. Mopdonornueckoe
nccaemoBanre mpy MMH He mosydniio pacpocTpaHeHHUST
B CBSI3U C IIPOTUBOPEUYMBBIMU pe3yIBTaTaMu, TTOTyYeHHBI-
MM y HEOOJIBIIIOTO YMCJIa TAIMEHTOB IIPY OMOTICUH HepBa
Ha yJacTKe ¢ 0JI0KOM ITPOBEACHUSI, a TAKXKE Psiia METOIM -
yecKux TpynHocTei [3—5]. B 2 ciiydasix B Onornrarax Ia-
uueHtoB ¢ MMH oOHapyXeHbl U3MEHEHUSI B BUAEC HE-
OOJIBPIINX BOCHAJIUTEIBHBIX MH(MIIBTPATOB, ¥ KOTOPHIX
ITaTOJIOTMYECKast 3HAYMMOCTh M1 IMMYHHasI IIPUPOJIa OCTa-
Jmch HesscHbIMU [5]. ¥V 1 GonbHOro B OMoITaTe ydyacTka
YBEJIMICHHOTO HEPBa BBHISIBIICHBI aKCOHBI ¢ TIpU3HAKAMU
XPOHMYECKON IeMUEINHN3ALNY 1 YIaCTKAMM U3MEHEHUI
10 TUITY «JTYKOBUYHBIX TOJIOBOK», TI0 JAHHBIM UMMYHHO-
TUCTOXMMMYECKOTO aHaI3a OBUIO 0OHAPYKEHO TTOJI0XKM -
TeIbHOE OKpalmBaHue ITpoTerHa S-100 B cocTaBe ydacTKa
«IyKOBUYHOM TOJIOBKI», CBUACTEIBCTBYIONIEE 00 M3MEHe-
HUM IIBaHHOBCKOM Ky1eTKH [4]. [To cpaBHEHUIO C TPYIIIOit
KOHTpoJIs y maureHToB ¢ MMH ormpenernsieTcst mereHepa-
LIMSI aKCOHOB MOTOPHBIX BOJIOKOH B 1—10 % cityyaeB mpu
aHaJIM3e pacuYeCaHHBIX BOJOKOH M YJIBTPACTPYKTYPHOM
aHamm3e. MHBa3WMBHOE MPIKM3HEHHOE M3yYeHHUE TIepH-
(epruecKkx HEPBOB HE BXOOUT B 00s13aTeIbHBIC KPUTECPU
MMATHOCTHKM 00CYKIaeMbIX 3a00JICBaHHIA.

B moceqHMe TOMBI 11T HEMPOBU3YaIM3alINN N3MEHE -
HUI HEPBOB IIPUMEHSIOT MAarHUTHO-PE30HAHCHYIO TOMO-
rpacduto MPT u ynbrpasBykoBoe uccienoBanue (Y3U)
[6—8]. Kaxnmplii 13 JaHHBIX BCIIOMOTATEIbHBIX METOI0B
MMarHOCTUKM 00J1amaeT KaK TOCTOMHCTBAMHU, TaK W HEHO-
cratkamu. [Ipocrora 1 HU3Kas cebecTonmocTh Y3U nmena-
10T ero Oosnee mocTyrmHbiM. KoMOMHaLMs (DyHKIIMOHAIBHBIX
DMTI -xapakTepuCTHK 1 CTPYKTYPHBIE M3MeHeHMs ipu Y3
ITO3BOJISTIOT AETAJILHO OLICHMBATh COCTOSIHUE TIepudepu-
YeCKOTro HepBa MPU pa3HBIX (OpMax MaTOJTOTHH.

Ommcanue coHoTrpapUISCKIX XapaKTepUCTUK TIePH-
depnueckux HepBoB Tpu MMH n XB/II1, a Takke monck
pazIMurii MeXay paccMaTpuBaeMbIMM 3a00J€BaHUSIMU
SIBJISTFOTCSI TTOTTBITKOM IOJTYIUTh TOTIOJTHUTEIBHYIO MHMOP-
Manuio it quddepeHIInanbHOM AMAaTHOCTUKMY.

Iean ucciienoBaHus — CPaBHUTD Pe3yJIbTAThl U3MEpEe-
Hug 1omaay nonepeuHoro cedeHust (ITTTC) HepBoB Bepx-
HUX KOHEYHOCTEH, CTMHHOMO3TOBBIX HEPBOB Y ITAIIMEHTOB
¢ MMH u XBJ/IIT u onpenennTh OCHOBHEIE cOHOTpadu-
YeCK1e XapaKTepPUCTUKHA PAaCCMAaTPUBACMBIX COCTOSTHUIA.

Mamepuanbl U Memopbl

Brno nposenero Y3U y 13 mammenroB ¢ MMH u 7 1a-
mueHtoB ¢ XB/IT (Ta6im. 1). Bo Bcex ciydasx QuarHO3bI
YCTaHABJIMBAJINCh B COOTBETCTBUHU ¢ Kputepusmu EBpo-
neiickoit heaepaiuy HeBpoJormaeckux oomecTs (Euro-
pean Federation of Neurological Societies, EFNS) [1]. Y31
BBITIOJTHSITA HA Pa3HBIX CTaIUSIX PA3BUTHS 3a00JICBaHMSI.
B rpynmy KoHTposI, cOOpMUPOBAHHYIO IO TPUHIIUAILY
«CIYy9ali—KOHTPOJIb», Boln 20 30POBBIX JOOPOBOJIBLIEB.

Taomua 1. O6wasn xapaxmepucmuia nayuenmos ¢ MMH u XBJ[IT

e JIe3HH, JIeT  JIe3HH, JeT ACHEHHE Tepanun
MMH
25 M 23 2 (CrioHTaHHast =
pemMuccus)
40 X 30 10 BBUT 4
54 M 49 5 BBUT 16
59 X 59 0,4 - -
43 M 35 8 BBUT 16
41 X 21 20 BBUT 2
32 X 29 3 BBUT 12
43 X 39 4 BBUT 20
53 M 46 7 BBUT 15
58 M 55 3 BBUT 15
29 M 29 0,1 = =
35 M 32 3 BBUT 4
50 M 47 3 BBUT 2
XBIIT
37 M 37 0,4 [MpenHu3onoH 1
56 M 50 6 [MpenHn30/I0H
32 X 23 9 [MpenHn30I0H > 10
73 M 69 4 [MpenHnzonon 5
57 X 54 2,5 IIpeaHusonon 1
53 X 50 3 - —
64 M 60 4 - —

Ilpumeuanue. BBUI — snympugerntvie umMMyH02A00YAUHbI.
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Bce maumeHThI TOAMMCHIBAIM MHQOPMUPOBAHHOE COTJIa-
cue Ha MpoBeieHne 00CIeTOBaHMSI.

VY3U nipoBommii Ha ckaHepe “Sonoscape Pro” (Kurait)
B peXXMMeE Cepoii IIKAJIBI C TMHEWHBIM JAaTYMKOM B JUAaTa-
30He YacToT 9—14 MII1 ¢ ucroap30BaHNEM MTOTIEPEYHOTO

W TIPOIOJBHOTO CKaHWpOBaHUs. BbuM mccliemoBaHBI
¢ 006erX CTOPOH Ha pa3HbIX YPOBHSIX (puc. 1): cpeAMHHbBIN
HepB (3aIICThe, KPYIIIBIA IIPOHATOP, CPEIHSISI TPETh IJIeUa),
JIOKTEeBOI1 HePB (3aIsICThe, JIOKTEBOI CTMOATEITb 3aITSICThSI,
CpemHss TPETh IIeva), IieueBoe cruiereHue (1-e peopo,

Puc. 1. [lonoxcenue damuuia Ha pazHbix ypogHax u yasmpaszeykoeas (Y3) kapmuna nepugepuveckux Hep8oa, coomeemcmeayouas Smomy HOA0NCEHUIO:
a — ypoeens 3ansicmosi MN1; 6 — yposens eepxueii mpemu npeonseuvss MN2; 6 — ypoeers cpedneit mpemu naewa MN3; e — naewesoe cniemenue

TOM 6
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MEXJIECTHUYHBIN IPOMEKYTOK) Y CTTMHHOMO3TOBbIE HEPBhI
(BBIXOII M3 TIOTIEPEYHBIX OTPOCTKOB ITO3BOHKOB). 1151 00CTIe-
JIOBaHUSI ObLTA BBIOPAHBI CPEIVHHBIN W JIOKTEBOM HEPBHI,
Kak HarboJsiee ynoOHbIE ISl BU3yaJIU3alluy B MPOKCUMAaJIb-
HOM 1 IUCTAJIbHOM OTHAENaX, YTO TaKXKe OTMEYAIOCh Ipy-
rumMu aBropamu [9, 10].

B xaxxnom ciryyae n3Mepsiv AMaMeTp HepBa OT TUTIep-
5XOTeHHOI1 T'paHMIIHI (aIBEeHTUIIMAIBHAS 000j10uKa). [TI1C
HepBa PacCUUTHIBAJIM 10 OOLIETTPUHATON (hopMyIIe:

S=nxD, xD/4,

rae D, u D, — MUHMMaJIbHBI 1 MaKCUMaJIbHbII MOMepey-
HBIE pa3Mepsl HepBa. [l CpeIMHHOTO 1 JIOKTEBOTO HEPBOB
TaKXKe OIpenessiii 3HAa4eHNEe WHTpPaHEBpaIbHOI Bapuma-
oempHOCTH (MIB) — cOoOTHOIIIEHE MaKCMMAJTBHOM 1 MHM -
ManbpHOM ITT1C B COOTBETCTBIM C TIPEUTOXKEHHBIM aJITOPUT-
MOM OIICHKH OTHOTO HepBa OT 3aIISICThSI O TIOIMBIIIICYHOM
BraguHb! [11]. OuenuBamm rpamveHT acummeTpun (FTAC)
IIT1C nepBa — otHomenue cpeareii ITTTC HepBa 1715 Bcex
HCCIICIOBAaHHBIX YPOBHEH CITpaBa M CJIeBa.

CratncTiaeckyo 00paboTKy IIPOBOIMIM C UCITOIb30-
BaHUEM IIporpaMMBEI «Statistica 7.0». Pe3ymsraTer n3mepe-
Hug [TT1C y manmentoB ¢ MMH, XBJIIT u B rpymime KOHT-
POJISI COOTBETCTBYIOT KPUTEPUSIM COTIACHSI HOPMAJIBLHOTO
pactipeneneHus. 17t mpoBepKU IOCTOBEPHOCTH Pa3TAINIA
MEKITy TPYITITAMH MCITOJIB30BaJIi Kputepuii cormacus [Tup-
COHa (KpUTepuii cornacus y2) Kak Hanbosee MOAXOMSIINIA
JIJISI BRIOOPKM C MaJIbIM 3HAYeHUEM TepPEeMEHHBIX.

Pesynbmamsl

ITpu Y3U nepupeprueckx HepBOB B IpyIIIe KOHT-
POJISI TIOJIYYEHBI CIICAYIOIINE CpeIHIE 3HAYCHUS, TIPUHS -
THIE 32 HOpMY (MeauaHa t 2 CTaHTAPTHBIX OTKIOHEHMS):
CpPeIMHHBIA HepB Ha ypoBHe 3amsacTbs (MN1) — 11 Mmm2,
Ha YpOBHSX JIOKTeBoro crrba (MN2) u rureda (MN3) —
7 MM?; JIOKTeBOI HepB Ha ypoBHe 3arsicTbst (UN1), tokre-
Boro crubatest 3ansacTbsa (UN2) u cpemHeit TpeTu mieya
(UN3) — 8 mm?; TAC 1151 CpeIMHHOTO U JIOKTEBOI'O HEP-
BoB < 1,2; TAC mi1st cliHHOMO3TOBBIX HepBOB < 1,5; B ms
cpemrHHOTO 1 JIoKTeBoro HepBoB < 2,0. III1C crmaHOMO3-
roBeix HepBOB C5 <7 MMm2, C6 <9 mm?, C7 <9 MM2.

B rpynme MMH 6butr 06ciieioBaHb! 8§ My>XKUUH U S XKeH-
wurH (cpeaHuii Bo3pact 40,4 £ 12,6 rona). Bo3pact Haua-
J1a 3ab6oyieBaHUS KoJyiebasics ot 21 1o 59 net, mpomoinKu-
TeABHOCTDL 00se3HU — oT 1 mec mo 20 ner. [locrogHHO
noayyaau mnatoreHetudeckoe yedeHue BBUI, BnepBbie
Ha3HAYeHHOE Ha pa3HbIX CPOKaX 00JIe3HU B CTAHIAPTHOM
JTo3e 2 I'/KT MacChl Tejia 4 pas3a B Tofl 5 TallMEHTOB.

B rpyrme XB/1IT 66111 06¢1e10BaHbI 4 MY>KYMH U 3 3KeH-
WHHI (cpemHuii Bo3pact 47,3 *+ 11,2 romga). Bospact Ha-
yajia 3a0oseBaHust — 23—69 net. [IpeaHK30/I0H B MaKCHU-
MaJIbHOM T03¢ 1 MT/KT MacchI Tejla B MOMEHT 000CTPEeHUS,
C TIOCJICAYIOIINM CHIKEHHUEM IO TTONACPKUBAIOLIEH O3B
noyiydanu 4 manueHTa. Yucio o60CTpeHMin Konebanoch
ot 1 no 10 3a nepron HabmoneHus. Teparmss BBUT He ripo-

BOIWJIACH B CBSI3U C OTCYTCTBUEM (PMTHAHCOBBIX BO3MOXK-
HocTell y 6onbHbIX XBIII.

Pesynvratel Y3U niepudeprueckix HEPBOB Y Malv-
enToB ¢ MMH u XB/IIT npencrasieHs! B Tab. 2, 3.

Mpu1 BeisiBUIM Y 0osbHBIX MMH u XBI1 otnnuHoe
ot HopMmbI Hammure yBenmmaeHus [1I1C nepudepmyeckux
HepBoB. [Ipu paccMoTpeHNN U3MEHEHHI B 3aBUCMOCTHU
ot ypoBHs aHanm3a [1T1C cripaBa okazanock, uro mpy MMH
B obsactu 3ansactbst UN1 OTKIIOHEHUS] OT HOPMbI HE Bbl-
SIBJICHO HU B OMHOM ciIydae, Ha ypoBHe UN2 U3MeHEHUS
obHapyxeHbl y 4 (30 %) uenoBek, a Ha ypoBHe UN3 —y 8
(60 %).

IIpu paccMoTpeHnu B TO¥ ke rpyrme udmeHennii ITTTC
cnesa: Ha ypoBHe UN1 nsmeHenust Bcrpevarorcs y 3 (23 %)
yenmoBek, Ha ypoBHe UN2 — y 6 (46 %) u Ha ypoBHe
UN3 -y 11 (84 %).

AHaJTOTMYHBINA aHAJIN3 TIPY UCCISIOBAHNI COCTOSTHUS
CpeIMHHOTO HepBa ITO0Ka3aj, YTO M3MEHEHUS Ha YPOBHE
MNI1 cnpaBa u ciieBa ormeuatorcs B 4 (30 %) u 5 (38 %)
ciyyasx, Ha ypoBHe MN2 — B 4 (30 %) u 7 (53 %),
aHaypoBHe MN3 —B 12 (92 %) u 11 (84 %).

ITpu XBJIT Ha ypoBHe UNI crnpaBa u cnesa ITI1C
HepBa yBenmueHa y 3 (42 %) u 4 (57 %) manueHToB,
Ha ypoBHe UN2 — y 4 (57 %) u 6 (75 %), a Ha ypOBHe
UN3 —y 6 (85 %) u 6 (85 %). Anst cpemMHHOTO HepBa
OTMEUYEHO CXOMHOE paclpeneicHue 0 YacToTe OOHapy-
>KEHMSI U3MEHEHUH B 00JIee TPOKCUMAIBHBIX OT/IeIaX IIpU
n3MepeHnsix Ha ypoBHIX MN2 u MN3. [1pu 3ToM Ha ypoB-
He MN1 usmeHenust Bcrpedanucb y 6 (85 %) u 5 (71 %)
MMaIleHTOB COOTBETCTBEHHO CIIpaBa U CJICBa.

IIpu paccmorpennu Y3U-n3meHeHnii mepudepuue-
ckux HepBoB ipyu MMH u XB/II1, Hapsioy ¢ u3amMeHeHueM
MOp(POMETPUIECKIX XapaKTePUCTUK, HAOIIOIAIOCh HAIH-
Y1e Ka4eCTBEHHBIX M3MEHEHUI COHOTpa(pUIECKOIt ToTie-
pPEYHOI M TPOIOIHLHOM apXUTEKTOHUKHN HEPBA.

B HOpMe cTpyKTypa HepBa XapaKTepH3yeTCsl OTHOCH -
tenbHO paBHOMepHOU [ITIC mo Xxomy Bcero HEpPBHOTO
CTBOJIa, HAIMIMEM XapaKTePHOTO (hacMKYISIPHOTO CTPO-
eHus 0e3 3HAYNMOi BaprabeIbHOCTH pa3Mepa (paclmKYyIL.
B cnysae MMH wnnu XBJII1 BoIssBIeHHBIE U3MEHEHMUS
HEPBOB MOXHO pa3nejUTh HA OCHOBHBIX 3 THIIA.

IIpu 1-m Tune (puc. 2) HaGIIOHAIOTCS paBHOMEPHOE
VTOJIIIEHNE HEPBHBIX CTBOJIOB, MEJIKO3CPHUCTAs] THUIIO-
9XOTeHHas CTPYKTypa 0e3 HopMaJIbHOM mrdhepeHITNPOB-
K{ Ha OTIEeIbHbIC (haCIIUKYJIbI, YTO OTpPaXKaeT B OOJIbIICH
CTEIIeHN OTEeK HepBa.

IIpu 2-M tume (puc. 3) BBISIBISICTCSI paBHOMEPHOE
YTOJNIIIeHWE HEpBa aHAJIOTMYHO 1-My THUITY, HO IIpH TIOTIe-
pEeYHOM CKAaHMPOBAHUM OOHAPY:KMBAaeTCS HapyIIeHHE
HOPMaJIbHOM (DaCIMKYISIPHOU CTPYKTYPHI C HaJTWIUEM
2—3 yBeM4eHHBIX (DacIMKYyJIOB. [1py mpomoabHOM 1 TT0-
MepPeYHOM CKAaHMPOBAHMU YETKO OIPEHCIISICTCS THUIEP-
9XOTeHHas IPOCIoiiKa yToMImeHHoro 3HnoHeBpus. [1o-
CKOIBKY TIpu Y3 momepeaHoro ceueHusl HepBa HeJb3sT
OBITH ITOJTHOCTBIO YBEPEHHBIMH B TOM, UTO YBEJIMICHHBIN
TUTIO3XOTEHHBIN (hacIIMKYJI He IIPEACTaBIsieT KOMOMHA-



HepBHo-Mblweunbie O JIE3HH

OpueuHnanvHble Uccaedo8anus

9IWoL

____________________________________________________________________________________________________________________________________________________|

WSO FIST —H MW ST FH'C—ENN

NWETT FOEC—INA MWWET FIS—INN MWELQOF ST —JH ‘MW ST F 8 —ENW MW LT F9°9 —NW ‘MW [T F 08'8 — INW “[9] DIITI 19dCundouny s19unvj7 “anupnanndyy

PRQ— PR (o= e Py 45 5= @i© cv—ony 990F L8OF TLOF TTF ITF  LIF  TEF ITF TVF  OITF  6TF  8TF

800+SCT OCOFIET I90+0LT TO+CI O0SO+S8I'T OF0+901 3e'c 7c's 00 9'¢ b z ‘L ¢y bl cp by Lc
(02 = u) svodwnox vuuddy

Wil 8€°1 98°1 60°1 vT'l 80°1 el 86 S8 791 L8 (49! el 8p1 S6 Syl 6 el ¥9
99 8S°1 8€°1 08°C 60°1 99°1 611 9°Cl L S0l 6°8 9L 98 9°€l 69 v6l 81 69 €5
y0°1 TLT 01°1 9¢°1 LT1 0Tl €91 TLl 91 Tl 88 $9 9°91 STl 96 98 L €9 LS
8T°1 [ 161 €Tl Tl vS°l 9°8 L9 9°8 9°G1 6Tl €01 S01 66 98 96 8L 8L €L
vT'l 80°C L0T TLl 91°1 81°1 161 T'Ll vSl €€l 4 L8 9T LTl 0T 91 €1 76 [4%
8€°1 €v°1 8€°1 (4! 8€°1 01°1 LL L8 9°G 6°L 'L LS Tl S8 96 8L $9 9°8 9¢
€6°1 €L°1 68°1 yS°l 8T°1 S0°1 9°8 TSl 991 9°01 86 9°81 q 9°LI L1T 8¢l [ 81 43

(L = ) [TI7gX 2 9ownannvu vuuddy

9T°1 Iy 1T 0€y 0T°1 90°1 A 8°€l vyl 0°SI 811 79 'St 9 LT1 ‘0t I°€l LY 08
0T°1 €5°1 SLT 0S°€ SI°1 9°1 €°L1 L6 vyl el 9°01 8y Tl el 9°8 6°S1 el Sy Se
9T 8Y°1 20°e 98°l 91°1 0T‘1 9°€¢l 79 T8 1ot I'v 98 6 9 69 7’8 8¢ Sy 6T
16T 89°1 60°€ 06°C 10°1 0S‘1 Tt Tl €8 0°€l 76 (a4 €p1 0p1 9] 911 Iy 0y 8¢S
08°1 L6 91°1 LET [N 69°1 1ol S01 9°G €S 9 LS 14 8°S € v9 T'e LT 139
€S°1 14N 0€°T vLT €1°1 0€°C 0°8I LTT v'SI 11T v'ST v'6l 6°6C $‘6 T'81 (44! vl 0°L 194
€€°T 9¢°T 8€°S 0T°C 10°1 LT°T 0°0l S°L T8 L91 0°8 I'e o1 I's YL 8°8 0°L 0t (43
0T°¢ 9¢°S 8€°1 TSl 0T°1 W'l 9°LI 'S €9 89 6°L LS S6c 89 ¢S Sy 8‘¢ 8°S Iy
SLT €6°1 9T (174 11 8I°T 78I s o1 I°S1 (44 6l 0°8 6°S1 [k 0°SI T8l v0T S8 197
vET (4 €Tl 9T ILT €L°T So1 ¥91 0L [l ‘6 96 09 8°S 6°L [ 6°L Tt 65
8°C 9S°1 ¥8°¢ SS°1 89°1 (44 v91 8‘S '8 ¥91 v'0€ 6°L I°L1 6°01 191 901 LL 89 143
€T°1 €8°C 1293 6€°1 80°T 111 YL S°L 09 011 L9 e 6°SI 9 9°G (02 9 09 (014
6S°1 0L‘€ 08°C 08°9 0€°1 0S°1 9°8 9 'S L01 ‘s L€ 0T v's L 9°8C s (a7 4

