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3aMeTKH U HAOIIOICHUS U3 IPAKTHKH
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PEOKWWA CNYYAU N3ONUPOBAHHOM IBM — HNRNPA2B1-ACCOLIMMPOBAHHOM
MUOMATUU C TENbLAMU BKITIOYEHUN
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I'epeoumapnas (nacredcmeennas) muonamus ¢ meavyamu exaovenuti (IBM) npeocmaensiem cobotl gapuanm mynvmucucmem-
HOU npomeunonamuu. Imo 2eHepaiu308aHHoe npozspeccupyioujee 3a001esanue ¢ aymocoMHO-PeYeCCUBHbIM UL AYMOCOMHO-
OOMUHAHMHBIM MUNOM HACTE008AHUSL, XAPAKMEPUIYIOUWeeCs pA38UmMuem 0e2eHepamueHo20 NPOYecca 8 MbIUUEUHbIX 60JOKHAX
ecredcmeue HaKonaeHUs 8 HUX OKAUMIEHHbIX 8aKyonell U S0epHbIX NPOMEINCYMOUNbIX uramenmos. B cmamve npusooumes
KIuHuYeckoe Habniodenue peorkozo sapuanma IBM — HNRNPA2B 1-accoyuuposannotl muonamuu, npomexaioujeti ¢ henomu-
nuYecKu pasiuduHou KapmuHou y npedcmasumeneti 0OHOU ceMbll pA3HbIX NOKOAEHUI.
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Hereditary inclusion body myopathy (IBM) is a variant of multisystem proteinopathy. It is a generalized progressive disease
with autosomal recessive or autosomal dominant inheritance, characterized by the development of a degenerative process
in muscle fibers due to the accumulation of rimmed vacuoles and nuclear intermediate filaments. This article presents a
clinical observation of a rare variant of IBM — HNRNPA2B1-associated myopathy with a phenotypically diverse picture in
representatives of one family from different generations.
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Muomnatun — TeTeporeHHas rpymma 3a0oJeBaHui, Xa-
pakTepHu3yIomascs HapyIIeHHSIMHU B CTPOCHHUH H METa00In3-
Me MBIIIEYHON TKaHU, KOTOPBIE TPUBOISAT K IIPOTPECCUPYIO-
IIeH MBIIIEYHON C1a00CTH U aTPOUH CKEIETHRIX MBIIIII.

Kak mpaBuiio, nis HacleACTBEHHBIX MHUOMATHN Xapakx-
TEepHBI paHHHUH 1e0I0T (OOBIYHO B MEPBbIC JHU HITH MECSIIBI
KW3HH), CHMMETPHUYHAsI TPOKCHMAaJIbHAsl MBIIIEYHAsT aTpo-
¢us u cnabocTh, CHIDKEHNE WU OTCYTCTBHE CYyXOXKUIIBHBIX
peduekcoB. TpyaHOCTH JMATHOCTHUKH BO3HUKAIOT MPH TTO3-
Hell MaHHdecTanuu 3a00JeBaHUs, KOT/Ia HEOOXOJUMO TTPO-
BecTH nuepeHITnanbHy 0 TUAaTHOCTUKY C Helponerenepa-
TUBHBIMU 3a00JICBaHUSMH, MOJUHEBPONATHIMH, IPYTUMH
HEPBHO-MBIIICYHBIMHU 0OJIC3HAMH, B TOM YHCIIE C BTOPHYHEI-
MU MHOTIATHSIMHU.

MynsrucuctemHuas nporenHonatus (MSP) —ato rpynma
PEenKUX HACIEICTBEHHBIX JIETCHEPATHBHBIX IJIEHOTPOITHBIX
3a00JIeBaHUN, TIPH KOTOPBIX MOTYT IOpa)XaTbCsS MBIIICY-
Hasg, KOCTHas M LIEHTpaJIbHAsI HEPBHAS CHCTEMa C Pa3BUTH-

€M KJIACCHYECKOTO OOKOBOTO aMHOTPO(MHUIECKOTO CKIIEpo3a
(ALS), panneit no6HO-BUcOouHON nerenepanum (FTD), 60-
ne3nu [lemxera (PDB), Muonmatuu ¢ TenbliaMy BKJIFOUSHUM
(IBM) ¢ pa3nuyHOl (GEHOTHIMUYESCKOW TEHETPAHTHOCTHIO
WU KOMOMHAIINY STUX 3a00/IeBaHUH.