(€I = u) HWI 2 9ownannvu vuuddy

B eaedud B ededmd ENIN NN ININ ENN NN INO ENIN  ININ  ININ ENN NN INO
adon maHHuradd 4doH nogaLor 4doH MIHHUTdd 4doH nogaLvoI
©iAd Begdr ©iAd seaedu

uudde x1awadpavoon sowHannvu A xsHoodA x1anend vH 909daH xnxdanndagndau D[] *7 BNMLQR],

67



HepsHo-Mblweynbie O JIE3HU
Opueunanvhble uccaedosanus

Tadmuua 3. Pezyasmamot usmeperus TIIC cnuHHOMO03208biX HePB08 Naeue6020 CHACMEHUS Y NAUUEHMO08 UCCAedYeMbIX epYnh

-]
3
=

npaBas CTOpoHa JIeBas CTOPpOHA

C5 Co Cc7 C5 Co Cc7 C5 Cé Cc7

Ipynna nauuenmoe ¢ MMH (n = 13)

25 5,4 8,8 4,2 8,6 7,8 9,8 1,59 1,12 2,30
40 6,6 13,3 14,0 5,6 8,6 19,5 1,17 1,54 1,39
54 3,8 3,6 17,5 6,0 4,5 9,8 1,57 1,25 1,78
59 3,7 4,7 5,5 3,7 4,1 4,4 1,00 1,14 1,25
43 5,5 57,7 27,7 15,4 28,0 19,0 2,8, 2,06 1,45
41 5,4 11,3 16,5 4,6 5,9 16,5 1,17 1,91 1,00
32 8,8 6,6 10,6 11,2 9,6 18,8 1,27 1,45 1,77
43 2,7 3,2 3.4 3,3 4,6 3,8 1,2, 1,43 1,11
53 3,9 13,0 13,1 5,8 10,1 10,8 1,48 1,28 1,21
58 7,3 19,0 20 8,2 22,3 16,6 1,12 1,17 1,22
29 7,4 9,7 14,5 6,0 7,4 10,0 1,23 1,31 1,45
35 15,6 24,2 21,0 9,0 10,4 19,7 1,73 2,32 1,06
50 9,7 16,9 16,6 16,0 21,3 30,0 1,64 1,26 1,80
Ipynna nayuenmoe ¢ XB/III (n = 7)
37 8,9 27,6 21,8 8,8 19,4 18,4 1,01 1,42 1,18
56 7,5 9,8 9,9 7,8 8,6 9,7 1,04 1,13 1,02
32 9,4 22,3 23,3 8,5 24,4 22,5 1,11 1,10 1,04
73 8,9 15,6 17,6 7,5 14,2 13,2 1,18 1,09 1,33
57 14,9 12,1 13,7 13,2 13,9 15,2 1,13 1,15 1,11
53 8,5 9,0 9,0 8,7 15,5 14,8 0,97 1,72 1,64
64 6,5 9,5 8,4 7,6 9,9 10,5 1,16 1,04 1,25

Ipynna konmpoas (n = 20)
54+296 4,05+1,62 57+254 49+32 5,1£0,5 5,5+0,9 1,2+0,3 1,410,2 1,1+0,8

Tlpumenanue. Jannvie aumepamypoi IC [6]: C5 — 5,66 = 1,02 um?; C6 — 8,98 = 1,65 mm?; C7— 10,43 £ 1,86 mm?.

Puc. 2. Ymoawenue nokmegoeo Hepsa na yposHe naeua y nayuenma ¢ MMH (25 aem): a — nonepeunoe ckanupogatue; 6 — npodoasHoe CKAHUPOBaHue

LIAI0 HECKOJIBKUX (DACIIMKYJIOB C HEPA3IMIMMOM TPAHUIICH  CTOSITEIbHBIM OOPa30BaHUEM, OTAECJIEHHBIM OT OKPYXXalo-
MeXIy HUMM, MIPOBEICHO MOTOJHUTENbHOE MPOAIOIbHOE  IIIUX TKAHEH.

CKaHMPOBaHWE HEPBA. DTO MO3BOJIWIIO TIOKA3aTh, UTO B IaH- MakcuManbHOe YTOJIIIEHUE BhIPaXKEHO Ha YPOBHE
HOM CJTy4yae TUTIO3XOTEHHBIN (haciiMKyn SBIsSIeTCS caMO-  TUIeYa; Ha TIPEATUIedhe HEPB NMeJl PABHOMEPHOE CyXXeHUe
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HepBHo-mbiweyHbie 5OJIE3HH

Puc. 3. Ymoauwenue arokmesoeo Hepsa na yposre naeua y nayuenma ¢ MMH (32 200da): a — nonepeunoe ckanuposanue; 6 — npoooavHoe CKaHUpo8aHue

IO HOPMAJIbHBIX 3HAYCHUH C ITOSIBIICHUEM YETKO pa3Inyi-
MOt hacUMKYISIPHON CTPYKTYPHI. JIaHHBII TUTI YTOJIIIE-
Hus Mbl HaOmonanu y 1 narmenta ¢ MMH. Ipu iponoiib-
HOM CKaHMPOBAaHWU YTOJIIEHHBIA HEPB MMEJI POBHBIN
YeTKUI BHEITHUI KOHTYp, 0€3 JOIIOJTHUTEIbHBIX BKITIOUC-
HUI B CTPYKTYpE.

ITpu 3-M TUIIe U3MEHEHNS HEPBOB O0HAPYKMBAIOTCST
BepETCHOBUIHBIC Pa3HOKAIMOCPHBIC YTONIIEHUS/CyXKe-
HUS YYaCTKOB HEpBa Pa3HOU MPOTSKEHHOCTH (puc. 4).
Heps oTimmaaercst xapakTepHOM HEPOBHOCTBIO KOHTYpA.
ITpu npomoIbHOM CKaHMPOBAHUM B MECTaX MaKCHUMAaIlb-
HOTO M3MEHEHUsI aHAJIM3 MOIMEePEIHOTO CTPOCHUS HepBa
BBISIBJISICT HAJTMIME YBEITMICHHBIX (PacIIUKYJI0B 6e3 THIep-
SXOTE€HHOTO YTOJIIIEHUS SHIOHEBPHS.

Takum 06pa3oM, yIaaoch OMPEaeTUTh KaYeCTBECHHEIS
pa3IM4IMsI YTONIICHUN TieprudepunIecKIX HEPBOB Y HallM-
€HTOB ¢ uccienyeMbiMu Baprantamu JIH (Ta6m. 4).

Jnst nammenToB ¢ XBJ/IIT xapakTtepHo Bo3pacTaHue
[ITC npenmyiIecTBEHHO 3a CYET OMMHOYHBIX (PaCIIMKYIT,
KOTOpPEBIE YePeAYIOTCS C YBEIMICHUEM C IPYTUMU Ha BCEM
MIPOTSCKeHUM HepBa. [IpencraBieHHbIe TaHHBIC TTO3BOJISI-
0T BBIICINTH Pa3HYIO YaCTOTY BCTPEYaeMOCTH KaueCTBEH-
HBIX U3MEHEHMH Tepru(epuIeCcKIX HEPBOB Y MALIMEHTOB
C aHAIM3UPYEeMBIMH HeWpomnaTusMu. I ITalieHTOB
¢ MMH uare Bcrpeuaercs 2-ii T (66 % ciydaes). [pn
XBIAIT 3-#f Tvn u3MeHeHWi TnepudepruIecKuXx HepBOB
HaOII0MaeTCs B TOJABIISTIONIEM OOJBIIMHCTBE CIIyYaeB,
2-11 TUIT — B eAMHUIHEIX, a -1 TUII He BCTpEYaeTCs COB-
ceM (Tabm. 5).

B miporiecce aHanm3a KaueCTBEHHBIX pa3INnInid yTOI-
IIEHUN CTBOJIOB IJICYEBOTO CIUICTCHUSI ¥ CITMHHOMO3TO-
BBIX HEPBOB Y ITAIIMEHTOB MCCIICIYeMbIX TPYIIIT OOHApYKe-
HO He ObLIO.

06cy:xneHue

Hauwnnag ¢ 2000 1., moce mepBoro coo0IIeH!s 0 Ha-
JIMYUY U3MEHEHUI CIICTeHUI 1 HEPBOB MO TaHHBEIM Y3U
y manuenToB ¢ JH [8, 9, 11—-13], nHTepec K BO3MOXK-
HOCTSIM 3TOTO METO/a IIPH MaTOJOTUH IepUpepUISCKIX
HEPBOB HEYKIIOHHO pacTteT [14]. B psioe uccnenoBanmii mo-
ka3ano yBennuenue I1T1C nepsos nmpu XBJIIT [9, 10, 12],
B OCHOBE KOTOPOTO JIeXKAaT KIIACCHUECKIE TUCTOJIOTICCKIAE
M3MEHEHMST HEPBOB 110 TUITY « TYKOBUYHBIX TOJIOBOK», KaK
CJICICTBHE YePEAYIOIINXCS IIPOLIECCOB AeMUCIMHN3AIINN/
pemuenuHu3anuu. Yeeamdenue [1I1C ompemensieTcst Kak
B IIPOKCUMAJIBHBIX, TaK M B IUCTATbHBIX y4aCTKAaX HEPBOB,
YTO CBUACTEIBCTBYET 00 OTHOCUTEIPHOM TeHEpaIN3aIlui
MMMYHOOIIOCpeJOBaHHOM AeMuenmau3anuu [7, 10, 15].

W3menenus napamerpoB Y3U onucansl 1 mpy MMH
[6, 7, 13, 14]. B ottmune ot XB/II1, mpu KOTOpOit HEMPO-
(bm3moIOoTMYECKNE OTKJIOHEHMS B 1IEJIOM KOPPEIMPYIOT
C JAaHHBIMHM COHOTPa(MIECKOro MCCIeHOBAaHUS HEPBOB,
TOTIBITKY KOPPEJISILIUU 0JIOKA IIPOBEICHUS M CKOPOCTHU
pacripocTpaHeHus1 Bo30yxaeHus npyu MMH ¢ yBenuue-
aueM [1T1C He yBeHuamucsh ycriexoM [6, 7, 15]. Boxee Toro,
OMTI- n Y3-uzmenenus npu MMH He koppenupyoT
C IBUTATEIbHBIM Oe(ULIUTOM [3], 9TO 3HAYUTEIHHO
OCJIOXHSIET TUaTHOCTUKY, TP PepeHITNATBHYIO TUaTHO-
CTHKY Y TPAKTOBKY ITOJIy4aeMBIX Pe3yJIBTaTOB. Ecim 610K
MPOBEICHMS CBSI3BIBAIOT ¢ TMCHOYHKIIMEH MOHHBIX Ka-
HaJIOB B 00JIaCTH IepexBaToOB PaHBbe 1 JIOKATBHO Iapa-
HOIAJBbHON TeMUETNHU3AMEH, TO 06CCUMIITOMHOE YBE-
mmueHue TTTIC BHe 6710Ka MpoBeIeHUS U OTCYTCTBUE
KOppeISIINY U3MEeHEHNH ¢ JaHHBIMUA DMI n3yueHsI He-
JIIOCTATO4YHO [6, 7].

HecMoTpst Ha O0JibIIIOE YMCIO PabOT, MOCBAIIEHHBIX
n3MeHeHusIM Y3-tapamMetpoB Iipu JIH, ocHOBHBIM mpu-

Puc. 4. Ymoawenue nokmesoeo Hepsa Ha yposHe naeua y navuenma ¢ XBAII (53 2o0a): a — nonepeuroe ckanupogarue; 6 — npodorsHoe CKAHUPOBAHUe
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Tadmuua 4. Xapakmepucmuka 0CHOBHbIX MUNOE YMOAUEHUS HA npumepe 10Kmego2o Hepea npu JITH

= e e - _— — -

TIpumep Y3-u3obpaxe-
HUI JIOKTEBOTO HEpBa

Heps okpyriioit dopmsr,
HeT nuddepeHLIMPOBKU
Ha (hacKyIIbl, MEJIKO3ep-
HUCTBIE BKJIIOUCHMSI B HEPBE

OnucaHue coHorpabu-
YeCKOUW KapTHHBI TTOTIe-
PEYHOro YTOJIIEHHSI

Heps okpyrjioii popmsl,
BBIICJISIIOTCST 2—3 yBEJIU-
YEeHHBIX (hacLIMKyJIa, pa3ne-
JICHHBIX TUTIEPIXOTEHHBIM

Heps okpyrioii hopMmsi,
umeet nuddepeHIUPOBKY
Ha OTIeJIbHbIE HEYBETMICH-
Hble (haCUUKYIbI

Heps HenpaBwiIbHOI hop-

MBI, Ha (hOHE HOPMAJIbHBIX

(acuUKyIOB BBIICISIIOTCS
1—2 yBeIMYEHHBIX

SIWHEBPUEM

M3o6paxkeHue mpo-
JIOJIBHOTO CKaHUPO-
BaHUS

YeTKre pPOBHBIE TPAHUIIBI,
GOKATIOBUIHOE PACIITHPE-
HME, HEPB MMEET OIHOPOI-

OrnrcaHue MpoIoJIbHO-
IO CKaHUPOBAHUS

YeTKre pOBHbIE TPAHUIIBI,
0OOKAJIOBUIHOE PACIIT-
pEeHUe, THIePIXOreHHbIE

HepoBHbIiT KOHTYD € y4acT-
KaMU CyXeHUsl/paciimpe-
HUSI, eIMHIIHBIC THUTIEP-

POBHBII KOHTYp, HET
pacuIMpeHust, POB-
HbIE TUTIEP3XOTeHHBIE

HYIO CTPYKTYpPY TIPOIOJIbHBIC IMHUYT 9XOTCHHBIC JIMHUU TIPOIOJIBHBIC CTPYKTYPBI
or

CxeMaTHyeCcKoe U30- (%%

OpaXkeHHe yTOJIIEHUST O

Jlokanuzanust MaKCH- VYpoBeHb IUTeYa, BepXHE

MaJbHOTO YTOJIICHWS YpoBeHb TuTeua U CpeTHEeN TpeTH MuddysHo Mo ITMHHUKY -

HepBa MPEIILICYbst

Tabmuna 5. Yacmoma ecmpeuaemocmu munog ymoauwenus nepugepuneckoeo nepéa y nauuenmos ¢ XBJAIT u MMH

MMH (1 = 13) -

KoHTponsb (n = 20)

1-ii T

2(15,3)
XBAI (n=7) _ _
100 % —

2-it THIU 3-ii THN
oD
@e°

9 (69,2) 2(15,3)

1(14,2) 6 (85,8)

3HAaHHBIM auarHoctudyeckum metomom MMH u XBJIII
octaercs DMI.

B Hacrosiiem mccieqoBaHUM MPOBEAEHO COMOCTAB-
JIEHVE OCHOBHBIX KOJMYECTBEHHBIX XapaKTePUCTUK J0-
ctynHbIx ipy Y3U niepudepuuecknx HEPBOB U TJIEYEBOTO
cruterenus npy MMH u XBJII.

N3mepenust cpemMHHOTO HepBa Ha 3 YPOBHSIX Mpe-
cTaBJieHBbl Ha puc. 5, 6. HecoMHeHHO, Bce TapameTphl
paccMaTprMBaeMbIX TATOJOTWI OTIMYAIOTCS OT HOPMBI.
Bornbimoit unTepec npeacrannser anamm3 pesynsratos [TT1C
Ha pa3Hbix ypoBHsx npy MMH u XB/II (ta6. 6, 7).

B cnyuae MMH ysenuuenue I1T1C uaie siBnsiercst
ACUMMETPUYHBIM U, B OOJIbIIEH CTENEeHN, TPOKCUMAITb-
HBIM, YTO OTYETIIMBO MIPOCIIEXKMBAETCS TP PACCMOTPEHUM

W3MEHEHUI KaK CPEAMHHOTO, TaK U JIOKTEBOTO HEPBOB.
ITpu XBAII usmenenus II1C B HepBaX CHMMETPUIHBI
U OTHOCUTENIbHO M1 Gby3HBI (HEPB BOBJIEKAETCS 110 BCEMY
IJTMHHUKY). DTU TaHHbIE B 1IEJIOM COBITAfAlOT C BBIBOAA-
MU, paHee cleJJaHHBIMU B UTeparype [6, 7].

Bompoc o Tom, HackonpKo 3HaUnMBI n3MeHeHs [TT1C
HEPBOB B IMCTAIbHBIX OTIENAX PYKU, a UMEHHO B KapTiaib-
HOM KaHaJie U KaHaJie [iiioHa, TpeOyeT naibHeiero aHa-
J3a Ha OosbllieM yucie ciydaeB. YeenudeHue [TAC nipu
MMH st tokTeBOro HepBa BcTpeuaeTcs B 2,6 pasa vaiile,
yeM 111 cpenuHHOTO, a ipu XBJII1 3Hauenmne TAC omu-
HAKOBO Tt 000MX HEPBOB (cM. TabJ1. 2). Takum obpaszom,
cpeauHHBIN 1 JoKTeBo# HepBbl pu XBIT nopaxatorcs
B 00JIACTH 3aISICThsI OOBIYHO CUMMETPUYHO U B O0OJIbLIEM
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Tabmmua 6. Pacnpocmpanenue ymoaujeHus cpeOUHH020 Hepea Ha Pa3HbIX
VDOBHSIX U3MepeHUsl

MMH

Cripasa 4(30,7) 4(30,7) 12 (92,3)

Cresa 5(38,4) 7(53,8) 11 (84,6)
XBIIT

Cripasa 6(85,7) 6(85,7) 7 (100)

Crepa 5(71,4) 7 (100) 7 (100)

yucie cirydae. U3MeHeHue cpeauHHoro Hepsa npy MMH
u XBI1 B KapraapsHOM KaHaJe, 1o JaHHBIM Y3, enBa mu
CBSI3aHO C COMYTCTBYIOIIMM CHUHIPOMOM KapraabHOTO
KaHajia ¥ He UCKJTI0YAeT CBA3b C OCHOBHBIM MMATOJIOTMYE-
ckuM mporieccoMm. JuddepeHnmanbHo-quarHoctnieckast
3HAYMMOCTh TIOPaXEHUsS HepBa B KaprajlbHOM KaHaje
npu MMH TpebyeT manpHeiiero anaam3a ¢ MCIoJib30Ba-
HUEM OOJBIIETO YMCa ClydaeB U HeWpodusnomornie-
CKWX METOZOB TECTUPOBAHMUSI.

Tabauna 7. Pacnpocmpanenue ymonueHus 10KmMe8020 Hepea Ha PA3HbIX
YVDOGHAX U3mMepeHus

MMH

Cripasa - 4(30,7) 8(61,5)

Cnesa 3(23,0) 6 (46,1) 11 (84,6)
XBIIT

Cripasa 3(42,8) 4(57,1) 6(85,7)

Cresa 4(57,1) 6(85,7) 6(85,7)

[py mombITKE BBIACTUTH PA3INIMS B BHIPAKEHHOCTH
W TIPEJCTAaBJICHHOCTH KOJTMUYECTBEHHBIX UBMEHEHUN ¥Y3-
mapaMeTpoB 0Ka3ajloch, YTO TOJBKO MO 2 TMapameTpamM
nMeeTcsl TOCTOBEpHOe paznuuue (Tabiy. §), yTo genaer
HEBO3MOXHBIM WX UCITOJIb30BaHKE Ha MPAKTUKE.

Anammz uamenenust [1T1C Ha ypoBHE CTUHHOMO3TOBBIX
HEpBOB MOKa3aJl, YTO B 00OUX CITydasiX yallle BCero yToJi-
LIeHUI0 oAaBepkeHbl HepBbl C7 1 C6, 0IMHAKOBO C 00eUX
ctopoH Kak ipyu MMH, tak u nipu XB/III (ta6:. 9). [Tpu

a ; B} o
7

12 | 7

10 | 6 |
8 5
6 | N |
s | * | MN3

2
- i
2ul L -/ MN2
L | Ll F
0 e 0 S MN1
Mpasbiit JleBblit Mpaseit  Jlesbil
EMN1 EWMN2 wMN3
BMN1 ®MN2 1 MN3
Puc. 5. Hucao cpedunnsix vepeos c ITTIC > nopmet a 3 yposusx: a — npu MMH; 6 — npu XBJIIT
a o
11
12 | 6
10 | 5 |

8 | 4 |

6 | 3

4 | z,'UN3 2 |

2| /UN2 1

o A o ik

: !
pa——. 710

Mpasbiit JNeBbiit

BMUN1 ®UN2 wWUN3

JleBblit
BMUN1 ®UN2 wUN3

Mpasbliit

Puc. 6. Hucao aokmesvix nepeos ¢ I11IC > nopmet Ha 3 yposusax: a — npu MMH; 6 — npu XBIIT
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Tabmua 8. Yacmoma ecmpeuaemocmu usmeneHuli nepughepusecKux
Hepeos y nayuenmos ¢ MMH U XBIIT

MMH, XBAII,
13 (100) 7 (100)
LI Gomin IO, 3(11,5) 10 (71,000  <0,05
CPEeIMHHBIN HEPB
INIIHE Elow 1 @it 2(7,6) 6(42,80)  >0,05
JIOKTEBOW HEPB
2
TIrcC > %4 MM?, 3(23,0) _ _
JIOKTEBOW HEPB
2
MIMC > 21| 2, 5(38,4) 2(14,20)  >0,05
CPeIMHHBIN HEPB
TAC m1st TOKTEBOTO HepBa 8 (61,0) 2 (28,00) > 0,05
TAC 1151 cpeiMHHOTO HepBa 3(23,0) 1 (14,20) >0,05
WB, cpeavHHbII HEPB 11 (42,03) 1(7,14) >0,05
WB, n0oKTEBOI HEPB 16 (61,5) 2 (14,20) <0,05

Tadmna 9. Yeeauuenue I111C cnunnomo3208bix Hep8os8 y NAUUEHMO8
uccaedyemulx epynn

MMH (n =13) XBAII(n=7)
o CnpaBa — — —
CrneBa 2 (15, 3) 1(14,2) > 0,05
" Crnpasa 7 (53,8) 7 (100) > 0,05
CrneBa 6 (46,1) 6 (85,7) > 0,05
Cnpasa 10 (76,9) 6 (85,7) > 0,05
7 CreBa 9 (69, 2) 7 (100) > 0,05

XBIT nsMeHeHre HEPBOB HAOMIOAAETCS Yallle, HO Ha-
OnrogaeMasi TEHAEHLMS He TOCTOBepHa. Takxke OTMeUeHo,
yTo HepB C5 mpakTMIecKu He BOBICKACTC.

B cBsI3u ¢ 3TUM HEOOXOAMMO paccMaTpUBaTh BblJe-
JIEHHBIE TUIMbI 3XOCTPYKTYPHBIX OCOOEHHOCTEN yTOJIIIE-
Hus HepBoB y natenToB ¢ MMH u XB/II1. Panee anano-

TUYHBIE TTOTBITKY ObUTH cHesIaHbl ToIbKo mist XBJIT [12].
Beinenenst 3 kimacca U3MEHEHUsI 9XOCTPYKTYPhI HEpBa B 3a-
BUCHMOCTH OT YMCJIA TUITO3XOTEHHBIX W THUTIEPIXOTEHHBIX
(hac1kyioB B HEpBE, KOTOPbIE KOPPETUPOBATH C IJTUTE b~
HOCTBIO 3a00J1€BaHUS U AKTUBHOCTHIO Mpolecca. B otimuune
OT BBIIEJICHHOI COHOTPahMIecKOi KapTUHBI B UCCIIENOBA-
Huu L. Padua u coaBrt. [2], HaMu OICcaHBl N3MEHEHMSI 3XO0-
CTPYKTYpbI HepBa, xapaktepHbie 11 XBAIT 1 MMH. Tak,
y marmieHToB ¢ MMH varie BecTpeyasicst 2-it T n3MeHeHUI
(yBenmmueHue pa3mepoB 2—3 hacmKysioB), TOraa Kak Mpu
XBATI B noaasiisitolieM O60JbILIMHCTBE CJTy4aeB BCTpeyascs
3-i1 v (4epemoBaHe BEPETCHOBUIHBIX YTOMIICHUA U CY-
JKEHMI y9aCTKOB HepBa pa3HOU IPOTSKEHHOCTH).

3aknioyexue

IMo maHHBIM yJIBTPAa3BYKOBOTO CKAHWUPOBAHUS HAMU
BoisiBiieHO yBenmuenue [1I1C cpeamHHOTO M JIOKTEBOTO
HEPBOB, a TAKXe CMTUHHOMO3TOBBIX HEPBOB, Y MALIMEHTOB
¢ MMH u XB/II, omHako B KauecTBe N hepeHIINPYIO-
II[ETO MPU3HAKA ITOT IMOKA3aTeNIb HE MOXET OBITh UCIIONb-
30BaH. HacTopaxkuBarommm Mpu3HAKOM SIBJISIETCST aCUM-
METPHS COHOTpaMISCKIX M3MEHEHUH B TTeprepUIeCKIX
HepBax, KOTOpasi UMeeT OOJIBIIYIO BRIPaKeHHOCTh U Yac-
toty nipyu MMH, B 1O Bpemst kak XB/II1 xapakrepusyercs
Oosiee CUMMETPUYHBIMU U TU(PGDY3HBIMA U3MEHEHUSIMU
HepBOB. BhIneneHHbIe HAMU TUIIBI 9XOCTPYKTYPHI TTepH-
epuueckrx HepBOB pu Y3 U MOTYT CITyXUTh TOTIOTHU-
TEJIbHBIM KpUTEpHeM B TudhepeHITMaATbHON AMAarHOCTUKE
MMH wu XBII, KoTopble, TEM HE MEHEE, HYKIAlOTCS B
TOATBEPXKICHUN Ha O0JIbIleii BEIOOpKe mmanueHToB. Cie-
ITyeT 0c000 OTMETUTD, YTO MTPOBENIEHHBII HAMU aHAIN3 BbI-
SIBJICHHBIX U3BMEHEHU I HE YMAJISIET BELYyLLEeH poar HEUpo-
(GU3MOTOTUUECKHX MCCIIeI0BaHM B fuarHoctuke JIH.

ABTOpBI 3asIBJISTIOT 00 OTCYTCTBUU KOH(INKTA UHTE-
pEecoB, PaBHOM YYacTMU B TPOBENECHUUN MCCIEIOBAHUSI,
00paboTKe MaTepuasia MU HalMcaHuu cTaTbu. PaboTa Obuta
BBINTOJTHEHA ITPU HEKOMMEPYECKOM MOoAAepXkKKe YUeOHOro
LIEHTPa TI0 HETIPEPHIBHOMY MEITUITMHCKOMY 1 (hapMalieB-
TUYECKOMY 00pa30BaHMIO.
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Bpoxcoennas muomonusi (BM) — camas wacmas gopma u3 epynnsl HacaeOCmeeHHbIX HeOUCMPOPUUECKUX MUOMOHUI, PA36UBAIOUaAsCs
6 pezyavmame mymauuu eena CLCN1 u Hapywenus pabomol UOHHBIX KAHAA08 XA0PA MEMOPAHbL MbluleUHbIX 8040KOH. BM exatouaem
2 annenvHole gpopmei: 6one3ns Tomcena c aymocomHo-00MUHAHMHBIM MUNOM HacAe008aHUs U bone3nb Bekkepa c aymocomno-peyeccusHbim
munom Hacaedosanusi. Obe popmul umerom 00UHAKOBbIe KAUHUYECKUEe NPOSIBACHUS 8 GUOe 2UNepMPOGUU CKeAeMHbIX MblULY, MPAH3UMOD-
HOll crabocmu, eeHepart308aHHbIX MUOMOHUYECKUX (heHOMeH08, 0eOoma 8 panHeM 803pacme U CMAYUOHAPHORO MeUeHUsl,  MAaKlIce CX0-
HCUX U3MEHeHULl npu Helipoguszuonsoeuveckom odciedosanuu moviuiy. B omseowennvix cemvsx yacmo duaenocmupyemces 1 6oavroii BM.
B pside cayuaes npu eopuzonmanvroli ceepeeayuu 3aboneéarus onucvieaiom ooavue 1 mymayuu é eene CLCN 1. Dmo 3ampyonsem He monb-
KO YyCMaHo81eHue H030102U4ecK020 OUasH03a MUOMOHUU, HO U ROCAeDYIoUee MeOUKO-2eHemuteckoe KOHCYAbMUPOBAHUEe 8 OMS2OUeHHbIX
cembsx dadice nocae onpedenenus eeHomuna 601v1020. [Ipedcmagnen nodmeepicoentviii cayuaii muomonuu bexkepa ¢ ncedodomunanm-
HbIM MUNOM HACAe008AHUSL U 02PAHUMEHHBIMU KAUHUMECKUMU NPOSBACHUAMU C YHemOM CO8PEeMEHHbIX N00X0006 duppepenyuanvholi duae-
Hocmuku 2 3a601e8aHuil.

Karoueevie caosa: spoxcdennas muomonus, muomornus Tomcena, muomonus bexkepa, een CLCN 1, nceedodomunanmusiii mun Haciedo-
6aHUs1, HeOUCMPOpUUecKas MUOMOHUS, MUOMOHUMECKUEe Pa3psA0bl, KOPOMKULL mecm ¢ Hazpy3Koi, dekpemenm M-6oaHot
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A case of Becker myotonia with pseudodominant inheritance: current approaches
to the differential diagnosis of Thomsen’s and Becker's myotonia congenita
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Myotonia congenital (MC) is the most common form of the hereditary nondystrophic myotonias caused by mutations in the skeletal muscle
chloride channel gene (CLCN1) which change the functional features of muscle fibers membrane. MC is represented by two allelic forms
with different types of inheritance: Thomsen’s myotonia congenita (TMC) with an autosomal dominant and Becker’s myotonia congenita
(BMC) with an autosomal recessive inheritance. Both forms, TMC and BMC have the same clinical manifestation: skeletal muscle hyper-
trophy, transient weakness, generalized myotonia, debut in early childhood and a stationary development. Diseases are characterized by
equal neurophysiological changes. In the family usually only one patient is detected. In some cases with the horizontal segregation diseases,
more than one mutation in CLCN1 gene is found. These factors complicate the diagnosis of TMC and BMC, further medical and genetic
counseling of the family members even after the patient’s genotype is detected. The confirmed BMC case with pseudo dominant type of in-
heritance and limited clinical manifestation is discussed in the light of differential diagnosis of the two discussed diseases.

Key words: inherited myotonia, Thomsen’s disease, Becker’s disease, CLCN1 gene, pseudodominant type of inheritance, nondystrophic
myotonia, myotonic discharges, short exercise test, M-wave decrement

BseneHue ¢ gactoroii ot 1 10 9,4 Ha 100 TBIC. HaceIeHNs, YTO 3aBH-
Bpoxnennast muotonnst (BM) — camast pacripocTpa- CUT OT CTpaHbl M STHMYECKOW IpHUHAMICKHOCTH [1, 2].
HeHHas1 (popma HemmcTpohmaecknx muoronmit (HIM) Ha ceromnast BeimensioT 2 dopmbl BM. IlepBoit onucana
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muotoHus Tomcena (MT) ¢ ayTocOMHO-TOMMHAHTHBIM
TUTIOM HacnienoBaHus [3] u mumb 100 €T crrycts — Muo-
toHmst bekkepa (MbB) ¢ ayTocOMHO-peIieCCUBHBIM THUITOM
HacnenoBaHus [4]. [1pu nebioTte B paHHEeM BO3pacTe Ia-
mueHTE ¢ MT m Mb uMeroT rurnepTpoduio CKeJIETHBIX
MBIIIII, CTa00CTh, 3aA¢PKKY MBIIIEYHOTO paccaadIeHNs,
a TaKKe OTHOCUTEIRHO CTAallMOHAPHOE TeYCHME 1 OJ1aro-
OpUSTHBIN TIporHo3 [5—7]. PazBute BM o0OycioBieHo
MyTalisIMK TeHa xjopHoro KaHana CLCN1 (;mokyc 7q35).
Anamu3 reHa CLCN] BbIIBIISIET pa3Hble TUILI MYTaLlii
(MUCceHc-3aMeHBI, HOHCEHC-MYTAIlN, OeIeIIN, MHCep-
WU U Op.), KoTopbie y 001bHEIX MT mpemcTaBiaeHBI
B T€TEPO3UTOTHOM COCTOSIHUM (ayTOCOMHO-IOMWHAHT-
HBII THIT HAacJIeOBaHMs), a y 601pHBIX ¢ MbB — B reTepo-
3UTOTHOM WJIY B TOMO3UTOTHOM (ayTOCOMHO-PEIIeCCUB-
Hblii Tun HaciaegpoBaHus) [8, 9]. OmmcaHo Gosee 160
pa3HBIX MyTalllii, MHOTHE M3 KOTOPBIX HE COOTBETCTBYIOT
CTPOro JOMUHAHTHOMY WX PEIIeCCUBHOMY THITY HacJe-
nmoBaHUsA [9]. DaeKTpoIMarHoCTHIECKUE UCCIIeIOBaHUSI
C MCTIOJTb30BAaHNEM CTaHIAPTHBIX METOIOB CTUMYJISIIIH -
OoHHO1 3ekTpomMuorpaduu (BMI) u uromsaatoit SMI
(nBMT') He mo3BossTIOT MU depeHmupoBat MT u Mb
[10]. CxomHbIe KTMHUYECKHE IPOSIBIICHNS U CITy4au C BhI-
SIBJICHHBIMM MYyTalMSIMK, XapaKTePHBIMU IIJIsT 00enX (popM
BM, kpaiiHe 3aTpyaHSIOT BepupUKALIMIO HO30J0TU4e-
CKOM MPUHAMJIEKHOCTHU M pacdyeTa FTeHeTHIeCKOTO pUCKa
B CEMbe Jaxe MOCJIe YCTAaHOBJICHMS TeHOTUIIA O0JIBHO-
ro [11].

IIpencraBireHo KIMHUKO-HEHPOGHU3NOIOTHICCKOE
HaOJMoneHe ceMbM ¢ nokazaHHoii Mb ¢ mceBmomomu-
HaHTHBIM TUTIOM HacliemoBaHus u cumirromamu MT. O6-
cJiemoBaHMe IPoBeneHO B BopoHeXXCKOM 001aCTHOM KJTH-
HUYECKOM KOHCYJIFTaTUBHO-IMArHOCTUYECKUM IIEHTpE.
OMI -uccnenoBaHne BBIITOJTHEHO 2 OOJBHBIM Ha 3JIEKTPO-
HeiipoMmmorpade « MBIT-Muxpo» («HeitpocodT», Poccust)
10 YTBEePKIEHHBIM CTaHIAPTaM C IIPUMEHEHHEM BCTPOCH-
HBIX B IIPOTOKOJI HOPMATUBHBIX Ta0mIl 1 hopmyit. C uc-
MOJIB30BaHMEM TIpOrpaMMHOT0 obecriedeHust « Heitpocodr»

[

11 |

CO37aH aBTOMAaTUICCKHI aJITOPUTM CITEIINATN3UPOBAHHOM
MpOOHBI — KOpOTKUit TecT ¢ Harpy3koit (KTH) — B cooTBeT-
CTBMHM CO CTAHIAPTHBIM IPOTOKOJIOM C ITOCJICIYIOIICH
onreHKo# nomydaemMberx DMI-niatrepros (I, 11 u 111 TuroB)
o ®ypHbe [12]. MonekynsipHO-TeHETUYEeCKOe UCCIEN0-
BaHWE WICHOB ceMbH (puc. 1) TIpoBeacHO B 1adOpaTOpU
JHK-gnarHoctuku MenuKo-reHeTU4ecKOoro HaydHOTO
neHTtpa. Beisgnenue myraumit B rene CLCN 1 BBITIOJHSIIA
MeTonoM ajenb-crienuguuHoit MLPA ¢ ncnonbs3oBaHuem
CHICTEMBI IETEKLIMK 6 4acThIX MyTaLmii: ¢.568G>T+569G>C
(p.Gly190Ser), c.1437_1450dell4 (p.lle4791lefs*25),
c.1478C>A (p.Ala493Glu), ¢.1649C>T (p.Thr550Met),
¢.2058C>A (p. Tyr686*), ¢.2680C>T (p.Arg894*) B coort-
BeTcTBMU ¢ TpaHcKkpunTom ENST00000343257 [13].

Knunuyeckoe nabniopenue

IIpobano A. (111:5), 23 sem, 6bin Hanpasner He8pPONO2OM
015 onpedenenus eeHemu4ecko2o pucka ¢ ouaenozom MT
u gvisgnennbimu mymauusmu c.[ 1437 _1450del14(;)2680C>T]
6 eene CLCN 1. IIpedssieasn acanobvl Ha Henpoooadicumens-
HYI0 CKOBAHHOCHb CKeAeMHbIX MblIUY, NPU NEPBbIX 08UNCEHU -
AX, ycuneHue CKOBAHHOCMU HA X0400e, nepuodsl caabocmu
nocae daumenvHoll uzuueckoi Haepysku (puc. 2). Poc
U paseusaics @ coomeemcmaeuu c eozpacmom. Ilepswie npu-
3HaKuU 3a001e8anus 6biau 0OHApYI’CceHbl 8 6 1em, Koeda podu-
meau 3amMemunu KpamKo8peMeHHY0 CKOBAHHOCMb 8 HO2aX
npu Hauane 08UNCEHULL, NPAKMUYECKU 0OHOBPEMEHHO NOSBU-
AUCH aHanocUMHble U3MEeHeHUs 8 pykax. B nocaedyrujem
CKOBAHHOCMb B03HUKAA U YCUAUAACH 80 6Cell CKeAemHOll
MycKynamype (MblUUAxX CRUHbL, WieU, KUCISIX, HCeBAMENbHbIX
MblUUAx), Kpome mulily nepedrneli OprWHOLU CIMeHKU U KpYy-
208bix Moty enas. C 10 aem cocmosiHue b6e3 npoepeccuposa-
nus. Ha xon00e, npu cmpecce, bicokoll memnepamype meaa
CKOBAHHOCMb OMAUYANACH 00AbULELL BbIPAICEHHOCMBIO U NPO-
0012CUMENbHOCMbIO; NPU HUBKUX 003AX ANK020As1 — MeHee
unmencugHa. Bo epemsa monomonHoil Haepy3ku u oxaasicde-
HUs (0cOOEHHO NPU NAABAHUU) B03HUKAAU HENPOOOAICUMENb-
Hble nepuodsl crabocmu.

of

D——A) *——O - —®+ L] ‘ ‘
IE1 2 13 4 5 (K53 7 8 9 10 k11 112
c.[1437_1450del14]; c.[2680C>T];[=]
él (B IJ_'I (g o
1 -2 =3 4 + + w7 8 2 10
c.[1437_1450del14]; c.[2680C>T];
[2680C>T]

[2680C>T] ’ 5

6

Puc. 1. O6o3nauerus podocioHoil: «+» — KAUHUYECKU OCMOMPEHHbIe U 2eHOMUNUPOBAHHble HaeHbl cembu (mymayuu é eene CLCN 1 gvi0enerbl KpacHvim
UBEMOM); 3aUIMPUXOBAHHbBIE Puypbl — 00AbHBIE HAeHbI POOOCAOBHOI; HE3AUMPUX0BAHHbIE — 300POBbIE YAeHbl POOOCAOBHOLL, (hU2ypbl ¢ MOYKOU 6HYMPU —
KAUHUMECKU 300p08ble HOCUMeNU; (uaypa co 3HaKom « » — eeposmuo 604bHOIL YAeH POOOCAOBHOIL, nepeuepkHymble (ueypbl — yMepuiue YaeHsl Cembl
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Puc 2. IIpobano A. (111:5) ¢ pagromeproii, ymepento gbipajicertol peavegh-
HOUl CKeAemHOU MycKyaamypoii: a — eud cnepedu; 6 — eud c3adu

Hespoaoeuueckuii cmamyc: KoHmaKmeH, SMOUUOHANLHO
coxpaneH. Yepennvie HepevL: 6 HceamenvHvix, epyOUHO-KAI0-
UUYHO-COCYCBUOHBIX MBIUYAX U MbIUUAX 8EPXHe20 6eKa —
OMHUeMAUGDLIH MUOMOHUMECKUT (DeHOMEH; 8 KPY208bIX MbIUUUAX
21a3 OH OmMcymcmeyem. YmMepeHHo 8biparceHHas eeHepanu-
308aHHAS 2UNEPMPOPUsL CKeAeMHOU MYCKYAamypbl, c1abo
pazeumoi boavuiue epyousie mviuyst (puc. 2a). Tpauzumop-
Has crabocmov nocie 2—3 hopcuposantbix COKPAUEHUTl MbluL,.
CyxoocunvHote peghaekcot ¢ buyencos coxpautst, D =S, c 6bi-
DANCEHHBIM MUOMOHUHECKUM KOMUOHEHINOM OAUMEAbHOCHIbIO
00 7 ¢; KapnopaouaibHvle, KOAEHHble U AXUAI08bL PehieK bl
acusvie, D = S. Akmuenas u Mmexanu4eckas MUOMOHUS yMe-
DEHHO BbIPANCEHA 80 BCeX CKeAemHbIX Mbluyax. Boipadicen-
HbLil (heHOMeH «8pabamovl8anusy (MUOMOHUYECKUT (peHoMeH
6 KUCMSX ROAHOCbIO BPOXOOUm nocae 5—6 (hopcupoeantbix
cokpaueruil mviuy). Muomonuueckas amka Ha 0eabmosuo-
HOUl U yemvipexenagoil moluyax bedpa do 6 c. Yyecmeumens-
HbIX, KOOPOUHAMOPHBIX, ABMOHOMHbIX HAPYUWEHUT He 6bis16-
AeHO.

Ilo dannetm DM ckopocms pacnpocmparenus 6036)-
HCOeHUS RO 08UAMEAbHBIM U CEHCOPHBIM 80A0KHAM nepuge-
puUecKux Hepgoe pyKk u Hoe e usmenera. Ilpu evicoxoua-
cmomuoti pummuneckoil cmumyasyuu (BPC) uacmomoii 50 Iy
OnumenvrHocmoto 4 ¢ Gvis6AeH BbIPANCEHHBII OeKpeMeHm
amnaumydst M-eonnvt — 92,8 % (puc. 3). Io oannvim udDMIT:
6 601bUEOEPYOBOT MblULYE: 8 NOKOE MHONCECEEHHbIE MUO-
monuueckue paspsovt (MP). Cpeduss npodoaxcumens-
Hocmb 3 munuunsix MP cocmaguna 926 mc (puc. 4a). Cped-
HAS aMnAumyoa u OAUmeabHOCMb NOMEHYUAN08 dgueament-

Hoix edunuy (IIJE) — 6 npedenax HOPMANbHbIX 3HAYEHUIL.
B o0HOouMenHbIX MblULAX OMMeHeHO CHUdCeHUe cpeoHell
daumenvtocmu Ha 17 % (nopma — do 12 %), Hopmanvhas
amnaumyoa nomenyuanos u donycmumoe uucao (5 %) noau-
gasuwix ILIFE (puc. 5a).

Omeuy npobanda B. (11:6), 44 aem, poc u pazeusancs
6 coomeemcmeuu ¢ 6o3pacmom. Ilepewiii npusnak 3abonesa-
HUSl — CKOBAHHOCMb 8 MblUULUAX NPU Haudne 08UNCEHUI — Obll
obnapyxcen 8 7—8 nem. Ilpu npoxodxcdenuu 60eHHOll KoMuUc-
cuu, HeCMOMPs HA X4cano0bl U Haauyue NPU3HAK08 MUOMOHULL,
NPU3HAH 200HbIM 0451 CDOUHOUL CAYICObL, HO Yepe3 6 mec KO-
muccosan ¢ duaenozom MT. 2Kanrobot u negposoeuueckuil
cmamyc aHanocuuHble NPOOAHOY, HE3HAYUMENbHO MeHee 8bl-
Padicen MUOMOHUYECKUI KOMNOHeHmM NpU OULUNUMANLHOM
peghaexce, MUOMOHUYECKAS AMKA C 0eAbMOBUOHOU U Hembl-
pexenasoii mvluty, 6edpa do 3—4 c.