MSP mosxeT pa3BUBATHCS IPH MYTAIIMH B IIECTH U3BECT-
HbIX reHax: Valosin Containing Protein (VCP), Heterogeneous
Nuclear Ribonucleoprotein A2/BI (hmRNPA2BI), Hetero-
geneous Nuclear Ribonucleoprotein A1 (hmRNPAI) n Se-
questosome 1 (SOQSTM1), a takxe TIAl u OPTN.

MuomnaTtusi ¢ TenplaMy BKIIOYCHHH B paMKax MYJIBTH-
CHCTEMHOH MPOTEHUHONMATHH BIIepBhIe omucana B 2004 1.
G.D. Watts u coasr. [1], korna B xone obcienoBanus 61 ma-
nueHTa u3 13 ceBepoaMepHKaHCKUX CeMel OBIIIN BBISBIIC-
HBI 6 MuUCceHc-MyTatuii B rene VCP B 9-it xpomocome ¢ (e-
HOTUIUYECKHUMHU nposaBiaeHusiMU B Bujie IBM, PBD u panneit
FTD, o6weannennbix nmox akpoaumom IBMPFD, ¢ paznud-
HOUM TIeHeTpaHTHOCTHIO. [Ipu 3TOM (peHOTUITMYECKUA BapH-



248

Clinical Medicine, Russian journal. 2023;101(4-5)
DOT: http://doi.org/10.30629/0023-2149-2023-101-4-5-247-251

anT IBM nmencs y 82%, PDB —y 49% u FTD —y 30% 06-
cienoBaHHBIX. MyTanus B reHe VCP Obina Kiraccuuupo-
BaHa kak MSP1.

JlanpHEHIINE WCCAEOOBAHUSA MAIIMEHTOB CO CXOIHOM
KIMHHYECKOW KapTUHOH, HO OTCYTCTBHEM MYTAaIlUU B TCHE
VCP, mpuBenu K OTKPBITHIO MyTalliii B T€HaX, KOTOPHIC
nmo3xe Oblu KiaccuduiupoBanbl kak MSP2 (hnRNPA2BI)
u MSP3 (hnRNPAI).

B 2013 r. H.J. Kim u coaBt. [2] obcnenoBanu narueH-
TOB U3 TPEX ceMel ¢ KImHu4Yeckor kaptuHoii MSP. B nep-
BOI1 cembe ¢ MmyTanuei B rene hinRNPA2BI nabnronanu IBM,
PDB, FTD u 605e3ub IBUTATEIBHOTO HEUPOHA B PA3JTMIHBIX
Bapuanusax. Bo Bropoii cembe ¢ myTamuei B rene hnRNPAI
peructpupoBanuck IBM u PDB. U, nakonen, B TpeTheit ce-
Mbe ¢ Mmytanueil B rene hnRNPAI Ovln BBIsBIIEH (EHOTHUIT
BAC. VYV Bcex 00cCiemoBaHHBIX IMAIIMEHTOB B MBIIIEYHBIX
6uonTarax ObUTH 0OHAPYXEHBI aTPOQHUH MBIIMIEIHBIX BOJIO-
KOH U IICHTPAJIFHOTO Spa, OKaMJICHHBIE BaKyoIH. B muTo-
IJ1a3Me B BUJE KJIETOYHBIX BKIIFOUCHHI ONPEAEIISIINCh MY-
tanTHBIe "nRNPA2BI u hnRNPAI, B TO BpeMs Kak B HOpME
OHHM JOJIKHBI HAXOAUTHCS B KIIETOYHOM SIPE.