Ilo dannoim DMT: ckopocme pacnpocmparerus 6030y-
HCOeHUsl N0 08ULAMENbHBIM U CEHCOPHbIM 80A0KHAM nepuge-
puteckux Hepeos pyk u Hoe He usmenena. Ilpu BPC nem Oe-
Kpemenma Ha yacmome cmumyn08 3 [y, Ho ¢ nogwiueHuem
4acmomsl NOSIBASEMCA OeKpemMerm, 00CMUaroWuil MaKcu-
ManvHoll ebipaxcernocmu Ha 50 1y, ¢ nadenuem amnaumyoovl
M-goanvt 0o 81,0 % (cm. puc. 3). 1o dannvim udDMTI: 6 ne-
pedHeil 60abuiebepy06oll Mbluiye — MHoNcecmeeHHble MP,
cpeodnsis npodoacumenviocmes 3 munuunvix MP — 1869 mc
(puc. 46). Cpedusia amnaumyda u oaumeavrHocmo ILIE —
6 npedenax Hopmol (puc. 50).

KTH u KTH c xon000601ti npo6oit evisisuru 11 nammepu
no @ypuve [12], Ho xapakmeprbie uzmereHuss 0OHAPYHCEHbL
MOAbKO NpU KOMHAMHOU memnepamype 8 nepeoli cepuul cmu-
Myn06 be3 usmerneHuii M-8oanvL npu 0xaaxncoeHUU KOHeUHO-
cmu (puc. 6).

Cecmpa npobanoa T. (111:6), 24 rem, pazsusanace 6 coom-
eemcmeuu ¢ 6o3pacmom. Ilepegwill npusnax 3abonesanus
¢ 7.1em — CKOBAHHOCHb 8 HO2AX NpU Hauane deudceHuil. XKano-
Obl U HeBpOAOUMECKUIl CMAMmMyc aHAA02uYHble NPOOaHAdY,
npu 3MOM OmMMeueHa MEHbUIAs BbIPANCEHHOCHb AKMUGHbIX
U MeXaHU4ecKux MUOMOHUYECKUX (heHOMEHO8 (aKMUBHbII MU~
OMOHUYeCcKULl heHoOMeH 8 KUCMSIX NOAHOCIbIO NPOXOOUM nocae
2—3 ghopcuposantbix mbiueuHbix cokpaujeruit). CoMHumenvHolii
MUOMOHUMECKULI KOMNOHEHM npu OULURUMANbHOM peghaekce,
Hem MUOMOHUMECKOU AMKU C 0eAbMOBUOHOI U Yemblpexenagoil
Moty 6edpa. Om nposedenuss IMI omkazanace.

Mamb npobanda M. (11:5), 42 sem, u ee pooumenu cuu-
marom cebst 300po8bIMU, NPOX0OSIM OUCNAHCEPUZAUUIO NO MeC-
my ycumenvcmea. Y mamepu KAUHUMECKUX NPUSHAKO8 MUO-
moHuu He gvlsenreno. Om nposedenus IMI omkaszanace.

Mamo omua npo6anda B. (I:2) ymepra 6 6o3pacme
59 aem. Y neeponoea ne Habnarooaracs, MUOMOHUS He ycma-
HoeAeHa, 00HAKO omel, NPodaHda 3ame4an y Hee nepuodute-
CKYI0 CKOBAHHOCHb 0BUINICEHULL.

06cyxpeHue

JunddepeHumaabHas IMarHOCTAKA OTAEIBHBIX (hOPM
HaCJIeICTBEHHBIX MUOTOHWYECKNX cuHIpoMoB (HMC) —
HeIIpocTas 3a1avya, U ONCKYCCUU O BBEIOOPE aaropuTMa
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np., Abductor digiti minimi, Ulnaris, C8 T1

5mc 7,5mMB

B

50 Ty, 200 ctumynos

10 Ty, 40 ctumynos
30 Ty, 120 ctumynos

50 'y, 200 cTumynos

np., Abductor digiti minimi, Ulnaris, C8 T1

IMpo6ar A. 50 200 . 12,7
1 3 5 1111 13,4
2 10 40 i 12,7
Orent
Gara B.
fpOdAId 30 120 A i3
4 50 200 A 14,0

+8,3 92,8 84,7

+0,8 +0,8 13 32,3
+2,8 32,0 59,6 32,3
+21,7 53,4 29,7 32,4
+9,0 81,0 68,0 32,3

Puc. 3. Ipagpuru u mabauya napamempos dekpemenma M-eoanvt npu pummuueckoi cmumyasyuu Ha yvacmome 50 Iy y npodanda A., 23 aem (a) u 3, 10, 30

u 50 Iy 'y eco omuya B., 44 aem (6)

BepudUKaUK BEAYTCS O HACTOSIIIETO BpeMeHu. Muo-
TOHUSI SIBJISIETCSI OCHOBHBIM KIIMHUYECKWUM TIPOSIBIEHUEM
HMC u 3avactyio eguHCTBEHHBIM jisi rpyniiel HIIM.
B pa3BepHyTOi cTanuu 3a60eBaHUs pa3nesieHue Ha qU-
crpoduueckyto muoroHuoo (JIM) u HIM He BBI3BIBaeT
3aTpyaHeHuil. B rpynne JIM 3KOHOMUYECKM LIEIECO0-
Opa3HO MPOBOAUTH BePUGDUKALNIO HO30JIOTUUYECKUX
(hopm MoekysIpHO-TeHETUYECKMMU MeTonamu [8, 14].
B rpynne HJIM uena Ha JJHK-guarHocTuky BbicOKa
U TpeOyeT TapreTHOro BeiOOpa reHa. ONTUMU3UPOBATH
BeiOop JAHK-uccnenoBanus npu HIAM nosBonsieT kiu-
HuK0-OMTI -Tomxon. DMI momoraeT mrdbepeHIIMPOBATH

HJM, crepteie popmer M unu JIM B medrote 3aboite-
BaHUsI, KOTJA KIMHUYECKAass KapTUHA OTPAaHUYMBAETCS
TOJIBKO HAJIMYMEM MUOTOHWYECKUX 3a7iepKeK, a HO30J10-
rUYecKast TMarHoCTHKA BBI3BIBAET OTIPEe/IEHHBIE 3aTPY/I-
HeHus [15].

B npencraBieHHOM KJIMHUYECKOM HAOIIOAEHUU
y ipobaHna A. u ero orua B. mokazana achekTuBHOCTD
TPEIJIOKEHHOTO paHee aaroputMa auddepeHInanibHOM
muarHoctuky HMC [10] ¢ xapakTepHbiMu 11t BM Bbipa-
XEHHBIM JeKpeMeHToM M-BomHbl (> 60 %) npu BPC
n orcyrcrBreM m3MmeHenwii ITJ1E mpu n®MI. Y ipobanma A.
VMEJNCh TUTTMYHBIE Herponoypkutenbhble (< 1 ¢) MP [15],
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Puc. 4. Ipaghuxu MP npu uccaedosanuu cnonmanHoil akmugHocmu: a — MHodcecmeentvle M P daumensrocmoio < 1 ¢ y npobanda A.; 6 — MHOMCECmBeHHbIE

MP dnumensvrocmoio 1—2 ¢ y omya npobanoa

OdnavtensHocTb-amnantypa MNAE
a

foa) o &
4 (&)
= 1000 ') o
g ® |+
3
S ° a
s
< o o

100

0 5 10 15 20
AnvtensHOCTb, MC
W MNonndasHbie — Hopma

OnntensHocTb-amnantyga NAE

1000

AMnnuTyaa, MKB
®le
<)

100

0 5 10 15 20
AnvtensHoOCTb, MC

W MonndaszHbie — Hopma

Puc. 5. [ucmoepammsi pacnpedenenus onumensrocmu u amnaumyovst [IUIE npu udMT ¢ npasoii bonvuiebepyosoii muiuypi: a — y npooanda A. HopmansHas
cpeduss dnumenvrocms TIJIE ¢ mendenyueil k cmewenuro ee 0oaaxka pacnpedenenus 64e6o, ¢ edunuunvimu T E nuzkoi amnaumyost; 6 — y omuya npooan-

da B. HopmanvHble cpednsis onumenvHocms u amnaumyoa IIE

OIHAKO Y €r0 OTIIa 3apeTucTpupoBaHbl MP mimmrenbHO-
cThiO 1—2 ¢, peIKo BeTpevaromuecs mpu BM.

IMauueHT A. 61 HaTpaBJeH 151 YTOYHEHUSI TEHETH -
YeCKOTr0 pHUCKa YXe C YCTAHOBJICHHBIMH 2 MYTaIlUsSIMU
BreHe CLCN1n nuarno3om MT ¢ BepTUKaIbHOI cerpera-
uueii 3ad6oneBanus. ns MT xapakrepHo Hanuuue 1 my-
Taiuu B reHe CLCN 1, 9TO 0OBSICHSIET ayTOCOMHO-IOMU-
HAHTHBIN THIT HACJeAOBAaHMS U TIepeaady 3a0oJIeBaHMS
B psimy mokojieHuii. Hammane 2 myramumii mpu MT Bo3-

MOXHO TIPH UX IIUC-TIOJIOKEHUHU (Ha OTHOM XpOMOCOME),
yTO BCTpedaeTcs: peako [16]. ¥V GosbpHOro A. Myrauus
¢.1437 _1450dell14 B muTepaType omrcaHa KaK perecCruB-
Has [17] u pacrionoxeHa paHbine MyTtanuu ¢.2680C>T,
BCTpEYAIOIIEICs TIPH JIFOOOM ayTOCOMHOM THIIE HACJIeI0-
BaHus [18], Bce 3TO CBMIETENBCTBOBAIO B TMOJB3Y MB.
OmHako mociie BHISIBIICHUS TeX K€ MyTaIldii y OTIIa TIPO-
0aHpa B. Bompoc o Ho3oornueckoit popme BM ocrancs
OTKPBITHIM.
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Puc. 6. KTH u KTH ¢ x041000601i npo6oii ¢ npasoii mviuiysl, omeodsuieli musutey, y 60avHoeo B. Yepuvie cmpeaku — 10-cekyHOHOe U30moHu4ecKoe
cokpawenue, npeduecmeyioujee cepuu cmumyno6 (0,1 Iy 6 cmumynos): a — KTH npu memnepamype xoneunocmu 31,4 °C (cnusxcenue amniumyoovt
nepeoii M-goanbl 6 nepgoii cepuu cmumynos Ha 24,6 % omuocumensto 6az060ii M-6oanbl 6 uccaedosanuu, ymo coomeéemcmsyem 11 nammepry no @yproe);
6 — KTH nocae oxaaxcoenus koneunocmu 00 memnepamypul 25,3 °C (usmenenuii M-604Hbl 6 cepusx cmumyn08 He bls6A€HO, YMO COOMEemcmeyem

111 nammepny no @ypnue)

Panee yTBepxXIanoch, 94To 1e0I0T IEPBBIX CUMIITOMOB
MB — 4—12 net, MT — nmo 3 net. Y Hammx ImalieHTOB
J1e0I0T Mpuilescs Ha 6—8 jieT, u 3a00JIeBaHKe HAYaloCh
CO CKOBaHHOCTHM B HOTaX, YTO CYMTAJIOCH XapaKTEPHBIM
s MB [4]. OgHako, o JaHHBIM JIMTEPATyPhI TTOCTETHUX
10 net, Bo3pact nepBoix npu3HakoB MT u Mb okasancg
OIMHAKOBBIM — 6—12 jieT ¢ npeobiagaHueM Hadalia co CKO-
BaHHOCTH B Horax Ipu obenx ¢popmax HMC [7, 19, 20].
bonbHbie A. 1 B. ¢ He3HAYUTENBEHO BBIPAXKEHHOM TUTIEP-
Tpodueli CKeJeTHOM MYCKYIaTyphI (CM. puc. 2), 6e3 Tpe-
0o0IamaHus B HOTAX, IO TOJYKOJWYSCTBEHHOM OIICHKE
TSDKECTH MUOTOHUM (OT TSKETTOM «++-+» 10 MITKOM «+»)
[4] mmetoT cpemHIolO cTeTieHb («++»). Bee KmuAMUIeckue
IIPOSIBIICHUST HAXOMWINCH B 30HE TIEPEKPHITHS (PEHOTUIIOB
MT u MBbB, 9To He crTocoOCTBOBAIO YTOYHEHUIO HO30J10-
run. OnumpaThes TOIBKO Ha KITMHUYECKUE TIPU3HAKYU TIPU
mnddepennmanbHoit nuarHoctuke MT 1 MbB Henb3s, Tak
Kak B OTHOM ceMbe Y OOJTbHBIX C OMMHAKOBBIMUA MYTALIMSIMU
BBIPAXKEHHOCTb CUMIITOMOB BapbUPYeT B IIMPOKUX IIPEIe-
JIax, a B IIOCJICIHUX 0030pax BCe Yallle aBTOPBI HE HAXOMSIT
CTaTUCTUYECKN 3HAYMMBIX KITMHUYESCKUX OTIININI MEXKITY
MT u MB [7, 19-22].

MuoToHUS He MPUBOAUT K HApPYIIEHWIO HEPBHO-
MBIIIEYHON TIepenadyn, OJHAKO IIPOOBI PUTMHYCCKOM
CTUMYJISILIIAY IITHPOKO MCTIOJIB3YIOTCS, IIOTOMY YTO ITO3BO-
JISTIOT OOHAPYKUTH XapaKTepHbIC N3MEHEHUST TIPU Pa3JId-
HBIX Ho3o0Tnueckux popMax HMC. Pe3ynsratel putMu-
YeCKON CTUMYISIHUM BOCIIPOU3BOAMMBI M SIBIISIIOTCSI
HEOThEMJIEMOI YaCThIO AJITOPUTMOB THPhepeHIINATEHOM
mnarHoctuk HMC [23—25]. [TanuenTy B. mpoBeneHbI Bce
IIpOOKI, MpUMeHsIeMbIe B T (epeHITNATBHON TMarHOCTH-
ke MT u MB, ¢ onucanueM pa3HOPOTHOCTHU PE3YIbTATOB.

ITpu BPC na 10 Ii1 BeISIBIEH JEKPEMEHT aMIUTUTYIbI
M-BojiHbl — 32 % (cM. puc. 3). AHaJIOrMYHbIE U3MEHEHUS

BcTpevarotcst 6onee yeM y 60 % nauuentoB ¢ Mb [26],
XOTSI B «JOT€HOMHBII MIEPUOI» CUNTAIOCH, YTO JEKPEMEHT
Ha 10 Iir xapakrepen Tonbpko misg Mb [27]. Cerogus nme-
KpeMeHT omnucan npu oobenx ¢opmax HMC 1 He ncronb-
3yercst npu auddepertposke BM [24]. Boicokast 9yBcTBU-
TEJIBHOCTH 3TOTO TeCTa IMoKa3aHa Ipy JudbepeHIInaIBHON
muarHoctuke MbB, JIM u mapamuotonuu [26].

C y4eTOM TOro, 9TO HE TOJbKO HaJIMUKE JeKpeMeHTa
aMIUTMTYIBI, HO M €T0 BBEIPAXXCHHOCTh B OTBET Ha OoJjiee
paHHMEe CTUMYJBI TIpu pa3HbIXx popmax HMC 3aBucdar
OT YacTOTHl CTUMYISILMU [27], WcciemoBaHWe TAaHHOTO
mapaMeTpa IIPOBEICHO C MPEIbIBICHUEM CTUMYJIOB BbI-
COKOI1 4acTOTHI. JIeKpeMeHT aMILTUTYIbI M -BOJIHBI TTOJTY-
veH Ha yactote 30 [11 (53,4 %) u mocTrTaeT MaKCUMAaTbHOU
BbIpaxkeHHOCTH B oTBeT Ha 50 Iix (81,0 %) (cMm. puc. 3).
VY manmentTa A. Ha 50 11 BeISIBJIEH aHAJIOTMYHBIIN TEKPEMEHT
M-Bosnb (92,8 %) (cm. puc. 3). dexpemenT ipu Mb Bo3-
HHUKaeT Ha 00Jiee HM3KYIO 9YacTOTY, YeM ITPH IPYTUX (hopMax
HMC [27]. XapakTepHble CTaOMIbHBbIE U3MEHEHMST TeKpe-
meHTa M-BosHbl Ha 50 Iix mpu M B, KoTopble He BcTpeda-
JOTCSI HU TIpA OJHOM APYroM 3abosieBaHuM [28], 1 gexpe-
MEHT Ha pa3HbIX cTaausix 3adoseBanus mpu BM u JIM 1-ro
TUTIA ONTMCAHBI B OTEUECTBEHHBIX ITyoymKanusx [10]. Takum
00pa3oM, MOXKHO CIIeJIaTh BEIBOII, UYTO MCIoIb30BaHne BPC
s nudpdepeHmanbHoi quarHoctuku MT 1 Mb He Ha-
IO OMHO3HAYHBIX OTBETOB Y Pa3HBIX aBTOPOB, OTHAKO 3TO
He WCKJII0YAeT WX IIEHHOCTh B IMATHOCTUKE Pa3TIHBIX
dopm HMC, xoTs MOXeT IIPUBOAUTE K ITyTAaHULIC B MUHTEP-
TIpETAIINN TTOJTyYCHHBIX pe3yJIBTaToB. [10 maHHBIM TUTEpa-
TYPBI, HEOMHOPOIHBIC PE3YJIBTAThI CBSI3aHBI ¢ HEOOJBIIION
BBEIOOPKO#, YacTO BKITIOYAIONIEH HETeHOTUITMPOBAHHBIX
OOJIBHBIX, OTCYTCTBUEM IPYITITHI KOHTPOJIS TSI UICKITIOUCHUST
HOPMAJIbHBIX 3HAYCHUM IEeKpeMEeHTa W COMOCTABJICHMS
YaCTOTHI CTUMYJIsIAM Tipu BPC y marmmeHToB ¢ pa3imaHbI-
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mu popmamu HMC. Bee 310 TpeOyeT repecMoTpa N3BECTHBIX
anroput™MoB BPC 1 BEIpabOTKYM ONITUMATEHOTO IIPOTOKOJIA
mnst HMC, 9ro, HECOMHEHHO, TIOMOXKET ONTUMHU3UPOBATh
HO30JIOTUYECKYIO TUAaTHOCTHKY.

B mnarnoctuke Bceii rpynmel HMC, B yactHoct MT
u MB, 6onbiioe 3HauyeHue Boznaraiotr Ha KTH npu kom-
HaTHOH TeMITepaType U OXJIaXXIeHNY KOHEUHOCTH C BBIIC-
JeHreM 3 maTTepHOB 1o PypHBE; MaTTePHBI BEICOKOCITC-
mudnanHb! 111 MT, MBb 1 MuOTOHMIT ¢ MyTallUSIMU B TeHE
SCN4A [12, 23]. KTH mpencrasisier coboit 3 cepun CTH-
MYJIOB JIOKTEBOTO HepBa, KaXXIOMY M3 KOTOPBIX TIPEIIIIe-
ctByeT 10-CeKyHIHOe M30TOHMYECKOE COKPAITICHNE MBIIIIIIBI,
OTBOISIIeH MU3MHEI. M-BOJHBI B CEPUSIX CPAaBHUBAIOT
¢ 0a30B0i1 M-BOJTHOI, 3aITMCAHHON B Ha4YaJie UCCIIeA0BAHMS:
MMagieHne/HapacTaHUs aMIUTUTYIBl M-BOJTHBI B KaXKIOM
TTocyIemyoIeii cepum xapakrepHo s [ marrepHa o dypHbe,
MMajicHNe aMIUIATYIBI ITepBoii M-BOJTHEI B CEpUM C TTOCTIE-
IIYIOIITM BOCCTaHOBJICHHEM aMIUMTYIbI — 1t 11 mmaTrepHa,
OTCYTCTBUE U3MeHeHMi1 M-BoJiHbI B cepusix — ais 111 mart-
tepHa. Il marrepH mo ®ypHbe xapakrepeH mist BM u JIM,
Ho wist Mb cnielinguyHo BbIpak€eHHOE MaieHue ¢ Mociie-
IYIOIIIMM BOCCTAaHOBJICHUEM aMITIMTYIBI M-BOJIHBI BO BCEX
cepusIX CTUMYJIOB, a It MT — mM3MeHEeHUST aMIUTUTYIBI
TOJIBKO B TIEPBOI CEprUU CTUMYJIOB, Kak 1 rpu JAM. I1pu ox-
JIAXIEHNA KOHEYHOCTU TaTTepH mpu MbB He MeHsieTcs,
a npu MT ctaHoBuTCSI aHaJOTUYHBIM ¢ MB, 4TO M03BO-
JISIET pa3rpaHUIUTD 3TH 3a00JIeBaHMsI. Y HAIIero MaleHTa
B. KTH He omnpaBnan 3asiBIeHHbIX JMarHOCTUYECKUX BO3-
MOXKHOCTEH, XOTS IIpX KOMHATHO TeMIiepaType ObUT ycTa-
HosyeH Il marrepH 1o @ypHBE, HO aMITIUTYyIa M-BOJIHBI
“3MEeHEeHa TOJIbKO B IIEPBOIT CEPUU CTUMYJIOB IIPY KOMHAT-
HOM TeMIiepaType 6¢3 U3MEHEHMSI ITapaMeTpOB M -BOJTHBI
IIpH oxJIaxmeHnH, uTo 1o PypHbe xapakTepHo mist M (cMm.
puc. 6). KTH xopoiiio nepeHocUTCsl 6OIbHBIMUA 1 4aCTO
nucnonbdyercd asg quarHoctuku HMC [20], Ho Hu3Kasg
YYBCTBUTEIBHOCTD M BBISIBJICHUE OOJIBIIOTO YKCIIa HOP-
ManbHOTO TIatTepHa (111 Tuma) mo dypHbe y TeHOTUIIPO-
BaHHbIX 60s1bHbIX ¢ HMC [7, 26, 29] TpeOyeT nanbHeiiiero
ucciienoBanus u yrouneHust Mmecta KTH B nuddepeniim-
anbHOI nuarHoctuke HMC.