I'eteporennrie snepuble Hykieonporeuasl (hnRNP)
A2B1 u Al npencraBisitoT coboit KOMILIEKCHI, 00pa3oBaH-
ueie PHK-cBs3piBaromumu Oenkamu (RBP) u monexymamu
PHK. RBP hnRNP conmepxatr mpuOHOMOIOOHBIE TOMEHBI
(PrLD), xoTopsie omocpenyroT oOpa30oBaHHE CTPECCOBBIX
rpaHyd ¥ y4acTBYIOT B cbopke monekyn PHK mocpenctsom
pasnenenus XuAkux ¢a3. OOBIYHO 3TH T'PAaHYIBI PACTBOPS-
I0TCA TTOCTIE 3aBEpIICHUS KIETOYHOro cTpecca. Ho crpecco-
BEIC TpaHyJbl, 00pa3oBaHHbIe MyTaHTHEIMU RBP, octatorcs
HEpPacCTBOPUMBIMH U MPUBOIAT K arperanuu RBP ¢ nakore-
HHEM B IIUTOIJIa3M€ TOKCHYHBIX AMHJIOMIHBIX arperaToB
[3-5].

JlomoTHUTETPHBIM ~ JI0KA3aTENbCTBOM  MAaTOTEHHOCTH
hnRNP npu MSP sBisieTcss MOATBEPKACHHBIA (QaKT mpsi-
Moro B3aumopenctBust inRNPA2BI n hnRNPAI ¢ TDP-43
(TAR DNA-binding protein 43) uepe3 ux C-KOHIIEBBIE TOMe-
HBI, O0raThle TIUIITHOM, KOTOPBIE COBMECTHO ONOCPENYIOT
MetabonuaM PHK. DTo npuBOAUT K U3MEHEHUIO JUHAMUKHU
coopku monexkyn PHK u ee metabonmzma [6, 7].

OCHOBHBIM I'HCTOJOTHYECKUM IPU3HAKOM MYTAIIUH B Te-
Hax hnRNPA2BI v hnRNPAI aBnsioTcs OKaiMIICHHBIC BaKy-
0JIi, 0COOCHHO B aTpodUUIECKUX BOJOKHAX, 0€3 IMPH3HAKOB
BocmasieHusi (B otinuuue oT cropamuueckux IBM). Oxkpa-
IICHHBIE BaKYOJIH COIEP)KaT OEIKOBBIE arperarsl yOUKBUTH-
Ha, TDP-43 u mapkepa aytodarun p62, Kak ¥ Ipu APYyTHX
MHOTIATUAX C OKaWMJIEHHBIMH BaKyOJISIMH, BKIf09asi Criopa-
nuyeckue IBM, muonatuto GNE, nuctaapHyl0 MHONIATHIO
Benanzaepa u aqucransayro muomnatuio MATR3 [8].

Jpyrue maTonormdyeckue MPHU3HAKKA BKIIOYAIOT, TTOMH-
MO aTpopUpPOBAHHBIX, THNEPTPOPHPOBAHHBIE MBITIICYHBIC
BOJIOKHA, YBEIWYCHHBIC A/Ipa W aHOMAaJbHOE HAKOIIJICHHE
YOMKBATHIMPOBAHHBIX OEIKOB. MBITIIEYHBIE BOJIOKHA WHO-
r7la IEMOHCTPHPYIOT MHOGUOPHIUISPHYIO Ie30pTaHU3AIHI0
¢ OONBIINM CKOIIJICHHEM Z-I¥CcKa UIN OEITKOB TPOMEXKYTOU-
HBIX (PMITAMEHTOB, TAKMX KaK MHOTHJIHH.

HecmoTps Ha heHOTHIIHYECKYIO TE€TEPOTreHHOCTD Y 00ITb-
HBIX C MYJIBTHCHCTEMHOH MPOTEWHOMATHEel, BCTpedaroTcs

Notes and observations from practice

CIIydau ¢ M30JIMPOBAHHBIM IPOSBICHUEM OXHON M3 HO30JI0-
ruii (IBM, PDB wmu FTD).

OmnucaHsbl ciry4an H30JUPOBAHHON MHUOIATHH y TTallMEH-
TOB ¢ myTanueii B rene inRNPAI. Tak, B 2015 r. R. [zumi
1 coaBT. [9] Habmoganu 4 TaIMeHTOB U3 ABYX CEeMel ¢ MyTa-
rueit p.D314N. Knunnueckas KapTHHA y MAIUEHTOB U3 00e-
uX ceMelt ObTa cxoxa. TpynHocTH B X0ap0€, 0COOCHHO pu
MOABEME TIO JICCTHHIIC, OHM CTaJH HCIBITHIBATH B CPETHEM
B Bo3pacte 44 net. Uepes 10 nmeT manueHTH HE MOTIIH yKe
CaMOCTOSITENBHO TepenBurarbes. CiabocTh B OCHOBHOM
MPOSIBIISIIACH B ITOJB3IOIIHO-TTOSICHUYHON, YETHIPEXTIaBON
MBIIIax Oeapa, MOAKOJCHHBIX CYXOXKHIHUAX, NepemaHei
00BIIe0epIIOBOI MBITIIIE U IBYTJIaBOM MbImme 1ueda. Cy-
XOXKHUJTbHBIE pe(IIeKCh OBLTN CHIDKEHBI. YpoBeHb KDK Obut
oxoiio 500 ME/n, I11® B npenenax HOpMbI. [1o TaHHBIM peHT-
reHorpaduu mopakeHne KOCTHOM CHCTEMBI HE OBLIO BBISIB-
neHo. JlanHbie TpoBeaeHHOM uronpyatoit DMI oOHapy XwH
MHUOTIaTHYECKUH MAaTTEPH 0€3 CIIOHTaHHOH aKTUBHOCTH B T1O-
pakeHHBIX MBIIIAx. IIpoBeneHne Mo ABUTATEIBHBIM U CEH-
COpPHBIM HEPBaM OBIJIO HOPMAJIBHEIM.

WzommpoBanueiii penorun PDB y Tpomx mnammeHToB
¢ myTtanuei B rene inRNPA2BI ¢.929C > T onucan B pabore
X. Qi u coasr. [10].

Ilpusooum cobcmeennoe Kaunuyeckoe HabI00eHue ce-
MBH C H30JIMpOBaHHON hnRNPA2BI-accOuMMPOBAHHONW MH-
onartuel ¢ TeIbllaMU BKJIIOYEHUH.

[Ipo6ann, mamuenTka A., 22 roaa, IOCTyIHIa B KITUHUKY
¢ ’kao0aMH Ha C1a00CTh B HMIKHUX KOHEYHOCTSIX, OOJIBIIIE
B JICBOW CTOIIE, HEBO3MOXXHOCTh BCTATh HA IISTKH, CI1a00CTh
IIPU BCTaBAHUH Ha HOCKH, TTOXYyICHUE HOT.

AmnamHe3 3a005I€BaHUS: TIEPBBIE CHMIITOMBI MOSBIJINCH
y ManueHTKH B ITOAPOCTKOBOM BO3pacTe B BHIE CIa0OCTH
MBIIII [JICYEBOTO MOsICA CIpaBa, IOBOPOTA JIOMATKU KBEP-
Xy, cnabocTH MBI 3aaHedl moBepxHOocTH Oexpa. Buiy-
aJpHO CTajla 3aMedarh IMoxynaeHue Hor. B Bospacte 19 ner
pasBuiiack c1abOCTh B JIEBOW CTOIE, MAaIlMEHTKa CTaja WC-
TBITBIBATH 3aTPYIHEHUS IIPH MTOBEME Ha HOCOK JICBOW HOTH.
C TeueHneM BpeMEHHU BO3HHKJIA CIIA0OCTh B MPaBOU CTOIIE.
K nmpobnemam ymopa Ha HOCKM IPUCOETUHAIACH HEBO3MOXK-
HOCTP MTOJhEMA Ha MSITKH.

B xome HEBPOIOTHYECKOT'0 OCMOTpA y HAIIHEHTKH BBISB-
JATACh JIBYCTOPOHHSAS cIabOCTh MUMHYECKON MYCKYyJaTy-
pel. UMena MecTo cnabocTh M aTpodusi MBIIII B TJIEYCBOM
Mosice CIpaBa, KPBIJIOBHUIHAS JIOTIATKa CIpaBa, CHUKCHHE
CIITBI 10 3 GajuIOB B MBIIMIINAX PYKH M BEPXHETO IIEYEBOTO
nosica, apeduiekcusa ¢ pyk (puc. 1). ®ukcupoBainuce aTpo-
¢ug u cnabocTh MBI B MPOKCHMAJBHBIX OTAENaX JIEBOH
HOTH — CHMYKEHHE MBIIIEYHON CHIIBI 10 3 OajuioB. Takxke
HaOJIFOTaJINCh aTPO(UH U CHUKESHHUE CUITBI 710 3 0aJIOB B ITe-
penHel rpyIIe MBI TOJICHH ¢ 00eUX CTOPOH, B CBSI3HU C YEM
OBIJT HEBO3MOXKEH MOABEM Ha ISTKH U OTMEYAIHCh 3aTPy-
HEHUsI TIPH MToIbeMe Ha HockH (puc. 2). KoneHnnsie peduiekco
OTCYTCTBOBAJIM, aXMJJIOBBI pedeKChl coxpaHeHB — D=S.
Nmena MecTo xapaKkTepHas «MHOTIATHYECKASD) TIOXOIKA.