M3-3a OTCYTCTBUSI OMHO3HAYHBIX U3MEHEHUI B TIOJIh-
3y MT umm M B nipu KnTuHUKO-351eKTpoMuorpadpuiecKom
o0cnegoBaHUU y HAIIMX 00JbHBIX B. 1 A. pekoMeHa0Ba-
Ho mnpoBenaeHue JAHK-auarHocTuku y poacTBEHHUKOB
mpobaHma. Y oTia IpodaHIa BRISIBJICHBI T K€ MYTaIlNU
c.[1437 _1450del14];[2680C>T] B rene CLCNI. Tpamc-
MOJIOXKEHUE MyTalluii 1 nuarHo3 Mb y nmpobaHna u ero otua
ObLIY TOATBEPKIAEHBI MPU aHAINU3€ CLEMJIEHHBIX Tario-
WIHBIX TEHOTHUIIOB IIOCJIE TOIIOJTHUTEIIFHOTO MCCIICIOBa-
Hus JIHK Mmarepu u cectpbl npobaHia. Y Matepu rpodaHaa
ycraHoBieH reHorun c¢.[2680C>T];[=], T. e. oHa sIBiIsIETCS
3M0POBBIM HOCUTEJIEM. Y CeCTPhI ITPOOAHIIA BBISIBIICH TEHO-
tnn ¢.[2680C>T];[2680C>T], moarsepxneH nuarHo3 Mb
(cm. puc. 1).

JHK-guarHocTuka MaTepy 1 OTLIA MOCTYKWIN OCHO-
BaHMEM [JISI TTOCTAHOBKM HO30JIOTUYECKOTO ITHAarHO3a
¥ pacyeTa KOPPEKTHOTO TeHETUYECKOTO PUCKA IS BCeX
YJICHOB POJOCIOBHOM. YcTaHOBIEeH AuarHo3 Mb c ayTo-
COMHO-PEIIECCUBHBIM TUTIOM HacjiemoBaHM. JIJIs meTeid
npobaHga 1 wieHoB pogocioBHoit 11:3, 118, I1:10, II:11
u 111:6 (cM. puc. 1) reHeTnyecKuit puck Hu3kuii (<1 %).
ITenorun poauteneit mpodanga (11:6 u 11:7) mo3posun
00bsICHUTD BBICOKUI (50 %) reHeTU4eCKUi PUCK [UIS IIPO-
0aHma, cecTpbl, BO3MOXHBIX CHOCOB M BEpPTUKAJIBHYIO
cerperauuio 3a00JIeBaHUs OT POAUTENEHl (IICEBIOIOMM-
HAHTHBIN TUII).

MT xopolllo M3BeCTHA BpadyaM W SIBJISIETCS TICPBBIM
IarHO30M IIPH BBISIBIICHMN MUOTOHUH Y 001pHOTO0. OmHA-
KO 3a TIOCJIeTHUE AEeCITIWICTHS YCTAHOBIICHO, YTO YacTOTa
BcTpeuaeMoct Mb Boiie, yeM MT B 2—3 pasa, 4to npu
OTCYTCTBUH CEMEITHOTO aHaMHe3a ITPaKTUIECKY NCKITI0Ya-
et MT [16, 30, 31].

I1pu BM BBISBIISIIOT ITPaKTUYECKHU BCE PA3HOBUIHOCTU
MyTaluii (MUCCEHC-3aMeHBI, ITeIeINU, MHCEPIINN, KOM-
OMHUPOBaHHBIC ACICLINN C THCEPLIVSIMU, HOHCEHC-MYyTaIlun
¥ 1Ip.), HEKOTOPBIC CIIOXHBI B MHTEPIIPETAIINM B TIJIaHE
maroreHHocTU. Kpome Toro, 6onee yem y 30 % nauyeHTOB
¢ BM ne naxogaT mytanuii B reHe CLCNI, a B ciydasgx
C eIMHCTBEHHBIM ITOPAXXEHHBIM B CEMbE HE BCET/IA BHISIB-
JISTIOT BTOPYIO MyTalnio. B To ke BpeMsT M3BECTHEHI CITydan
BM ¢ Hammumem 6omee 2 mytaunii B reHe CLCN 1, 9To CBU-
JIETETCTBYET O BOZMOXKHOCTH HATMYYSI UX B IINC-TIOJIOXKE-
Hun (Ha 1 xpomocome). Takue cirydanm MOTJIM OBbI OBITH
HE PEIKOCThIO, €CIM OBl IIOMCK HEe 3aKaHIMBAJICS TIOCIIE
BbIsiBiIeHUs1 2 myTauuii [2, 16, 30]. CerogHst U3BECTHBI
He BCE MEXaHM3MBbI, YYaCTBYIOIINE B TIOJTHOM IIUKJIE BO30Y-
JIMMOCTH MBIIIIEYHOTO BOJIOKHA. Hammame KoMIieHCaTOpHBIX
MEXaHM3MOB IPYIMX T€HOB U MX IPOAYKTOB TaKKe MOXKET
onpeaensith Tsokectb MT u Mb, pa3mbiBast (peHO-TEHOTH -
MMYEeCKYe TpaHUIIBL. Bee omicaHHbIe 0COOCHHOCTH C HAJIH -
YreM MYyTallWii, He OTIPeAeISIONINX CTPOTO THUIT HAacIen0Ba-
HUs Npu BM, KpaifHe 3aTpynHSIOT MEANKO-TEHETUIECKOE
KOHCYJIETUPOBaHWE C pasrpaHMYCHUEM Ha JOMWHAHTHBIN
WJTY PeTieCCUBHBIN TUITBI HACICIOBAHMSI HE TOIBKO B CITOpa-
IIEeCKUX CITyJastx, HO M, TIOPO#, IIpY OYSBUIHOM THIIC Ha-
caenoBaHust. [IprMepoM SIBIISIETCS Hallle KIIMHUIEeCKOe Ha-
OmomeHe, KOTa KITIMHUKO-3JIeKTpOHeipoMUorpadmaeckast
KaptuHa He oyeBuaHa 111 MT v Mb u pelmts 1uarHo-
CTUYECKUII TIOMCK MOXHO TOJIBKO ITPOBEICHMEM ITOMCKa
MyTalMii y 000MX poauTesieii IIpodaHaa.

3akniouenue

3a nmocaenHue OeCATUICTHS OOCYKIAIOTCST Pa3HBIC ajl-
roput™bl guarHoctuku HMC, B koTopeix DMI mipomoi-
KaeT 3aHMMAaTh ycTroiumBoe moiyioxxeHue [31]. JlaHHoe
HCCIIeIOBAaHME TIpeIaracT ONTUMU3NPOBAHHBIN aJITOPUTM
00cIIeqOBaHNs, TTO3BOJISIIONINI 3HAYUTEIBHO YCKOPHUTH
YCTaHOBJIEHUE IMArHO3a.
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Muonamus Muouwiu: guarHocmuka ceMeliHoro cnyyaa guccepnaudonamuu

B.I1. ®enoros!, O.1I1. Peokkosa?, A.B. IToaskos?
'BY3 BO «Boponexcckas obaacmuas kaunuveckas ooavruya N 1»; Poccus, 394066, Bopounexc, Mockosckuii npocn., 151;
2OIrbHY «Meduko-eenemuueckuii Hayunbiii yenmp»; Poccus, 115522, Mockea, ya. Mockeopeuve, 1

Konumaxmeot: Banepuii Ilasnrosuu @edomos fed val@Iist.ru

Muonamus Muowu (MM) — 00ra u3 pedkux ducmanvHuix popm NOICHO-KOHEUHOCIHBIX MbLUEHHBIX OUCMPOPUIL, XapaKmepu3yemcs cad-
bocmbl0, NepPEOHAUANBHO 3ampazuearoulell UKPOHONCHbIE MbluLLbl 8 HOOPOCIKOB0M UAU PAHHEM 83DOCIOM 803DAcme, MeOAeHHO NPO2PecCi-
DYIOUUM MeUeHUeM, «B0CX00SUUM> NAMMEPHOM 808ACHEHUS MbIUEYHBIX 2DYIN 8 AMPOPUHUECK UL NPOUECC, C 8bIPANCCHHBIM KAUHUECKUM
noaumopghuzmom 6 debromroii cmaduu (onucarst 3 arneavuvix eapuanma). [lpu MM ommeuaemcs 3nayumenvras eunepkpeamungocpa-
memus, npegviuiarouas Hopmy 6 20—50 pas. MM omnocumcs Kk ducgepauronamusm ¢ pazHoobpazuvimu mymavusmu 6 eene DYSF.

Mot npedcmasnsiem 20-remuee cemeiinoe Hadarodenue 2 6oavHoix MM 6pamueé ¢ onucanuem OUHAMUKY KAUHUYECKUX NPOAGAeHUll, OUO0-
XUMUYECKUX, KOMUbIOMEPHO-MOMOZDADUUECKUX U FNeKMPOMUOSPaPUHUecKUX napamempos. Juaznos Gvin eepuduyuposan memooom noa-
HO9K30MHO020 cekeeHuposanus eena DYSF c eviseaenuem muccenc-mymauuu 6 c.5302 (C>T) 6 eomo3ueomnom cocmosHuu, npuseduel
K 3amere @ noaunenmudroii yenouxe DYSF p.Arg1768Trp. Obcyncoaemes oughgpepernyuansvras ouacnocmuxa MM u kaunuuecku cxo0Hbix
HACAe0CMBEeHHbIX HEPBHO-MbLULEUHBIX 3A001€8AHUI.

Karouesvie caosa: muonamus Muowu, cemeiinoe Habaodenue, ducepaunonamusi, NOSACHO-KOHEHHOCMHbIe Mblile4Hble OUCmpopuu, eeH
DYSF, noanoeenommoe cexeenuposanue, 31eKmpomuocpagus, cunepkpeamungpocpamemus, He8paibHas amuompodus, MUONAmMus, MUc-
CEeHC-Mymauust
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Miyoshi myopathy: diagnosis of a familial case of dysferlinopathy

V. P. Fedotov', O. P. Ryzhkova?®, A.V. Polyakov’
"Voronezh Regional Clinical Hospital One; 151 Moskovskiy Prospekt, Voronezh, 394066, Russia;
2Research Center of Medical Genetics; 1 Moskvorech’e St., Moscow, 115522, Russia

Miyoshi myopathy (MM) is a rare distal form of limb-girdle muscular dystrophies characterized by weakness primarily affecting the calves
in adolescence or young adulthood, with slow progression, the ascending pattern of involvement of muscle groups in an atrophic process,
and with obvious clinical polymorphism at onset (3 allelic variants are described). In MM, hypercreatine phosphatemia is noted to be 20—
50 times the normal blood concentrations. MM is referred to the dysferlinopathies with different mutations in the DYSF gene.

In that manuscript we describe a 20-year familial case of 2 brothers with MM, including changes in their clinical manifestations, biochemi-
cal, CT and EMG parameters. The diagnosis was verified by whole exome sequencing of the DYSF gene to identify a homozygous missense
mutations (c. 5302C>T) leading to replacement in the polypeptide chain of DYSF p.Arg1768Trp. The differential diagnosis of MM with
clinically similar hereditary neuromuscular diseases is discussed.

Key words: Miyoshi myopathy, familial case, dysferlinopathy, limb-girdle muscular dystrophies, DYSG gene, whole genome sequencing,
electromyography, hypercreatine phosphatemia neural amyotrophy, myopathy, missense mutation

BsepeHue

[MosICHO-KOHEYHOCTHBIE MBIIIEYHBIC OUCTPOGUN
(ITKM/I) — ob1mpHast TpyTira HacIeICTBCHHBIX 3a00JIeBaHII
C BBIpAXXEHHBIM KIIMHITYIECKUM ITOIMMOP(PU3MOM 1 3HAUIM -
TEJILHOM TeHeTNYeCKOi reTeporeHHoCcThIo [1—3]. Ceromns
BheIzenseTcs oonee 30 reHeTnueckux BapranToB [TKM/I, mis
27 113 KOTOPBIX neHTH(pUILIpoBaHbl TeHI [4]. K penkim Ba-
puantam [TKMJI 2-ro Tima oTtHOCITCS TucdepaImHONnaTI
(AIT) (qactoTa 1:200000) co criermprmaecKnM KITMHTISCKIM
MaTTepHOM M TedeHneM 0ose3Hu [3, 5]. OmcaHsl 3 ayienb-
HBIX BapyaHTa; TUcTaIbHas Myuorarust Muorm (MM, Miyoshi
myopathy OMIM # 254130), rmosicHO-KOHEYHOCTHAsI MAOTTa-
tust (LGMD, 2BOMIM # 253601) 1 aucTanbHasi MAOIIATHSI
¢ nedrotoM B pasrubareisix crorn (DMAT, OMIM # 606768) [6].

MM xapakrtepusyeTcs c1ad0CThiO, KOTOpasi IIepBOHA-
YaJIbHO 3aTparvBacT B IOIPOCTKOBOM MJIM paHHEM B3pOC-
JIOM BO3pacTe MKPOHOXHBIC MBI, [TalimeHThI Xamy-
FOTCS Ha 3aTPyTHEHUS XOOb0BI HA HOCKAX, UTO YKa3bIBaeT
Ha BOBJICUCHHE B ITPOIIECC MKPOHOXKHBIX MBI Co BpeMe-
HEM MBIIIeYHasT CIa00CTh MOXET pacIIpOCTPaHSThCS Ha
MBIIIIIBI TA30BOTO MOsica. Y OOJBITMHCTBA OOJBHBIX B IET-
CKOM BO3pacTe HeT IMPU3HAKOB MBILICUYHOM CJIA00CTH, 1 MHO-
rue W3 HUX 3aHUMAIOTCSI CITOPTOM. 3aboJieBaHWE MMeEeT
MpOrpecCUpylolliee TCUCHUE, pacTSATUBAIOIIeecs Ha Je-
catuieTusi. B me6r0THOM cTamuy CHIBOPOTOYHEIE YPOBHU
kpeatnHkrHa3bl (KK), makratmernaporeHassl ¥ aabaoja-
3bl 3HAYNUTEBbHO TTOBBIIIeHH (B 10—50 pa3), B obpasiax
OMONTATOB MBI OOHAPYXWBAIOT ATUCTPOPUUIECKHE
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W3MEHEHUS C MHOTOYMCIICHHBIMH BOCITATUTEIbHBIMU OYa-
ramu [5].

IMpu ITKM/I tuma 2B (ITKM/J 2B ) k1uHn4eckast
KapTWHa UMeeT 0osbloe cxoacTtBo ¢ MM. 3aboneBaHue
MaHU(pECTUPYET B TIO3MHEM ITOIPOCTKOBOM BO3pacTe 1, KaK
MIPaBUJIO, MEJICHHO MporpeccupyeT. MblieyHast c1abocTb
mpeobramaeT B MPOKCUMAJIBHBIX TPYIIIaX MBIIIIL Oemep.
MBI TUIEYEBOTO TT0sICA 3aTPAaruBarOTCs pexke, a B OT-
IEJIbHBIX CITy4YasXx IOJITO OCTAIOTCS MHTAKTHBIMU. BoBe-
YeHHEe B MPOIECC MTUCTAIBHBIX MBIIII HOT MOXET IIpO-
W30UTH TIOCNIe HECKOJBKHUX JIET MPOIrpecCUpOBaHUS.
Y HekoTophix 00IBHBIX HavabHOE TposiBieHrue [TKMJ]
2B xapakTepu3yeTcsl OITHOBPEMEHHBIM BOBJICUYCHUEM
B IIPOIIECC KaK AUCTABHBIX, TaK U IPOKCUMAJIBHBIX TPYIIIT
MBIIII] HOT, YTO HEOOXOAUMO YIMTHIBATh IIPU THATHOCTH -
K€ 9TOro reHeTU4eCcKoro BapuaHra [7].

Ien ayrocomHo-penieccuBHoit [TIKMJI 2B 1 MM kap-
TUPOBaH B 0o0JlacT XpoMocoMbl 2pl13 [8, 9]. MerogoMm
npsiMmoro cexpeHupoBaHus oopasuoB JHK 6onbHBIX
C pa3HBIMM KJIMHUIECKUMHU BapraHTaMU B IIOCIICAYIOIIEM
OB OOHAPYKEHBI MyTallMK B reHe aucdepnnHa (DYSF),
YTO CBUICTEIBCTBYET O SAMHOM MOJICKYJISIPHO-TeHETHYE-
CKOIl mpupone obcyxkmaeMbIx ¢opM, HasbiBaeMbIx JII1
[10].

B 1996 r. rpynima HU U nesposaorun PAMH uccieno-
BaJla BHYTPUCEMEWMHBI KIMHUYECKUN TOJIMMOPPU3IM
B OOJIBIIION aBapcKoil ceMbe M3 JlarecraHa, OXBaTHIBAIO-
1Ieit 6 MOKOJIEHUH, B KOTOPOil y 9 u3 12 mauueHTOB ObUIU
npossienns [TIKMJI 2B, ay 3 — MM [11]. ¥ Bcex 607b-
HBIX B 9TOM CeMbe OOHapyXeHa OIHA M Ta Xe MYTallMs
¢ 3ameHoit TG>AT B ¢.573—574 rena DYSF, ¢ 3ameHoit
BaJIMHA Ha aCIlaparuHOBYIO KUCIO0TY (p.Val67Asp) B moJiu-
nentuaHou uenwu [11].

V 20 u3 25 AMOHCKUX MALMEHTOB C KIIMHUYECKUM [T1-
arHo3oM MM o 16 pasHbix MyTaunii B rede DYSF,
10 u3 xoTopbix ObIM HOBBIMU [12]. B cBoeit paboTe
K. Nguyen u coaBr. mokasanau, 4To okoJio 50 % n3 40 6ob-
HbIX ¢ JI1 umenun tunuunyio kaptuny MM unu ITKMJ]
2B [13]. ¥V npyrux mammeHTOB HaOIIOOAINCh O0jIee Heo-
ObIYHBIE (DEHOTHITBI: CMEIIAHHBIC TIPOSBICHUS IIPOKCH-
MaJIbHOrO U JUCTalbHOro aebdioTa (35 %), aucraibHas
0oJIe3HEeHHAas! MPUITYXJIOCTh HOT'M 0€3 MBIIIIEYHOM c1ab0-
ctu (10 %), 6GeccuMInTOMHBIE CiTy4dau ¢ roBbieHreM KK
CcbIBOPOTKH KpoBHU (5 %). Y 25 % GoNbHBIX pa3BUTHUE 3a-
0oJieBaHMST OBLIO HACTOJBKO OBICTPHIM, YTO YCTaHABIIH-
BaJICSI HETIPABUJIBHBIN THMArHO3 BOCITAIMTEIBHOI MHUOTIa-
TUU — TTOAUMUO3uTa [ 14].

Iexb uccrenoBanus — N3ydeHNE TMTHAMUKY KIMHAYE-
CKOI KapTHHEI U IIpoBeacHNe TuddepeHIInaIbHON 11ar-
HOCTUKM ceMeiiHoro ciiyyass MM Ha npotskeHun 6oiee
20 meT.

Mamepuanbl u Memopbi

Brutn o6cienoBaHbl 2 TTaliMEHTa U3 OMHOM CEMbH, PO~
HbIe OpaThs, ¢ IPOBeAeHNEM KIIMHMKO-TeHEaJIOTHYECKOTO
aHaJn3a, HEBPOJIOTMYECKOTO OCMOTpPa, OMOXUMUUECKOTO

ananmu3a ypoBHsI KK B kpoBu, anekrpoMmuorpadum (OMI)
u koMmIrbioTepHOl TomMorpadum (KT) mbrmir. O6pasis
JHK wuccienoBaHbl METOAOM IIPSIMOIO aBTOMATUYECKOIO
cekBeHUpoBaHus1. [T0IHORK30MHOE CEKBEHUPOBAaHUE Obl-
JIO BBIMOJHEHO MMAapHO-KOHLIEBbIM MeTomoM (2 x 90 map
ocHoBaHmit) Ha Tiatrdopme Illumina HiSeq 2000 ¢ wnc-
10JIb30BaHMEM CUCTEMbI 00OTalleHUS TAPrEeTHIX I10CIIEe-
moBatenbHOCTel SureSelectV4 (51M). CpemaHee MOKPHITHE
YTeHUsI BO BCeX 00pa3iiax CoCTaBUIO 85X.

[pubGau3urenbHOo 13 30 ThIC. BAPMAHTOB, BBISIBJIEHHBIX
B 00paslie, ObLIM 0TOOpaHbl TOTEHLIUAILHO MOCTYKUBIINE
npuyrMHaMu 3abojieBaHust. Jlisg 3TOro npeaBapUTeIbHO
MPOBEIcH OTOOP BAPMAHTOB, PACIIOJOXEHHbBIX B 85 reHax,
aCCOLIMMPOBAHHBIX C Pa3HbBIMU (opMaMMU MUOMATHIA
WY 3a001€BAHUSIMM CO CXOAHBIMU CUMIITOMAMMU.

Knunuyeckoe nabniopenue

IIpo6ano I0., 1972 e. p., npedsseasn xarobbl Ha cia-
bocmb 6 Hoeax, HapyuleHue NoxXooKu, yMeHbvuleHue 00sema
MblULl 201CHEIL.

Axywepckuii anamues: 6e3 namoaoeuu, npu poxcoeHuu
onuna — 56 cm, macca meaa — 3500 2. Xooum c 1 2oda, ncu-
XxomomopHoe pazsumue no eozpacmy. Puzuueckoe pazgumue
0o 18 nem: 6e3 ocobennocmeil, 3anumancs cnopmom. OKoH4uUn
CPEeOHION WKONAY, 3ameM NOAYHUA CHeYUdNbHOCHb GemepU-
Hapro2o ¢heavduiepa. bvin npuzean 6 apmuro é eozpacme
18 nem, 6 mec npocayxcun 6 apmuu (1990). B cea3u co caa-
bocmuio, pazgueasuieiics 8 Ho2ax, Obll HANPAGAEH  20ChU-
manb U KOMUCCOBAH € OUACHO30M MUONAMULU.