Cpenau KJIMHUKO-Ta00paTOPHBIX TMOKa3aTesne obpariat
Ha ce0st BHUMaHUe MOBHIIeHHBIH ypoBeHs JIAT — 509 EJl/n
(N =0-480 El/n ) u KOK — 643 EJI/n (N = 0-145 EJl/n).
OO6mue aHaM3bl KPOBH B MO4M Oe3 marojoruu. Ilpu smek-
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Puc. 1. IIpobano. Ampogus motuy nnevesozo nosaca. Kpoiiosuo-
Has 1onamka cnpasa

TPOHEHPOMHUOTPAPUIECKOM  HCCICIOBAHUH  BBISBIISIINCH
MPU3HAKH HE3HAYUTEIHHOT'O MPOrPECCHPYIONIETO TEePBUY-
Ho-MblleyHoro mponecca. [lpu JIHK-cexkBenHupoBanuu
10 TIAHETW HEePBHO-MBIIICYHBIX 3a00yeBaHUN OBITM Haii-
neHsl 3 myrtanuu B reHax hnRNPA2BI (¢.928C > T), GYS2
(c.547C >T), FASTKD?2 (c.8821G > A). C momo1ipto cepBrca
Mutation Taster BEISBIEHHBIC MYTaIlMH IPOAHAIH3HPOBAHBI
Ha IIPEIMET UX MaTOTeHHOCTH.

I'en GYS2 komupyeT medeHOUHBIH H30()EPMEHT TIIMKO-
TEeHCHHTA3y, KOTOpas KaTaJIH3UPyeT KOHEUHYIO CTaJUIo
CHHTE3a IMIMKOreHa. MyTanus B JaHHOM I'eHe CITIOCOOHA BEI-
3BIBaTh OOJIE3Hb HAKOIUICHWS TIMKOreHa B medeHu 0 Tuma
(GSDO0A; 240600), xoTOpast XapaKTepH3yeTCs THITOTITHKEMH-
el HaTOIIaK, MPOSABIISIONIYIOCS B MJIaICHICCTBE MIIH PAaHHEM
JETCTBE W COIMPOBOXKJIAOUIYIOCS BBICOKHM COJCpXKaHUEM
KETOHOB B KPOBH M HHM3KHMH KOHIIGHTpAI[MsSIMH aJaHHHA
1 JTaKkTaTa. XOTs KOpMJICHHE CHUMAeT CHMITTOMBI, OHO YaCTO
MPUBOIUT K MOCTIPAaHIWATIBHON THIEPTIUKEMHUH U THIIEP-
naktaremuu [11].

Myrtauus B reHe FASTKD2 MoXeT BBI3BIBAaTh Jie-
GUImUT MUTOXOHAPHANBHOTO KoMIUlekca IV  siaepHOTO
tuma 1 (MC4DNI1, 220110) u mpexacraBiaseTr coboi MeTa-
0onmyeckoe HapyLICHHE C ayTOCOMHO-PEIICCCHBHBIM TH-
IIOM HACJIEZIOBAaHHUSI, KOTOPOE MPOSBIISIETCA B BUAE OBICTpO-
NPOTPECCUPYIOLIEN HEWpOAEreHeEpaluu C JBUraTeIbHBIMU
¥ KOTHUTUBHBIMHU HapyLICHUSIMH, PA3BUBAIOIINMHUCS B BO3-
pacTte mpuMepHO oT 5 10 18 Mec. mocie HopMaJbHOTO paHHE-
T0 pa3BUTHS. Y OONBHBIX HAOTIOAAIOTCS THIOTOHUS, TOTEPS
CHOCOOHOCTH CHAETH WIJIM XOAUTh, HAPYLICHHE PEeYH U ILIO-

Puc. 2. IIpobano. Ampogusn motuiy RPOKCUMATBHBIX OMOE108 Jie-
601l HO2U U nepeoHeil 2PYRNbL MbLULY 20/1€HU C 06eux CHOPOH

XOH 3pUTeNbHBIN KOHTAKT [12]. Takke ecTh JaHHBIE, 9TO MY-
tanust B reHe FASTKD2 mMoxeT ObITh NMPUYUHON Pa3sBUTHS
MELAS-cunapoma [13].

DEeHOTUNINYECKUX NPOSABJICHUM, TAIMYHBIX JIsI My TallU i
B reHax GYS2 u FASTKD2, mbl y IaliueHTKH HE HaOJIFOqa 1.
Wmerommue y mariueHTKY HapyIIeHUsI OBLTH 00YCIIOBIEHBI FIC-
KIIFOUNTENTBHO MucceHc-myTaruen ¢.928C > T, p.Pro310Ser
B smokyce NM 031243.2 rena hnRNPA2BI, naxopsmerocs
B 7p15.2 B reTepo3uroraom coctossanu (OMIM 600124).

Y4auTeIBasg XapaKTepHYIO0 KIWHUYECKYIO0 KapTHHY Xa-
PaKTEpHOTO MBIIICYHOTO TOPAXKECHHS, JaHHBIX J1abopaTop-
HO-WHCTPYMEHTAJBHBIX HCCIIEIOBAaHWHA OBLI IIOCTAaBJICH
UarHo3: «MyJIbTHCHCTEMHAs MPOTEHHONATUs 2-ro THUIa.
W3onuposannast hinRNPA2BI-acconuupoBaHHAsT MUOTATHS
C TEeNbLAMU BKIIOUCHHI.

IIpn ananusze poOIOCIOBHOM BBIABIEHO, UYTO CXOJIHBIC
CHMIITOMBI OTMEUAaJHCh B YETBIPEX IMOKOJEHUsIX (puc. 3).
BrIsicHMIIOCH, YTO AaHHASsT MyTalWs HOCHT ayTOCOMHO-IO-
MHUHAHTHBIA XapakTep HaciegoBaHus. K coxanenuto, mnon-
HOW MH(pOpMAINH 0 GEHOTHUIIE Y BCEX POACTBEHHUKOB B [-11
MTOKOJICHUSIX HE MOy YEHO.

Beinmy ocMoTpeHb! oTel 1 OpaT mpobaHa.

Oren, 50 net. PaGoraer Bogurenem. CiyXuiI B apMUH.
Kakux-nmn6o orpanndeHuii Gpu3nueckoil akTUBHOCTH, 110 €TO
COOCTBEHHBIM CIIOBAM, HE NCIBITHIBAII.

IIpu ocmotpe oOpamanu Ha cebs BHUMaHUE aTpopus
MBIIII TIJICYEBOTO MOsCA, KPBUIOBHIHEIE JIOIATKH, CIIpaBa
Gonee BeIpaxkeHHas (puc. 4). [loquATHE BRITAHYTHIX BIIEpEn
PYK BBIIIE TOPHU30HTAJIBHOTO YPOBHS OBIJIO HEBO3MOXKHO,
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Puc. 3. Pooocnosnas nayuenmku A.

a TIOJHATHE BBEPX YePe3 CTOPOHBI BBIIIOIHSIIOCH 10 HHEPLIHH
C UCIIOJIB30BAaHUEM BCIIOMOTATeIbHBIX MBI, [Ipn npIxaHuu
0TMEYaJIoCh HEKOTOPOE OI'PAaHMUYCHHE SKCKYPCHUHU TI'pyTHOH
KJIETKH. J[BUTaTeNbHBIX HapyIIeHHH B HOTaX M M3MEHCHHS
IOXOJKH HE HAOJII0AaI0Ch.

Bpart, 26 net. B mogpocTkoBOM BO3pacTe 3aHMMAJICS TIIa-
BAaHUEM, CIIY>KWJI B apMUU, [IOCEIIAJ TPEHAKEPHBIH 3ai1. Pa-
00TaeT B INIHHOMOHTA)KHOM CEpBHCE.