B meduxo-eenemuyeckoii koncyrvmayuu (MIK) Bopo-
HeNCCKOLl 001aCMHOU KAUHUYECKOU 00AbHUYbI NAYUEeHM HA-
onrodaemcs c 22.06. 1992, koeda enepavie 6 6o3pacme 20 nem
obpamuics ¢ xcarobamu Ha caabocms 6 Hoeax, HapyuleHue
NOX00KU, HEeBO3MONCHOCMb CMOAMb U XO0UMb HA HOCKAX.
IIpu ocmompe: amaemuueckoe npONoOpUUOHANLHOE MEAOCAO-
JCeHUe, XOPOULO Pa3eumole MblUllbl 8epPXHE20 NAEUe8020 NO-
saca, myaoguwa, 6edep, HA (YoHe KOMOPbIX OMMEHANOCH
YMeHbuleHue o0sema mbiuy 2onenell (puc. 1); pocm — 174 cm,
macca mena — 76 ke, okpyscHocms epyou — 96 cm, naeua —
30 cm, npednaeuvs — 28 cm, bedpa — 52 cm, eonenu — 32 cm,
oe3 acummempuu. Kucmesas dunamomempus — 34 ke. Kpa-
HUANbHbIE MblUUbL U GEPXHULL NAe4e8oll NOosC UHMAKMHbL.
CyxooicunvHole peghrexcol ¢ pyK cpedHeil Hcu8ocmu, pasHo-
Mmepnole. Konennole pegpaeKcol pagHoMepHO CHUICEHbL, AXU-
A108bL — OMCYMCMEYIOM.

Podumenu (omey 1931 e. p., mame 1935 2. p.) podom
u3 ceaa Yeprnasxa Ilanunckoeo paiiona Bopownedsicckoii 06-
aacmu; 300po6bl U He npedsssaiiu Heaiob HA MblUEYHYHO
crabocmo 6 Hoeax. M3 7 bpamves u cecmep ananoeuyHoe
3ab0ne8anue co CXOOHbIMU NPUHAKAMU HAOA00AA0Ch Yy cmap-
weeo opama B. 1969 e. p. Ocmomp 6 1992 2. ¢ MTK omuya
boavbHO20, 61 200a: xopowee pusuyeckoe pazsumue, pocm —
172 cm, macca meaa — 82 ke, okpyscrnocms epyou — 100 cm,
naeua — 31 cm, 6edpa — 57 cm, eonenu — 37 cm. Ampoghuii
MblUlY, nape308 KoHeuHocmell He 8blsieneHo. CyxocunbHble
pegaekcol ¢ KoneuHocmel pagHomepHbie, yucugvie. Ocmomp
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Puc. 1. [Ipoband 10.: a — enewnuii 6ud (11:7) 6 eozpacme 20 sem (amaemu-
uecKoe menocaodiceHue ¢ eunompoghueil Moluiy, 2onenell); 6 — 6 gozpacme
41 200a: evipaxcennas ampoghus Muluil, OUCIANBHBIX CE2MEHMO08 KOHEeYHO-
cmeli (2oneHell u npednae4ull), Moluly bedep, naeuesoeo nosca, mya08uwa

mamepu 601bH020, 58 Aem: Hepoaoeuueckuil cmamyc 6e3
ocobennocmelti. Ampoguil Mbluiy U nape308 KoHeYHOCmell
He ycmaHoeneHo. Bce cyxoicunbhbie peghnercol icusvie, D = S.
Cmapuwue 5 demelii 6 cemve, co c106 podumeneil, 300poebl, Ha-
DpYyuleHusi nOX0O0KU U YMeHbUleHUs 00sema moluly Hem (puc. 2).

1o dannvim DM npu mecmuposaruu MOMOPHBIX U CEHCOP-
HbIX 8010KOH nepugheputeckux Hep8og OMKAOHEHUs! O HOPMbl
ckopocmu pacnpocmparerust 6030yxcderusi (CPB) ne ebisieae-
Ho. Ilpu ueoavuamoit IMT (uIMI) 6 ukpornoxcHoil u neped-
Hell 60/1bUeOePUOBOI MbIUYAX 3aPecUCMPUPOBAHA CNOHMAH-
Has aKmueHocmb 6 eude eOJUHUUHbIX NOMEHUUANos
guopunnsayuii (IID), nosoxcumensvrovix ocmpuix éoar (II0OB)

U KOMNAEKCHbIX NOBMOPsAWUXCs pa3pados. Xapakmep u3-
MeHeHUs: nomeHyuanoe deueamenvrvlx edunuy (IIIE) (no-
aughasHvle, yKopoueHHble NO OAUMeNbHOCMU) NO360AUA NpeO-
HOA0CUMb NEPBUUHO-MbLULEYHDBLIL YPOBEHb NOPANCEHUS.

IIpu nosmoprom ocmompe 60avH020 uepe3 5 nem (1997)
OMMeUeHO MedAeHHOe NPO2PeccCUpo8anue CUMNMOMO8 ¢ Ha-
pacmanuem 3ampyoHeHUil NPU GbINOAHEHUU NPUBLIYHBIX 08U~
acenuil. Ilosgunacs cnabocms 6 Hoeax npu nodseme no necm-
Huye, yxyouiusace noxooka. Motueunvie ampogpuu 2onenell
u bedep boavuue 6 HUMNCHell U cpedHell mpemsx (OKPYICHOCMb
ymenvuunacs Ha 1,5—2,0 cm). CyxoxcunrsHule, Kapnopaou-
anvHole, KONEHHble U aXUAN08bl PeqhieKcbl OMCYymMCmaEyom.
Tlayuenm ne moe cmosms u X00umsv Ha HOCKAx, ¢ Mpyoom
xo0un Ha namkax. CPB no nepeam 6 npedeaax HopmanbHsix
3Hauenud. /Juaenos: muonamus, ducmanvhas gpopma, aymo-
COMHO-peyeccusHbLil mun Hacaedoganus. Ha epauedno-mpy-
doeoii sxcnepmuoil komuccuu ycmarnosaena 111 epynna un-
saauoHocmu,; ceeoons umeem I epynny.

IIpu ocmompe 6 MT'K 07.08.2013 6 603pacme 41 200a
Hapady ¢ Hapyulenuem NOX00KU HAOA00an0Ch 3ampyoHeHlUe
npu 6CMABAHUL U3 NOAONCEHUs CUOs, YMeHbUleHUue 00sema
Mbluiy, 2oaeHell, bedep, npednaeuuil, myaosuuja (cm. puc. 1).
Pocm — 174 cm, macca meaa — 70 ke, okpyscHocmb 2pyou —
96 cm, nnewa — 23/25 cm (—5 cm), npednaeuvs — 24/23 cm
(—4 cm), 6edpa — 49/50 cm (—3 cm), eonenu — 29 cm (—3 cm).
Heesponoeuueckuii cmamyc: QyHKUuU 4YepenHvix Hepeos —
be3 ocobeHHocmell, 21a3008U2amesnbHble U JHce8amenbHble Mblul-
Ybl, MUMUMECKAsL MYCKYAAMYpa — UHMAKmHusl. B ckenemnoll
myckyaamype y 601bH020 OMMeEYANACh 3HAYUMEAbHAS OMPU-
yamenvHas ounamuka. CyuwjecmeeHHO HAPOCAU Nape3vl
u ampoghuu mvliuy, Koneunocmeil u mynosuwa. llepedeucan-
Csl CAMOCMOSIMENbHO ¢ MPYOOM, RPUMEHSISI NPU IMOM ONOpY.
Iloxodka no muny «ymuHoil» ¢ 4eMeHmMaAMU CMennaycd.
Co cmyna écmasan, ucnoawv3ys npuemst logepca. Ipyodbie
ampogpuu Moy niewesoeo nosica: mm. deltoideus, biceps
brachii, pectoralis major, rhomboideus, flexor carpi ulnaris;
6 MeHbvlell cmenenu — mm. latissimus dorsi, vastus lateralis,
biceps femoris, gastrocnemius (npeumyuiecmeeHHo MeduaIbHbIxX
nopyuii ¢ 0beux cmopom); ampoghus Moy 2oaeHeil, euno-
mpocghus mbiuLy, naeesoeo nosica, chutsl, 6edep. Tonyc 6 ne-
peuucaeHHbIx Mbluyax cHucet. Kucmeesas ounamomempus:

[

I:1

O

1:2

1I:1 1I:2 1I:3

O

1:1 1:2 l:3

I1:4 II:5 I1:6 VA

[

:4 1:5

Puc. 2. Podocrosnas npobanda 0. (0603nauen cmpeakoii): 300possie pooumenu (1:1 u 1:2), 300poswvie 6pamos u cecmput (11:1—11:5), 60avroii cube (11:6)
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cnesa — 18 ke, cnpasa — 19 ke; kaunuuecKu 8 NPoKCUManb-
HbIX omdenax pyk — 00 2 044108, MbLAbHbIX ceubamensx
cmon — 3,0—3,5 6aana, nodouieennvix ceubamensx — 0—1
baan, ceubamensix 6edep — 2 banrnra. BoipajicenHbviil ea1blil
ducmanwhblil u npokcumansusli mempanapes. CyxodcunbHole
peaekcyl ¢ buyencog, KapnopaouanbHole, KOAeHHble U aXul-
1086l pegpaexcel omcymemeyiom. Pyku noduumaem eeepx
puikom. [larvye-nocosyro npoby evinoatHsem yo0oenemeopu-
menwvHo, 6 nose Pombepea neycmoiiuue uz-3a napesa.

buoxumuueckuii anasus kpoeu om 07.08.2013:
KK 2528 Ed/n (Hopma 38— 171 Ed/a).

1lo oannoim IMT om 08.10.2013 — CPB no deueamens-
HbIM B0A0KHAM NepugeputecKux Hep8os pyK U Hoe He U3me-
Hena; uDMTI: ¢ m. biceps brachii dex cnoumanHoil akmueHo-
cmu Hem; cpednsas oaumenvhocms ILIE ymenvwena na 52 %
(5,6 mc npu nopme 11,0 mc); cpeduss amnaumyoa cHudICeHa
0o 318 mx B (nopma 750 mx B), noaugpasnoie nomenyuanst —
25 %.

Sakntouenue: IMIT-npusnaku nepsu1HO-MbleHHO20 npo-
yecca.

Penmeenosckas KT moiumy 6Oedep u eonewnel
om 06.08.2013: npusnaxu 6blpaANCEHHBIX OMHOCUMEAbHO
CUMMEMPUYHBIX MbLUEHHBIX ampouil, npeuMyu,ecmeeHHo
3a0HUX epynn Mbluiy, 6edep U 20eHell ¢ YacmU4HbIM 3amelye-
Huem Jcuposoli mkauwio (puc. 3).

Cmapwuii 6pam npobanoa B., 1969 . p., ocmompen 6 MTK
8 so3pacme 23 nem 6 cés3u ¢ obcaedosanuem bpama. Ha npueme
npedsseasin JHcarobvl HA HapyuieHue noxXooKu, caabocmo
8 Ho2ax, yMeHbvlleHue 0bsema Moluy, conerell (puc. 4).

QDusuueckoe pazeumue 0o 18 rem xopowee, 3aHUMANCS
cnopmom. Okonuun cpeduiorw wkony. B eospacme 21 eoda
npu3ean 6 apmuio, 20e @nepevie NO4YECME08ANA CAAOOCHb
6 Hoeax (1990). Hanpagaen @ cocnumans, 20e Obla YyCMAaHOBAEH
duaeno3s: suueparomuesum. B eozpacme 22 nem nepenec
60s1e31b bomkuna c 8bicoKUM YposHeM Mpancamunas (acnapmam-
amunompancgepaza (ACT) — 356 Ed/a, aranurnamurnomparc-
gepaza (AJIT) — 1326 Ed/a, burupybun — 21,4 mxmonnv/n).

Amaemutecko2o meaocaoiCceHUst, XOpOuio Pa3eumble Mblii-
Ybl @epXHe20 naeueso2o nosica, myaoguua, bedep, npu Smom
OMMeuanoce yMeHvuleHue o0semMa Muliuy 2oneHell, 0oablie
cnpasa. Pocm — 175 cm, macca meaa — 69 ke, okpyscHocme

epyou — 94 cm, naewa — 29 cm, npednaeuvs — 27 cm, bedpa —
52 cm, eonenu cnpasa — 32 cm, careea — 34 cm. Kucmesas
dunamomempusi — 36 ke. CyxoxcunbHvie peghaexcol ¢ pyK cpeo-
Hell scusocmu. Konennvle pegprexcol pagHoMepHO CHUICEHDL,
axunnosvl — omcymcemeyrom. Ilpu IMI éviserervt Hopmans-
Hass CPB no nepughepuneckum vepeam pyx u Hoe, npu uSMI —
CNOHMAHHAsI aKMUeHocmb 8 eude eduruunvix 11O u [1OB
8 UKPOHOJICHOU U nepedrell boaviuebepyo6oil moiuyax, IIIE
noaugasHele, yKopoueHHsie N0 OAUMEAbHOCMU, YMO c8lUde-
menbcmeyem 0 NepeUtHO-MblUeYHOM YPOGHE NOPAICEHUSL.

IIpu nosmoprom ocmompe uepe3 5 n1em 6 6ozpacme 28 nem
(1997) ommeueno npoepeccupogatiie cumnmomos: 3ampyo-
HeHue npu GblNOAHEHUU NPUBbIYHBIX 08UdICEHU, cAabocmb
8 Hoeax npu nodseme NO NecMHUYe, HapyuleHue X00b0bl.
Mbieynvie ampoguu bedep u eoneneil, 6oavuie 6 HUNCHELL
u cpedneii mpemsx: obsem movluy, cnpasa — 29 cm, creea —
30 cm (ymenvuunucy 6 okpyxchocmu Ha 1,5—2,0 cm). Cyxo-
JcUNbHBle, KAPNopaouanbHle, KOAEHHble U axuani08bl pegh-
aekcel omcymemeyrom. He moe cmosims u xodums na Hockax,
¢ mpydom xooun Ha namxax. CPB e nopme.

Buoxumuuecxuii anarus kposu om 2003 e.: ACT — 86 Ed/a
(Hopma do 37 Ed/n), AJIT — 116 Ed/n (nopma do 41 Ed/n),
ounupyoun — 21,5 mxmons/n, npsamoii burupyour — 3,95 mxmons/n
(Hopma 0o 5, 1 mxmons/n). Yposeno KK — 3873 Ed/a, kpea-
muHnun — 51,4 mxmonv/a.

Juaenos: muonamus, nOACHO-KOHeUHOCMHAS Gopma,
aymocomHo-peyeccugnblii mun Hacaredosanus. Ha epavebno-
mpy0oeoil 3KcnepmHuoll Komuccuu yemanoenena 111 epynna
uHeanudHocmu,; cecoous umeem I epynny.

Ilpu ocmompe 6 MTK 07.08.2013 6 6o3pacme 44 arem
(cm. puc. 4): pocm — 174 cm, macca meaa — 70 ke, okpyic-
Hocmb epyou — 96 cm, naewa — 23/25 cm (—5 cm), npednae-
ubst — 24/23 cm (—4 cm), 6edpa — 49/51 cm (—3 cm), eone-
Hu — 29 cm (—3 cm).

Heesponoeuueckuii cmamyc: yyHKyUU yepenHsvix Hepeos
0e3 ocobennocmeil, 21a3008U2amenbHble MblULbL, MUMUYE-
cKas MYCKYAAmypa U J#ce8amenbHbie Mblullbl UHMAKMHbL.
B ckeaemnoil myckynsamype y 6046H020 Ommesaemcs 3Havu-
MeabHAs OMPUYAmMenbHas OUHAMUKA: CYUECMBEEHHO HApOCAU
nape3svl u ampouu muiuiy, KoHeuHocmeil u myaoguua. Ile-
pedeueaemcs camocmosmensHo, Ho c¢ mpyodom. Iloxodka

Puc. 3. Peumeenosckas KT moluy Ha yposHe cpedreil mpemu eonereli (a) u 6edep (6): npuznaku oucmpogpuu moluiy, 6edep u npeumyuiecmeeHHo UKPOHONC-
HbIX U NePOHeANbHbIX MblUll 204€Hell C YACMUYHbIM 3aMeUCHUEM HCUPOBOL MKAHBIO
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Puc. 4. [Ipo6ano B.: a — oowuii 6uo (11:6) é éozpacme 23 nem (amaemuueckoe meaocaodicenue, pa3gumbvie MblULUbL NAE4e6020 NOSICA KOHMPACMUPYIOM
¢ eunompogueti UKPOHONCHBIX MbIULL); 6 — BbIPANCEHHbIE AMPOGUU MbLUUY OUCTANbHBIX OMOe106 KOHeuHOCmell (e0neHell u npeonaeyuil), eunompoguu 6edep,
naeue6o2o nosica u myaosuwa ¢ MM 6 eozpacme 44 nem; 6 — omHocumenvHas cOXpPaAHHOCMb AKMUBHBIX 0BUICEHUIL 8 Nae4egoM nosce (nodsem pyK 66epx
U ux yoepoicanue) ; ¢ — OMHOCUMENbHAS COXPAHHOCMb IKCIMEH30PHOU 2PYRNbL Mblull, CION NPU BbIPAICEHHOU ampoduu

10 muny <ymuHoib» ¢ snemenmamu cmennaxca. Ommeuaromest
ampoguu Mylluy 20AeHell, cUNOMpPOGUst MblUUY NAEHe8020 NOSi-
ca, cnumbl, 6edep, ampoguu mululy, nie4eso2o nosca (mm.
deltoideus, biceps brachii, pectoralis major, rhomboideus,
flexor carpi ulnaris, 6 menvueii cmenenu — mm. latissimus
dorsi, vastus lateralis, biceps femoris, gastrocnemius, npeumy-
WeCmeeHHO MeOUaNbHbIX HOPUULL ¢ 00eux CMOpPOH), MOHYC
6 nepeuucieHHbIX Mbluyax cHuxcel. Kucmeeas dunamome-
mpusi: cnesa — 22 ke, cnpasa — 21 Ke; KauHu4ecku 8 npoKcu-
ManvHuIX omodeaax pyk — 0o 3 641108, MblAbHbIX ceubamensix
cmon — 3,5 banna, nodouteennvix — 1—2 6anna, ceubamensix
bedep — 2 banna. Boipascennblii 65161 OUCMANbHBLI U NPOK -
cumanvhbili mempanapes. Cyxoxucunvhble pegaexcol ¢ Guyen-
€08, KapnopaouanvHvie u KoaeHHble peqhieKcol OMCymcemeyion,
axuanoesl — cpeoneli wcueocmu, D = S. Pyku noonumaem
ssepx ¢ ycunuem. Ilanvye-Hocogyro npody evinosnsem yo0os-

AemeopumensHo, Heycmoiiuugocms 6 noze Pombepea cészana
€ 851bIM OUCMANLHBIM HUICHUM NAPANape3om.

buoxumuueckuii ananruz kpogu om 07.08.2013: KK —
2841 Eod/a.

Ilo daunvim IMT om 08.10.2013: CPB no deucamens-
HbIM U YYBCMBUMENbHBIM B0N0KHAM NepugeputeckKux Hepeos
He uzmenena; udDMI: ¢ m. Tibialis ant. dex cnonmannoil ak-
musrocmu vem. Cpeonss daumenvvocmos IIE ymenvuiena
Ha 23 %, cpeouss amnaumyoa — 803 mx B, noaugazus — 10 %.

3aknouenue: IMT-npuznaxu nepeu1HO-MbluleHHO0 NO-
pascenus.

Ilo pe3yabmamam JHK-ananuza eena DYSF memodom
NOAHOIK30MHO20 CEKBEHUPOBAHUS 00HAPYICEHA paHee ONnU-
cannas muccenc-mymayus (Chr2:71894607C>T) 6 comosu-
20MHOM COCIOSIHUU, NPUBeOULas K 3aMeHe 8 NOAUNeNnMUOHO
yenouxe DYSF p.Arg1768Trp (NM_003494) (puc. 5). Taxum
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€.5302C>T
1

Puc. 5. Daexkmpoghopeepamma npsmoeo cexeenuposarus no Ceneepy eena DYSFy npobanoa ¢ MM: o0nonykaeomuonas 3amena (muccenc-mymayus) C>T
6 KodoHe 5302 6 20M03U20MHOM COCMOSHUU, YMO npuseno Kk 3amene Arg1768Trp 6 noarunenmudroil yenouke

obpazom, duaernoz MM y oboux 6pamves 6b11 noomeepicoeH
MONEKYASIPHO-2eHEMUHECKUM MEMOOOM.

06cyxnenue

VY 00ciieqoBaHHBIX 2 OONBLHBIX OPaTheB OT 3MOPOBBIX
ponuTesieii 1e00T 3a00JIeBaHUSI IIPUXOIUTCS HA BO3PACT
18—20 neT 6e3 TpeaIIeCTBYIONIETO OTATOIIEHHOTO aHaM-
He3a (00a OB MPU3BAHBI CIIYKUTH B apMHIO U aKTMBHO
3aHMMAJIMCh CITOPTOM). B mepumom Ciry>XObI TTOCTEIIeHHO
Pa3BUINCHh U HapacTaJIk CIa00CTh W aTpO(GUM MBIIIIIL TO-
JICHEH, 0 MPUINHE KOTOphIX Oojiee 20 jieT Ha3am ObUIH
obcnenoBanbl B MI'K. Ilpu mepBMYHOM OCMOTpE TUIIO-
TpodUU MBI TOJIeHet KOHTPACTUPOBAJINA C OOIIMM aT-
JICTUYECKHNM pa3BUTHEM CKEJIETHOI MYCKYJIaTypHI TUIeUe-
BOTO TI0SICa ¥ TYJIOBHUIIA. 3aTPyIHEHNE BBI3bIBaJIa X0Ib0a
Ha HOCKaXx, YTO HETUITMIHO JIJIS MUOTIATUH,, KOTOPasI B IIep-
BYIO OUYepelb 3aTpariBacT IMepOHEeabHYIO TPYIIITY MBIIIIII.
BonpHBIE TTpW HEeBpaIbHON aMUOTPOGHHN HUCIBITHIBAIOT
CJIOKHOCTH TIPM CTOSTHUHY M XOIB0E, TIPEXKIe BCEro Ha ITSIT-
kax. Tonbko nipu 1y y3HOi MBIITIEYHO aTpohUN TOJIEHE,
KOTOpas IIPOSIBIISIeTCS B 00JIee TTO3MHEeH cTamuy 3a001eBa-
HUsI, BBISIBJISTIOTCSI CTEMIIaXXKHAsI MOXOIKa W HEBO3MOXK-
HOCTh XOOUTh KaK Ha IISITKaX, TaK M Ha HOCKaX.