Cuyuraer cedss OonbHBEIM ¢ 20 jeT, Korjga IOSBUIINCH
¢1a00CTh MBIIII] MJICYEBOTO I10ICa, YYBCTBO «BBIMHPAHUSY
IIpaBOH JIOMATKH, He MOT 0e3 QuKcanuy JIonaTky NOJHUMATh
TSOKECTH. VICTIBITBIBaeT TPYAHOCTH ¢ HAOOPOM MacChl Tela,
HECMOTPS Ha BEICOKOKAJIOPUITHOE TUTAHHE.

Puc. 4. Omey npoodanoa. Kpvinosuonsie nonamku ¢ obeux cmo-
pon, cnpasa — 6onee sbIpadyiceHnasn

Notes and observations from practice

IIpu ocMOTpe BBISBISUIACH CIA00OCTH MUMHYECKOW MY-
CKyNaTypbl, KPBUIOBHJHBIC JIONATKH, OOJbIIE BBIpakeHa
CIpaBa, aCHMMETPHUS B IJICUEBOM IOSICE 3a CUET NEpeMeIe-
HHUS TpaBoii jonarku BBepx. ViMenu mecto arpoduu neib-
TOBHIHOH, TpaneueBu IHOM, IpyIHOHU, nepeaHel 3y04aTo,
POMOOBH/THOW MBIIII] C 00EUX CTOPOH, TAK)KEe OOJIbIIE BbI-
pakeHHbIe cripaBa (puc. 5). i3MeHeHw# B MBIIIIaX HOT U Ha-
PYIICHHUS IIOXOIKHU 3a(PUKCHPOBAHO HE OBIIIO.

B nmaHHOM KIMHHYECKOM HaONIOAEHMHM Yy TpPOUX 00-
CIICIOBAaHHBIX IAIlMEHTOB Ha0mIonanach (EHOTHITHYE-
CKM pa3inyHas KapTuHa usonupoBaHHOii hnRNPA2BI-
aCcCOLMMPOBAHHON MMOIIATUHU C TeJbllaMu BKJIoueHU. Ilo-
MHUMO HaJINYHS OOLIIUX KIIMHMYECKUX MPU3HAKOB, TAKUX KaK
KPBUIOBUHBIC JIONATKH, ACHMMETPHYHO BBIPAXKCHHAs Cla-
60CTh MBIIIII IJIEYEBOTO Mosica, B [V MOKOIIEHNN y cecTpsl
n Opara ompenensuiach JABYCTOPOHHSAS HEZOCTATOYHOCTH
MUMUYECKOH MYCKYNaTypsl, a y IpoOaHa ObIIHN BBISBICHBI
1 TaKHe CUMIITOMBI, KaK MBIIIEYHAs ¢1a00CTh U apediaexcus
B HOT'axX.

Takum 00pa3oM, KIMHHYECKHE IPOSBICHHUS H30JIHPO-
BaHHOW MHOMNATUU C TEIbLIAMU BKIIOUYEHUH M CTENEHb BBI-
Pa’KCHHOCTH MBIIIEYHBIX HAPYMIEHUH MOTYT 3HAYHTEIBHO
OTJIIMYAThCA AK€ Y YJICHOB OJHOW CEMBH, UTO 3aTPyIHSCT
BBISIBJICHUE TE€PEIUTAPHOrO XapakTepa 3aboneBaHus. Muo-
MaTHYECKUI CHHIPOM YacTO CIIY)KUT IPUYMHON 0OpaIieHus
K HEBPOJIOTY, a HE K TeHETHKY. B cBs31 ¢ 3TUM HEOOX0OMMO
MIOBBIIATH HHYOPMHUPOBAHHOCTH Bpauei-HEBPOJIOTOB, a TaK-
JKe Bpadedl oOmieil MpakTHKW O BapHaHTaxX KIMHUYECKUX
IIPOSIBJICHUH ONMCAHHOTO 3a00JICBaHHUS.

Puc. 5. Bpam npoéanoa. Ampogpusa mviuiy nneweeozo nosca c ooe-
ux cmopon, Gonvuie gviparicennan cnpasa. Kpvinosuonas nonam-
Ka cnpasa
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Kongpauxkm unmepecog. ABTOPHI 3a4BISIOT 00 OTCYyT-
CTBUHU KOH(DIUKTA HHTEPECOB.

Q@unancuposanue. ViccienoBanue HE MMEJO CIIOHCOP-
CKOM MOJICPKKHU
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