OCcOoOCHHOCTSIMHU O0CYKIAaeMBIX CIIydaeB C IMO3UIINIA
craHmaptHoro OMI -ucciaenoBaHNUS 1 OCHOBHBIX KIIMHM -
YeCKUX MTPOSIBIICHUH SIBJISUIMCH BBITAIEHNE CYXOKMITBHBIX
pedIIeKcoB ¢ AMCTaTbHBIX CETMEHTOB HOT IIPH UX COXPaH-
HOCTH Ha pyKax, a TaKkKe HaJTMIMe HOPMaJIbHBIX BETMINH
CPB u cnonTtanHoit aktuBHOocTH (IT® 1 [TOB), yTo BITONI-
HE COIJIACOBBIBAIIOCH C BO3MOXHBIMU HEBPAJTBHBIMU U3-
MEHEHUSIMU II0 aKCOHaybHOMY ThIly. OMHAKO aHaN3
mapametpoB [T E ¢ oTcyTcTBHMEM ITPU3HAKOB peMHHEPBa-
LIV 3aCTABIIAET TaKKe TIEPECMOTPETh APYTHUC BBISIBICHHBIC
DOMTI-u3menenns. CHkenne ymrenbHoctu ITIE, amrum-
TyIbl IOTCHIINAIOB U TT0IM(a3us XapaKTepHBI IS TIep-
BUYHO-MBIIIIEYHOTO YPOBHS NopaxkeHus. Hammame oTaesnsb-
HBIX [IOTEHIINAJIOB BEICOKOW aMIUIMTYIbI HE TIPOTUBOPEUUT

MePBUYHO-MbILLIEYHOMY YPOBHIO nopaxkeHust [15]. HecmoTtpst
Ha (DeHOTUITMYECKOE CXOICTBO, BCE BHIIIIECKAa3aHHOE TI0-
CIIYXXWJIO OCHOBAaHUEM JIJISI TOTO, YTOOBI YCOMHUTHCS B T~
arHo3e <«HeBpaJIbHass aMHOTPO(MUs ¢ ayTOCOMHO-pelec-
CUBHBIM TUITOM HacJiemoBaHUs». [1pomoKeHHbBIN ITONCK
TTOJTHOCTBIO TTIOATBEPANIT 000CHOBAHHOCTD ITPOBEIECHHBIX
MTUATHOCTMYECKMX MCCIICIOBAHMUIA.

I1pu moBTOpHOM OCMOTpE Yepes 5 jeT Habmaanach
¢1a00CTh B IIPOKCUMAJTBHBIX OT/IE/IaX Ta30BOTO M0sICa B BH-
IIe TIOSIBJICHUSI TIOXOOKHU I10 TUITY «YTUHOM», CHMIITOMA
ToBepca mpu mogbeMe U3 IIyOOKOTO TIprcenanus. I1o3m-
Hee OBLIN BBISIBIICHH BEICOKUE ypoBHU KK B CHIBOpOTKE
KPOBH, YTO HEXapaKTePHO IS TieprudeprnIecKoit Heipo-
natun. [1pn n®MI ycTaHOBIIEH NEepBUYHO-MBIIIICYHbBIN
YPOBEHb MOPaKeHMUS MBIIIIL Oenep U rojieHeit. Jlmaraos
MMOTIATUM CTaJ OYEBUACH, OMHAKO IPEUMYIIECTBEHHO
IUcTalibHasI ¢opMa TpeOoBajla YTOYHEHUS (HA MOMEHT
o0ciIeqoBaHMs He OBIT M3BECTEH HE TOJBKO TeH, HO JaXe
TeHHBIH JIOKYC TSI 9TOU (POPMBI).

Ien DYSF, KOTOpBIiA COCTOUT M3 55 3K30HOB, MMeEET
pasmep 150 TBIC. TTap HyKJIeOoTHHOB. B HeM ycTaHOBIEHO
6osee 300 pa3HBIX MyTaLuii, OONBIIMHCTBO M3 KOTOPBIX
YHUKanbHbL. B Haiem ciydae y OOJbHBIX OpaTheB MMEET
MECTO OMHOHYKJICOTUIHASA 3aMeHa (MucceHc-myTamst) C>T
B TOMO3UTOTHOM COCTOSTHMHM, 4YTO IIPMBEJIO K 3aMcHE
Argl768Trp B MOJMMNENTUIHONA LETIOYKE W M3MEHEHUIO
yHKIIMHT OeTKa TrchepmHa, KOTOPHIH SABIISIETCS MHTEPaK-
TUBHBIM, B3aMMOICHCTBYIOINM ¢ KajgbranHoM 3 (CAPN3)
1 00ECIICYMBAOIINM peTapaio MeMOpaHbl MBIIICUHBIX
BOJIOKOH. OTCyTCTBUE MUC(epIrHA WM €T0 HeTOCTaTOYHAS
AKTUBHOCTB ITPUBOIAT K AJBTEPALIMH MBILICUHON MEMOPaHBI
1, KaK CJIefCcTBUe, TToBbIeHn0 ypoBHSI KK B cBIBOpOTKE
KPOBH, YTO MOXKET OBITh BBISIBJICHO y OOJIbHBIX YK€ B TIpe-
CHMITTOMATHYEeCKOl cTamyu. [1oTepst MBIIIIEeYHBIMH BOJIOK-
Hamu KK Hen30exXHO BeeT K HeKPOTHUYSCKIM M3MEHEHHSIM
1 TI0 Mepe TIPOTPECCUPOBAHMS — K HAPYIIICHHIO ABUTATEIIb-
HBIX (YHKIIMI mareHTa. OcTaeTcsl HepellleHHBIM BOITPOC
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O TIEPBOHAYAJbHOM BOBJIEYEHUU TMPEUMYIIECTBEHHO M-
CTaJIbHBIX MBIIILL HOT W TOC/IE€I0BATEbHOCTH BKIIOYEHUS
JIPYTYX TPYIIT MBI, KimmHmdeckuit moamMopdu3M IIPHCYIIT
JIT mipy pa3HbIX MOATBEPKIEHHBIX MyTalusx reHa DYSF
1 OTMEUEH B OOJIBLLIMHCTBE UCCIEIOBaHMIA, YTO MOXKET O0b-
SICHITBCS Pa3HOM CTeNEeHBIO HapyIIeHWI (DYHKIIMOHATLHOM
akTMBHOCTU auchepamHa. OmHaKo TpeOyeT pa3bsCHEHUS
HaJmare 3 pa3HBIX KIMHUYECKMX TATTEPHOB Y OOJIBHBIX
¢ onmHakoBoi Mmytauyei DYSF. TIpnunHO# 3TOro MOTJIO
OBIT> HAJIM4IME TeHOB-MomuduKaTtopoB (ANXA2, ANXAI),
BIMSTIONINX Ha pean3alldio KoHedHoro s¢gdekra. Hamu
IpocyeskeHa TMHAMIKA HEBPOJIOTMUECKOTO cTaTyca y 2 pom-
HbIX OpaTbeB ¢ AuarHocTupoBaHHbIMU JIIT 1 ycTaHOBIEHA
MOCJIe10BATEIbHOCTh Pa3BUTHSI MUOIIAaTUYECKOTO TTpolLiecca.

3aknioyenue

B cBs13u ¢ BBIpaXkeHHBIM KIMHUYECKUM ITOJIUMOP-
¢u3mom JIIT u X HU3KOM pacIpoCTPaHEHHOCTHIO B IO~
nyasunn guddepeHInaabHas TUAarHOCTUKA TaHHBIX
COCTOSTHMIT ¥ HAcCJeICTBEHHBIX MOTOPHO-CEHCOPHBIX
HEHpoIaTHii, MOIMMHUO3UTA, IPYTUX (POPM HACIIEACTBEH-
HBIX MUOTIATHI SBJISICTCST TPYIHOM 3amaueii o1 Bpada-
HeBpoJiora, 0co0OeHHO B Ae010Te 00JIe3HHU, a B CIIOpaau-
YECKMX CITyJasiX MOXKET ITOCTABUTD CIICIIMAINCTA B TYITHK.
BrIpaboTKa 4eTKMX TMarHOCTUYECKUX KPUTEPUEB JOJIK-
Ha 00eCIeYNUTh MPABWIBHBIN BBHIOOP TAKTUKM BEICHMUS
00JIbHOTO ¥ ONTUMMU3UPOBATh OTOOP MOJECKYISIPHO-TE-
HETUYECKNX METOIOB IS BepU(UKAIINK IUaTHO3a U Te-
HETUYECKOTO IIPOTHO3a B CEMBSIX.
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Mockea, 14 nosopsa 2015 e.

Pesontoyua 3-ro Poccuilckoro coBema akcnepmos
no fuUarHocmuke u nevyexuto 6onesxu Momne

14 nosiops 2015 r. B Mockse cocrosioch 3acenanue 3-ro Poccuiickoro coBera 3KCHepToB M0 AUATHOCTHKE U JIEYEHHIO
0osie3nn [Tomne (BIT), B KOTOPOM NPUHSUIN yYacTHe MPEACTABUTEN BEAYIUX OTEYeCTBEHHBIX FeHETHIECKHX, HEBPO-
JIOTHYECKNX, HEHPOMBIIIEYHbIX, eJUATPUIECKAX M KAPIMOJIOTHIECKHX IIKOJI. 3aceaHue ObUIO MOCBSIIEHO MPodJieme
uHTeHcHukammm auarnocTukn BII. B cBa3m ¢ Tem, 9To BHMMaHMe K AaHHOi 0ose3nd B Poccun ObLI0 nMpuBiIeYeHo
OTHOCHUTEJIbHO HEAABHO, INTABHBIM ('l)aKTODOM, OIrpaHMYMBAIONINM €€ YCICIIHYI0 TUATHOCTHKY H JICYCHHE, ABIACTCA HU3KAA
ungopmupoBanHocTb Bpaveii 0 BII u mpobJieme HaCIeICTBEHHBIX MPOTPECCHPYIOIMNX MUONIATHIA B IEJIOM. DKCHEPThI,
PYKOBOACTBYACH ME2KITYHAPOIHBIM OIBITOM U NPMHATHIMH B PA3HBIX CTPAHAX MHPA HAIIMOHAJIBHBIMH PEKOMEHIALUAMMA,
00CYIMIIM 3271a9H, CTOSIIINE Tiepe]l POCCHICKAM MeIUIUHCKHM C000mecTBOM B 00aacTi nuarHocTuku BI1. Pe3yasraTom
pa6otbi 3-ro Poccuiickoro coBeTa SKCepToB CTaJIa JAHHAS PE30TIONHUs.

B 3acedanuu Dxcnepmroeo cosema npunsau ywacmue:
Hecpun Kapabyn, a.m.H. (Iepmanms), Kyme Cepreit
WBanosuu, 1.M.H., npod., Hukutun Cepreit Cepreesny,
I.M.H., ipod., 3axaposa Exkarepuna FOpbeBHa, A.M.H., TIpod.,
CunopoBa Ompra IleTpoBHa, 1.M.H., ipod., MegoceeBa
TartbsiHa AnekcaHapoBHa, K.M.H., KotiykoBa Haranbs
IMaBnoBHa, A.M.H., ipod., [Tongkosa Cetnana MropesHa,
I.M.H., ipod., 3uHoBbeBa Onbra EBreHbeBHa, I.M.H.,
npod., MuxaitnoBa CBetnana BuranbeBHa, 1.M.H., Ipod.,
bacapruna Enena HukonaeBHa, n.M.H., ipod., Menoron
Banepuii [TaBnoBuy, k.M.H., aganu Enena JleoHunosHa,
I.M.H., TIpod.

Lleau 3-e0 Poccuiickoeo cosema sxcnepmos: yaydIilIeHUE
KadecTBa MeTMIIMHCKOM rmoMoIinu maimeHTaM ¢ bI1 B Poc-
CHU; CHIDKEHME KOJIMIEeCTBA HEOOPATUMBIX OCJTOXKHEHUI
3a CYeT HamboJIee paHHETO JUATHOCTUPOBAHUS, OIIpEc-
JISTIONIIETO JIeYeHNE, aleKBaTHOTO MIJII JaHHOTO 3a00jIeBa-
HUSI; OIpefesIecHre IMPUINH HETOCTaTOIHOM 3 (hEeKTUB-
Hoctu nuarHoctuku BII B Poccum; paspaborka mep,
TTO3BOJISTIONINX MHTEHCU(DUITNPOBATh TMarHOoCcTUKy BIT.

BII (rmuxorenos 11 tuma, 601e3Hb HAKOTIICHUS TJIH-
koreHa I tumma (GSD—II), nepuuiut kucnoii Mmaibrassl) —
penKoe MyJIBTUCUCTEMHOE IIPOTPeCCUPYIOIee HACTEACT-
BEHHOE ayTOCOMHO-PEIIeCCBHOE 3a00JIeBaHE, CBI3aHHOE
¢ 1e(ULUTOM aKTUBHOCTU (pepMEeHTa 0-TJIFOKO3UIA3EI
(Kmcioit MabTas3hl) B IM30COMaX.

Knunnueckue nposisinenust bIT cBsizaHbl ¢ maTonoru-
YeCKNM HaKOTUICHHEM TJIMKOTeHA M IIPOIYKTOB €T0 MeTa-
Oonm3Ma B KiieTkax. JIeOroT 3a001eBaHsI BO3MOXKEH B JIIOOOM
Bo3pacTe. Pazmmare B 0CTaTOUHOM aKTUBHOCTH 0-TJTIOKO-
3UAa3bl ONpeaeaseT 3HAYNTEIbHBIIN TOJTUMOPGhU3M KITH-
HUYECKUX TPOSIBIICHUN 00Jie3HN Y manneHToB. KpaitHe
HU3Kasl WU HyJIeBasi aKTUBHOCTH (hepMeHTa ITPUBOIUT
K pa3BUTHIO MJ1ageH4Yeckoi (popmel BI1 ¢ gebroTom Ha mep-
BOM TONy XM3HU. bojee MATKMIT TeHeTHIeCKU aedeKT
orpeesisieT OOIBIIYI0 OCTAaTOYHYIO aKTUBHOCTh (DePMEHTa,
MeHee TsDKeJIoe TedeHHe W 0ojiee MO3MHUI (B BO3pacTe
crapiie 1 roma) medtor 6onesnu (BI1 ¢ mo3gHMM Hava-

JoM). Becex manmmenToB ¢ rmukoreHo3oMm Il Thma HezaBu-
CHMO OT BpeMeHHU HadvaJla OTJIMJAeT MPOTPeCCUPYIOIINA
xapakrtep 3abosneBaHus. [Ipomomxawuieecs OTIOXEHUE
TNIMKOT€HA B TKAHSX-MUIIICHSIX HapyIIaeT nxX GyHKIIUIO U,
B KOHEYHOM MTOTE, MPUBOJIUT K UX HEOOPATUMbIM CTPYK-
TYPHBIM U3MEHEHUSAM 1 THOE M OOJIEHOTO.
PacnpoctpanenHocts BI1 B Poccun HenzsectHa. 1o naH-
HBIM Pa3HBIX aBTOPOB, YACTOTA BCTPEUACMOCTH 3a00JICBAHNS
B 3aBUCMMOCTH OT CTPaHbI ¥ STHIYECKON MPUHAICKHOCTH
BapbupyeT B quaria3oHe ot 1:40 000 mo 1:300000. ITo cambim
CKPOMHBIM OIlcHKaM, B Poccnu mpoxkuBaiot 480 marm-
eHTOB ¢ BI1, 13 KOTOphIX HA CETOMHSIITHUIMN ICHb BEISIBIIC-
Ho MeHee 20 ciyyaeB (<4 % OT OLIEHMBAEMOTO PeaIbHOIO
yuca). Takum o6pasom, 6osee 96 % GoabHbix BIT He nu-
arHOCTUPOBAHBI I HAXOASATCS B TPYIIIIE BHICOKOTO PUCKa
TIOTEPU TPYIOCITOCOOHOCTH 1 TIPEXKICBPEMEHHOMN CMEPTH.
KadecTBO M DOCTYyIMHOCTH J1a0OpPaTOPHBIX TECTOB
Ha BIl B Poccuu HaxomsTcsd Ha yAOBIETBOPUTEIHLHOM
ypoBHe. JlabopaTopusi HaclIeICTBEeHHbIX 00e3Hei oOMeHa
BemtectB ®PI'BHY «Meanko-reHeTUUEeCKNIT HaydHbBII
LIEHTP» U JJa00PaTOPHUS MOJICKYISIPHO-TEHETUICCKO T~
arHoctTukn POTAY «HayyHbIil LIEHTp 3IOpPOBBSI JETEi»
pacIToIaraloT TeXHMYEeCKIMHI BO3MOXKHOCTSIMU 1 CTICITAA-
JINCTaMU, TTO3BOJISTIOIIMI BBHITIOJTHUTh KaK CKPUHUHTO-
BBIC, TaK W ITOATBEPXKIAIOIINE TECTHI IJISI TMArHOCTUKU
BI1. DT TeCTH OCYIIECTBISIOTCS COBPEMEHHBIMU METO-
JIaMHM C MCITOJIb30BaHMEM B KaueCTBe OMoMaTepraja CyXux
IISITeH KPOBU, KOTOPBIE B OTJIMYKE OT 00pa31IOB HEIHHOM
KPOBU HE TPEeOYIOT OCOOBIX YCIOBUI XpaHEHUs M TpaH-
cropTupoBKHU. Jlaboparopuy NMPUHUMAIOT IJIS aHaIu3a
OroMartepualibl, TOCTYIMAIOILIKE U3 BCEX perMoHOB Poccuu.
B 2015 1. okono 1500 maumeHTOB OBIIM HalpaBJIEHBI He-
CKOJIBKUMH COTHSIMH POCCHUMCKMX Bpadeil Ha JabopaTop-
Hy1o guarHocTuky BIl u Tonbko y 1 Obl1a moaTBepXKaeHa
5Ta 601e3Hb. TaKuM 00pa3oM, He BCE CITEITUATMCTHI ITOJThb-
3yI0TCS JIAOOPATOPHBIMU BO3MOXKHOCTSIMU TSI MCKITIOUE -
Hua BI1 y cBonx manmmeHToB. OTHOCUTEIBHO HU3KAs 3()-
(exTUBHOCTD BBIABICHUS Oone3Hu (1 mammeHT Ha 1500
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Kongpepenyuu, cumnosuymol, cosewjanus

BBITIOJTHEHHBIX TECTOB) TIO3BOJISIET ITPEITIOIOKITh, UTO TaXKe
Bpayu, HaIpapJIgIolINe MalMeHTOB Ha COOTBETCTBYIOLINIA
J1abopaTOpHbIii aHAJIU3, HEAOCTATOYHO XOPOIIO OPUEHTHPY-
foTcsd B cuMnToMax bIT, mpyu Hamumm KOTOPBIX ee CIIeAyeT
BKJTIOUUTH B JudpepeHIINaTbHBIN IMarHO3 U IPOBECTH CO-
OTBETCTBYIOILLIME TecThl. HecMoTpsl Ha HanmMuue TeXHU4Ye-
CKHX, OPTaHU3aLIMOHHBIX 1 JIOTUCTUYECKUX BO3MOXHOCTEIA,
pacIpocTpaHeHHOCTb U 3P (PEKTUBHOCTh J1a0OPaTOPHOI
nuarHoctuku BIT B Poccun HeymoBaeTBOpUTEILHbI.

O4eBHUAHO, YTO YBEJIMUEHUE YPOBHS OCBEJOMIIEH -
HOCTHU M y4acTue Bpaueii B BeisgBlieHUM BIT — HempemeH-
HbIE YCJIOBMS YIy4YIIeHUs KayecTBa KU3HU POCCUIMCKMX
MalMEeHTOB C 3TOM OO0JIE3HBIO.

TakuM 00pa3oM, 3KCHEPTHI CUMTAIOT HEOOXOAUMBIM
PEKOMEHI0BATh MEpHI, HaIlpaBJIeHHbIE HAa UHTeHCU(UKaA-
nuro nuarHoctuku bI1 B Poccun.

1. Co3naTh, yTBEpAUTH, IIPUCBOUTH CTATYyC enepalib-
HBIX ¥ PaCIpOCTPAHUTD CPeI HEBPOJIOTOB, KapIUOJIOTOB,
MeIuaTpoB, TEHETUKOB U CIIELMAINCTOB 10 HEPBHO-MbI-
LIEYHBIM OOJIE3HSIM KIIMHUYECKME peKOMEHIAIN 10 OKa-
3aHUI0 MeTUIIMHCKOM moMolny manueHTaMm ¢ bI1. B man-
HBIX peKOMEHIAIINSIX:

* cpopMynmupoBath Kputepuu BriodeHust bIT B nud-
depeHLMabHbIN TUATHO3;

* 0003HAYUTH SH3UMOIUATHOCTUKY TT0 METOLY CYXOTO
MSITHA KPOBY KaK 0a30BbI CKPUHUHTOBBIN TECT, KO-
TOPBIf HEOOXOAVMMO BBITTOJTHUTH MALIMEHTAM, COOTBET-
CTBYIOIIM KPUTEPUSIM BKITIOUEHUS

* 0003HAYMTb MECTO APYTUX JJAOOPATOPHBIX, UHCTPY-
MEHTAJIbHBIX U (PU3UKAJBLHBIX METOJIOB 00CIeI0Ba~

HHS B YTOYHEHU U, MOATBEPXKAEHUN U MOHUTOPUH-

re bII;

* ONpeneanuTb KpUTEPUU MOATBEPKACHUS nrarHo3a bIl,

MPUBECTU PEKOMEHIALIMU TTO PA3PEIIEHUIO CIOXHbBIX

Y HEOAHO3HAYHbIX KIIMHUYECKHUX CJIyYaeB.

2. Hamagute mpakTuKy npoBeneHUs TeIeKOHDepeH-
LM B LEJIsIX YBEIMYEHMST OCBEIOMIEHHOCTY Bpayeii o BIT
U criocobax ee AMarHOCTUKM.

3. Cosgatb B UHTEepHETE caiiT, mocBseHHbIN BI,
YBEJIMYUB 00beM MHGPOpMALIUY O CUMIITOMAaX U IMArHo-
cruke BII.

4. BBectH BO BpauyeOHYIO IPAKTUKY CEJICKTUBHBIN
CKpUHUHT zeTeit B Bo3pacte 1o 1 roga Ha BIT. Chopmynu-
pOBaTh KPUTEPUM BKIIIOYEHUS NETE B 3TOT CKPUHMHI,
JIOHECTH MX IO COOTBETCTBYIOIINX JICICOHO-TIPODIIAKTHI -
YeCKUX YUIPEeXIeHUI (OTHEICHUI ITaTOJOTHH PaHHETO
BO3pacTa, HEBPOJOTMYECKMX U KapAUOJIOTUYECKUX OTIE-
JICHU TeTCKUX CTaIlMOHAPOB).

5. [lnst obecrieyeHUsT JIOTUCTUYECKON M TEXHUYECKOM
MOIIEPKKU U YCKOPEHUSI MOJIyYeHUSI pe3yJIbTaToOB 10 BO3-
MOXHOCTH NTprUOeraTh K MOMOILM COLIMAJIbHO OTBETCTBEH-
HOTO OM3Heca, 0J1arOTBOPUTEIBHBIX (DOHIIOB U TTAIIUCHT-
CKMX OpTaHu3alui.

C pesomoLyei, MpUHATOM ydacTHUKaMu 3-To Poccuii-
CKOTrO COBETa 3KCIEPTOB, MOXXHO 03HAKOMMUTHCS Ha calTax
OI'BHY «Meauko-reHeTMYeCKMI HAydHBIN 1IeHTp», Pe-
TMOHAJILHOI 00IeCTBeHHOM opraHu3anun «O0IIecTBO
CMEUUATIMCTOB MO HEPBHO-MBbILLIEYHBIM 0OJIE3HSIM», & TaK-
K€ B PETMOHAJIbHBIX OpraHax 3paBOOXpPaHEHUS U Y MPO-
(bmTBHBIX CITEIMATUCTOB.



HepBHo-Mblweunbie O JIE3HH

Namamu npodheccopa

Upenbl Faycmanosoi-Mempycesuy (1917-2015)

lipeHa ImunbeBHa poaunach B accu-
MITUPOBAHHOI eBPEICKOIA CEMbe AiepMa-
Tonora banbl n 3KoHoMUCTa IMuna TiH3-
6ypr B8 1917 r. B 1935 . oHa nocTynuna
Ha MeVLMHCKNIA GaKynbTeT yHUBepCUTeTa
B Bapwage, Ho B 1939 1. noA AaBneHuem
AHTUCEMUTCKIX HACTPOEHWI nepeBenach
BMecTe C CecTpoii Ha MeAULIMHCKMIA (a-
KynbreT JIbBOBCKOrO yHUBepcuTeTa. [lepe-
€31 B0 JIbBOB COXpaHM CeCTpam Xu3Hb,
a poauTenu, yoexaeHHble B ToM, uTo da-
LUMCTbI He TPOHYT BbICOKOOOPA30BaHHbIX
CNeLnanucToB, NONAATUANCH XNU3Hblo
33 (BOK OMPOMETYMUBOCTb: OTLLA HEMELIKMiA
CONAAT 3aCTPENuN Ha ynuue, a MaTtb no-
rmbna B KOHLEHTPALMOHHOM narepe
Tpebnuuka. Tparnueckas cyabba pogute-
neii cTana u3BecTHa ToNbKO NoCe BOMHbI.
B 1941 r., nonyuns gunnom Bpava, peHa
[MH30Ypr yXKe Ha CneayloLLuii AeHb OKa3a-
nacb B JeiCTByloLel NoabCkon apmuu,
(paX<aBLUeiicA Ha GpoHTaX BMeCTe C COBeT-
CKUMK Bolickamu. OCTaeTca TONbKo fora-
AbIBaTbCA, KaKUM 00pa3om, notepAs Bce
LOKYMeHTbI B0 BpemA 00M6apanpoBky,
MonoAas eByLUKa Nonana B CAHUTapHbIiA
noe3p COBETCKOI apMuK, Ha KOTOPOM OHa
nepecekna scto Tepputopuio CCCP 1 oka3a-
nacb B Kuprusuun. «MHe Bceraa Be3no, —
roBopwna naHu MpeHa, — Hemubl BXOANWN
B FOPO C O/{HOI CTOPOHbI, @ Mbl NOKWAANM
€ro  ipyroi, a ewye BOKpyr 6bi10 MHoro
XOpowmnX Mofei, He 60ABLLMXCA 00BAC-
HUTb HA30/ANNBbIM KOMMETEHTHBIM Opra-
HaM, KTO A 1 0TKYAQ. B KaKoii-T0 MOMeEHT
3T0 Nepectano WX MHTepecoBaTb, TaK
KaK MeHsA Bce NpUHMMaNi 3a (Bo». Hem-
HOro He 10iAA Ao bepnuHa, B 1945 T. 0Ha
BepHynacb B Bapwasy, rie Hauana pabo-
TaTb BPa4yoM B HEBPOJOrAYECKON KNMHU-
Ke. 370 6b1710 CTapTOM HeBEPOATHON MO Ha-

7 utona 2015 r. B r. Bapwase B Bo3pacme
97 nem cKoHvyanachb npoth. Hpena
3munpeBHa Faycmanosa-Mempycesuy.
B mMupe HeBponoros, ocobenHo cpeau
CNeyuanucmos NO HePBHO-MbILLEYHbIM
Gonesnam, uma Hpenbl IMUNbEBHbI
Xopouwo u3secmuo. B Poccuu Bce
HeBponory, nony4yuswue o6pasoBanue
B0 Bmopoii nonosune XX B. u Koraa-nu6o
COnpuKacaBwuecs ¢ HacheAcMBEHHbLIMU
GonesHamMu, 3HaKOMbI ¢ ee )yHAaMeH-
manbHoii MoHorpatpuei «MblleyHble
3abonesaHus~. llepesefennasn
Ha pyccKuil A3bik B 1980 r. KHUra
FaycmanoBoil-llempyceBuy Gonbuie
20 nem Obina eAUHCMBEHHBIM UCMOY-
HUKOM CBEefieHuUil No AaHHoil meMamuke

CbILLeHHOCTU CobbITUAMM M ycnexamu
KapbepHOW XW3HK, KOTOpaA CO CTOPOHbI
Ka3zanacb Nerkoilt 1 NOCTPOEHHON Ha no-
CTOAHHOI yaaye — HacToNbKo MpeHa
IMUIbeBHa yMena CKpbiBaTb, Kakoro Tpy-
fia eil crounu ee JOCTUXKEHNA. bonbLuyto
KNMHUYeCKYl paboTy OHa coBMeLLana
C MIHTEHCVBHBIMIU HaYYHbIMU UCCNe[0Ba-
Huamu. B 50-e roabl [laycmaHoBa-
MeTpyceBnY CTana MHTEPECOBATLCA HEpB-
HO-MbILLEYHbIMK Gone3HAMM, npolunia

CTaXIMPOBKY B BEAYLLMX KNUHIKAX U N1a00-
patopuax Eponbl — B 1958 . B (rpacbypre
y npod. 0. Mwa, B 1959 1. — B KoneHrarete
y npo¢. 0. byxtana. He cnyvaiiHo B 3T
rogbl B lonblue Hayanu CTpeMUTENbHO
pa3BMBaTbCA U COBEPLUEHCTBOBATLCA (a-
Mble pa3Hble HanpasneHnsa UccnesoBa-
HUA HEPBHO-MbILLEYHbIX 6one3Heil, B TOM
uncne KNUHUYeckas anekTpommorpaus.
B 1971 1. nanu Upena npowuna cTraxupoBKy
B CLIA B YHuBepcutete [leHcunbBanum,
B 1990 r. — B MeauuuHckom Konnegxe
XbtoctoHa. OHa co3nana B lonbLue mopdo-
NOrNYecKyto Cy»0y No AMarHoCTUKe HepB-
HO-MbILLEYHbIX O0Ne3Heli, OTKpbINa feT-
(KO KOHCYNbTaTUBHOE U CTaLMOHapHoe
OTAeNeHna, BHeapUIa MeToAbI reHeTye-
CKNX CCIe0BaHIA, peann3oBana cemeit-
HOe TeHeTUYeckoe KOHCYNbTUPOBAHNeE,
NpoAO/XKana pa3BuBaTb 3eKTpoOMUOrpa-
duyeckue MeTofbl 1 TEOPETUYECKINe OCHOBI
KNUHMYECKOi Heiipodm3monorum, npuene-
KaA MONOAEXb HOBbIMIA OTKPbIBAOLLMMMU-
A BO3MOXHOCTAMM. [aycmaHoBa-Tletpy-
(eBIY HeoaHOKpaTHo npue3xana B (CCP
B HIW Hesponorum AMH (HbiHe — OTBHY
«HayuHblil eHTp HeBponorun») U CaHKT-
MeTepbyprckuit HayYHo-McCnefoBaTeNb-
CKWIA NCUXOHEBPONOrNYECKN UHCTUTYT
um. B.M. bextepesa, rae yctraHoBuna Te-
MAble UYHbIe OTHOLIEHNA C COTPYAHMNKA-
mun. [ipyx6a Ha fonrue roabl (BA3ana ee
ckonnektuaom. B 1980-e rogpl cotpyAHu-
K1 MuacTeHnyeckoro LieHTpa, BO3rnaBnA-
emoro npod. b.M. [extom, nonyunnu Bo3-
MOXHOCTb CTaXIpOBaTbCA B I. Bapliase.
Kpyr HayuHbIX UHTEPEeCOB 1 NpoaykK-
TBHOCTb Npo¢. [aycmaHoBoii-eTpyceBuy
Bneyamatot: 6onblue 450 crateid, 43 MoHo-
rpadum u rasbl B pyKOBOACTBAX, Nepese-
AEHHbIX Ha QHIMNACKWIA N PpaHLy3CKUiA
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HepBHo-Mblweykbie 5O JTE3HU

A3bIKMN, COAEPXKAHNE KOTOPbIX MO OTAeNb-
HbIM BOMPOCAM OCTAeTCA aKTyaNbHbIM
J10 cux nop. HecmoTpA Ha pa3nnuma B no-
NUTUYECKUX CUCTEMAX, KNMHIKA, PyKOBO-
Anman [aycvaHoBoit-leTpyceBuy, nopaep-
IBaNa HayuHble KOHTaKTbl C BeAyLMiA
nabopatopuamu mupa. Mpogomxanuco
CTaXUPOBKM MOMoAbIX COTPYAHMKOB B CLLA
n EBpone, nyuwwe cneynanuctsl ¢ yao-
BONbCTBMEM MPUHUMANKA NpUrnaLleHne
nocetutb Monbuy. Ha y6exaeHHoCTb
B NPaBMNbHOCTI BbIGPAHHOrO NYTU 1 No-
CTOAHHOE CTPeMAeHNe UATN B HOry C MK-
POBbIMI [OCTIKEHUAMU He BAUAIM
Hu OlOpOKpaTYecKie Nperpagbl, Hi pac-
CTOAHMeE, HY BO3PACT NaHu MpeHbl, yBepeH-
HOI B Ce6e eHLLMHDI, Maepa No XapaKTe-
py, Ny 3TOM HebONbLIOr0 PocTa, NOYTH
BCeraa C curapeToii Bo pTy (BpeAHas npu-
BblYKa, OCTABLUAACA MOCNE BOIlHbI 1 BO-
LeALIasA B APYXKECKMe LapXm).

(1958 no 1988 r. [aycmanoBa-Iletpy-
CeBUY BO3MNaBNANA CO3AaHHYI0 eto Knu-
HUKY HepBHO-MbILeyHbIX 6onesHeii. 3a
3TI rOfibl NOZ ee PYKOBOACTBOM 3aLLMLLEHO
63 aucceptauuu no Hespomorun u 14
no peabunutauum. Kpome Toro, wwkony
MUONOTN B KNMHUKE MPOWAM AECATKM
monoablx cneuuanuctoB. C 1989 r. u go
KOHLIa XM3HU oHa Bo3rnasnana Otaen
MeaULMHCKIX Hayk [lonbckoil akazemun
HayK B r. Bapwage. MHorue rogpl pabotana
B PeAaKLMOHHbIX KONMernax BeayLumx
Me>XyHapOAHbIX HEeBPONOTYECKMX Xyp-
Hanos: Polish Neurology Neurosurgery,
Journal Neurological Science, EMG and
Clinical Neurophysiology, Acta Cardiomio-
logica Current Neurology a Neuroscience,
Journal Neurology, Muscle and Nerve,
Neuromuscular Disorders, a nocnegHue
4 ropa — poccuiickoro XypHana «HepsHo-
MblLLEYHble 601e3HI».

[aycmaHoBa-[leTpyceBuy BHecna bonb-
LWOA BKNaj B MOHUMAaHME CTPYKTYPHbIX

1 GYHKLMOHANbHDIX HapyLLEHNIA NPU HepB-
HO-MbILLIEYHbIX DONE3HAX, PONU FEHeTUYe-
CKNX GaKTOpOB B POPMUPOBAHIUM U CO3Pe-
BaHM HepBHOIA TKaHN, B NePBYH0 0uepesb
NPy HacneCTBEHHON CNUHANBbHON amio-
Tpoduu, B NoCeHINe rofbl Onicana CnekTp
HapyLUeHWiA Npy NAMUHONATUAX C YYETOM
reHeTYecKnX 0CobeHHOCTel 1 Bapuabenb-
HOCTU peHoTUNa.

Wpena laycamaHoBa-lletpyceBuy Obi-
na uneHom [lonbCKoil akafieMuu Hayk,
[MonbcKoro KoMUTETa NO HEBPOOTMYECKIM
Haykam 1 KomuTeta no 6uokunbepHeTuke,
BcemupHoii Gpenepauum HeBponoros (Bu-
ue-npesupeHt B 1974-1978 rr.), Es-
poneiickon akagemun Hesponoruu, Bee-
MIPHOTO 00LiecTBa N0 OONE3HAM MbILLL,
NOYETHbIM UneHoM YHuBepcuTeTa (Tpachyp-
ra, AMepuKaHCKoi accoupaLiin HeBPOMOroB,
OpaHuy3ckoro, Uranbanckoro, bonrapckoro,
Yewwuckoro HeBponornyecknx obuyects, He-
MeLKoro 06LLecTBa neanaTpoB, AMepiKkaH-
CKOIA aCcoLMaLMN NEKTPOAMATHOCTYECKON
MeauLMHbI, Akagemum [as1aHo KoHTe, Harpa-
aeHa mefanblo XaHca beprepa, npemueii
Jpba—[ioLeHHa, 3010Toil Mefanbto Akage-
mum [a37aHo KoHTe, Obina naypeatom npemim
BcemupHoii denepaumi no HepeHO-MbiLLiey-
HbIM 00NIE3HAM.

/ipeHa ImunbeBHa oTAMYanach aunno-
MaTUYHOCTbI0 BbICOKOTO KMacca, HaLmo-
HaNbHOM 1 NOAUTUYECKOI TONEPAHTHOCTDHO.
OHa ymeno nopjepuBana OTHOLLEHUA
C NpefCTaBUTENAMIN Pa3HbIX CTPaH, HUKOT-
Ja He CMelunBana CBOUM MONUTUYECKUe
B3rNAAbl C AENOM, KOTOPOMY MOCBATUNA
Xn3Hb. Korga ee eanHCTBEHHAA [0Yb
0Ka3anacb B LiHTPe NOANTYECKOr0 aHTU-
KOMMYHICTYECKOro conpoTiBeHus B Monb-
Wwe 1 6bina apecToBaHa 3a yuactue B fie-
MOHCTpALVI NPOTUB COBETCKON OKKYNaLm
BMecTe ¢ apyriumu 11 CTyaeHTaMu-eBpes-
MU, ANA 0CBOOOXeHNA Jouepy npodecco-
pa laycmaHoBy-IleTpyceBuy noctaBuiu

nepeza BbIGOPOM: YBONUTb BCEX HEBPONO-
rOB-eBpeeB W3 KNNUHUKW UM NOTepPATb
paboTy 1 0CTaBUTb J0Yb B 3aKII0YEHNN.
OpHako 0bLLecTBEHHOE NpU3HaHWE 1 aB-
TOPUTET 3TOA YAUBUTENbHON KEeHLUNHbI
0Ka3anucb CUbHee TOTANUTAPHOTO Mbl-
luneHns, 1 ee foub ocgobogunu. [eno
He NpoLLo beccneiHo And CeMbH, eAUHCT-
BeHHaA Aoub [aycmaHoBoil-lleTpyceBuy
6bina BbIHYX/eHa MOKMHYTb POAUHY.

llpeHa ImMunbeBHa ymena ApyXuTb.
(CeroHA Mano KTo NOMHUT, YTO y CTapoi
npodeccypbl bbina 3ameyatenbHad Tpagu-
LnA — NpUrnawWwatb K cebe fomoil konner
1 MonioAbIX yueHuKoB. MaHu Mpena c ygo-
BONbCTBMEM NPUHUMANA B CBOEM He00/b-
LLIOM JIBYX3TaXHOM JJOMe BCeX, KT0 BXOAWN
B Kpyr ee obLieHus. B ee pabouem kabute-
Te Ha CTeHe BUCeN NOPTPETbI 3HAMEHUTBIX
HEBPONOTOB 11 NPOCTbIX BPayeil, KOTOPbIX
OHa CyMTana CBOUMM Jpy3bAMM.

(Bo60AHO roBOpMBLLAA Ha 5 A3blKax,
MPOHUYHAA 1 Npyu 3ToM Jobpoxenarenb-
Haf, peHa JMunbeBHa A0 nociesHero
[HA 6bINa N0NHA UHTEpeca K Xu3HN. B ogHy
W3 NOCNEe[HMX BCTPeY OHa CNpocina, BI-
€N NV A HOBbIiA PYCCKuiA GunbM, KOTopbIil
OHa ycrnena nocmoTpeTb C NpUATENbHUL
B KaKom-TO nojgane — BpoAe MOJo-
AexHoro knyba. Al orBeTun, uto Her. OHa
MOCMOTPeNa Ha MeHs C HeckpbiBaeMblM
yOMBEHNEM U cOXaneHunem: «Hago uH-
TepecoBaTbCA, YT NPOMCXOAMT B UCKYCCT-
Be, Bbl JO/KHbI TOCMOTPETb 3TOT pubml».
My3bika, nuTepatypa, nonuTHKa, — Bce ee
uHTepecoBano. OHa Morna HeoXuaaHHO
MO3BOHUTb W MOMPOCUTL HEMeANeHHO
pa3bickaTb NPOMaBLUYl0 MPUATENbHULY
B MockBe, KoTOpas Hefienio He NoAXoAuT
K TenedoHy, unu NpucnaTb TONbKO YTO Bbl-
WweAwyl KHury. U ewe oHa roopuna:
«Pabortaiite 1 nuwwute GonbLue, 3T0 BCe,
YTO OCTAETCA. .. ».

C.C. Hukumun
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1. NOLHH-
MaTbCA N0 NECTHHLE.
AbIWATD, NéKa
Ha CMHHe.
Moemy Bpayy npaBuib-
| 10 NOCTaBHTb [iHarHos.
» | Yto 3to Takoe?

BECEbIE
SATAJLKH

2. OpuH Bpay ayman, 3. Nocranoska awar-
470 370 - Ho3a nporpec-
roif Ayman, 4yto CHPYHOLLEro HepBHO-
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TAXENOE NPOrPECCUPYHOLLLEE U YACTO ®ATAJIbHOE HENPOMBbILIEYHOE
3ABbOJIEBAHUE, KOTOPOE, HECMOTPSl HA APKUE CUMINTOMbI,
YACTO OCTAETCSA HEAUATHOCTUPOBAHHbIM'

C
d
(alglucosidase alfa)

MepBblit U eAMHCTBEHHDIIH Npenapart Ans nevenus onesqu Momne, -
KOTOpPbIit MEHSIET ECTECTBEHHOE TeYeHWe 3abonesaHns 3a cyeT L
YNYULIEHHUS U NoAAEpPXaHUA (DYHKLUNUK MbILLL, YTO NO3BONSAET .,h_f_‘lﬂﬂ,.,_ e
nauueHTam BecT 6051ee aKTUBHYHO U NONTHOLEHHYH XU3Hb>3*
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Komriniekc 60Ty MHNHECKII TOKCHH Tvna A-remarr/iroTMHuH

HanpaeneHHoe CeHcoMoTopHoe [Jei

LlepBukanbHas aucTonms
(cnactnueckas kpueoLwes)

OGnerHeHMe CMMNTOMOB MUIPEHU, OTBe‘-IGIOIJ_Lel:i
KPUTEPHAM XPOHUYECKON MUTPeHH (ronosHbie Gonu
npucytcteytot 15 aneit B mecsiu unm Gonee, U3 Hiux
He meHee 8 AHel — MUIPEeHB), NPy HeaReKBATHOM
OTBETE HA NPUMEHEeHUe I'\pOCbVIJ'IOKTquCKMX

Ceobopa aBMKEeHMSs
Mu3nb 6€3 601K
YBepenHoCTb B pe3ynbrare

®PokanbHas CNACTMYHOCTb 3ANSACTbA M KUCTU
Y B3POCAbIX NAUNEHTOB, NEepEeHECLUNX UHCYNbT

DucdyHkumsa MoueBoro ny3eips HeAEPXAHUE MOYN
Y NAUMEHTOB C HEMPOTrE€HHOM r’MNEPAKTUBHOCTHLIO
AEeTPy30pa (HEMPOreHHbI MOYEBON My3bipb)

B PE3YNbTATE XPOHMYECKOTO CybLepBMKanbHOTO
NOBPEXAEHUS CIMHHOTO MO3IA UM PACCEAHHOTO

®DokansHas CNAcTU4YHOCTb, ACCOLMMPOBAHHAA

c AMHQMM‘{ECKOE ned:opmauneﬁ CTOMbI NO TUNY KKOHCKASA
cTonay» BCneacTsne CNacTMYHOCTU Y NAUMEHTOB 2 net

M CcTapie C AeTCKMM u,epe6poanblM napannuyom

MAMOI‘IGTM'{ECKGH rMNepakTMBHOCTb MOYEBOTO My 3bIps
C HElePXXAHMEM MOYU, UMNEPA-TUBHBIMKU MO3bIBAMM

K MOYEMCNYCKAHUIO N HOCTbIM MOYENCNYCKAHUEM Y
B3POCbIX B CIly4A€ HEOCTATOUHOM 3P dEKTUBHOCTH
U HenepeHoOCMMoCT1 DHTMXOJ’IVIHEPI’MHQCKO[&

NPOTUBOMUIPEHO3HbIX MPENAPATOB MK UX ckneposa Tepanuu
HenepeHoCUMoCTH
. HeiiporenHaa Vinnonatiyeckas
lemndaLmanbHbIi LlepBukanbHas TMocTuHCynbTHaA XpoHunyeckan rnepaKkT1BHOCTb TMNepaKkTUBHOCTL
cnasm Bnedapocnasm LCTOHVA aun CMacTUYHOCTb MUrpeHb neTpysopa MOY€EBOro My3bipA
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