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Jedunuyus

KOHEYHOCTHO-TIOSICHAsT ~MBbIIIEYHAsT OUCTPOpUs
(KTIMJ, limb-girdle muscular dystrophy — LGMD) Takzke
M3BECTHA KaK MbIIeuHast nuctpodust Dpba (Erb's muscular
dystrophy). ITo cBoeii cytu, KITM]I (mo MexmyHaponHoi
Kkiaccudukamnuu 6omesneit 10-ro nepecmorpa — G 71.0) —
5TO TEHETUYECKHU TeTepOreHHasl IpyIna HacJAeICTBEHHBIX
3a00J1eBaHMIA MBIIIIIL CO CXOMHBIM (DEHOTUTIOM (MBIIIIEYHON
CJ1a00CThIO BCJICACTBUE T€HEPATM30BAHHOTO ITOPaXKeHUS
MPOKCUMAJIBHBIX MBIIIIL] KOHEYHOCTEH C MEUIEHHO IPOTrpe-
JUEHTHBIM TEMITOM pa3BUTUSI 3a0oneBaHus) [1, 2].

B Hacrosiiee BpeMs mmokazaHo, uto pazputue KITM]J]
MOXET OBbITh OOYCTOBJIEHO T€HETUYECKU JAETEPMUHUPO-
BaHHBIMU Je(eKTaMM Pa3IUIHbIX KIIETOUHBIX KOMIIOHEH -
TOB, B TOM YHMCJI€ BHEKJIETOYHOTO MaTpUKca [3], KIeTOYHBIX
MeMOpaH M acCOLMMPOBAHHBIX OEJIKOB (CapKOTJIMKAHOB,
KaBeoJiMHa-3, nucepruHa, MHTETPUHOB) [4—6], KIeTou-
HbIX hepMeHTOB (KajmauHa-3) 7], opraHemt win QyHK-

1IUK capkoMepa (TeJleTOHWHA, MUOTUJIMHA, TUTUHA) [8—
10], a Takke siaepHbIX 6eakoB (tamuHOB) [11, 12]. Ipynmna
HacJIeICTBEHHBIX HEPOMBIIIEYHBIX O0E3HEN, BXOISIIIUX
B rpymiry KITM/I, ogpasnensieTcst Ha (GOpMBI ¢ ayTOCOM-
Ho-penieccuBHBIM (AP) 1 ayTocoMHO-TOMMHAHTHBIM (A/])
TUIIOM HacjenoBaHus. B mocienHue roabl MOKa3aHbI
MHOTOYMCJICHHBIE aJlIeIbHbIE aCCOLMALIMN B Pa3IMIHbBIX
reHax, cBsa3aHHbIX ¢ pazsutrem KIIMJI. OtkpbiTie npu-
YUHHBIX TeHHBIX MYTAlIUN Pa3IMIHBIX KIMHUYECKUX (hOpM
KIIM]I B TeyeHMEe MOCIEIHEr0 OeCITUIETUS MTO3BOJISIET
YJIYYIIUTh MTOHUMaHUE MaToreHe3a HapyleHU i QYHKIA
MBIIIIII ¥ BCEJISIET HAIEXKIAY Ha TO, YTO TOCTVKEHUST METH -
LIMHCKOM TeHEeTUKY ITOMOTYT HalTH ITyTH MaTOTCHETUYEC-
Koro je4yeHus1. OMHAKO Ha CErOMHSIIHUN AEHb MOJIEKY-
JISIPHO-T€HETUYECKOE TECTUPOBAHUE MPUYMHHBIX TEHHBIX
myTtauuit KITM/IL B nogaBiisitolieM 0OJIbIIMHCTBE C/TydyaeB
JTIOCTYITHO JIUIITh B KOMMEPYECKUX WU HAyYHO-UCCIIE0-
BaTeJIbCKUX JIaOOpaTOPHSIX.
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Kpamgas ucmopus

MpieuHast auctpodusi, BEpOSITHO, Oblla U3BeCTHA
JIPEBHUM ETUIITSIHAM, O 4YeM CBUJAETEJIbCTBYIOT pE3HbIE
HaaAnMcu Ha cteHax nupamun (okosio 2500 r. mo H.3.).
B 1852 1. E. Meryon omnucai XxapakKTepHbIii (PeHOTHIT Y He-
KOTOPBIX CBOMX MAIlMEHTOB, YTO, BO3MOXHO, OBLIO Tep-
BbIM oncanueM 6o KITM/I, m1nbo no6pokayecTBEeHHOM
X-cueruieHHON MbliedyHoit auctpoduu [13]. TTosxke
G.B.A. Duchenne onucan HanboJjiee U3BECTHYIO (hOpMY
MBIIIIEYHON TUCTPO( U y IeTeli, KOTOpast HOCUT €ro UMsI
— Iporpeccupyolas MbllieyHast nuctpodus oiieHHa.
E. Leyden (1876 ) u PJ. Mobius (1879 ) He3aBUCUMO
JIPYT OT JpyTra OIMMCaIN TMeIbBUO(MEMOPATBHYIO MBIIIICY-
Hyto nuctpoduio [14, 15]. B 1884 . W.H. Erb onwucan
MBILIEYHYIO AUCTPOMHUIO ¢ MpeodiagaHueM MOPasKEeHUSI
IJ1eYeIonaToyHbiX Mol [16]. Cieayer OTMETUTh, YTO
TEPMUHBI «MbIIIIEYHAsT TUCTPODUS» U «MbIIIIEYHAs aTpO-
(bus» nonroe BpeMs ObUTM B3aMO3aMEHSIEMbIMU, OTHAKO
B 1891 . W.H. Erb BBes nmoHsiTUe MbILLIEUHOI TUCTpODhUU
KaK HAacCJeICTBEHHOTO IEreHepaTUBHOIO 3a00JIeBaHMSI
MbIII [17]. Dta nepHULIMS coXpaHSIeTCs M B HaCTOsIIIee
BpeMms. B 1935 1. S. Nevin cooOimnt 0 KTMHUYECKOM Ha-
omogeHun nodpokadectBeHHOro TeueHust KITM/I y otua
U ChIHA, IIPEANOI0XUB AJl-TUIT HacaenoBaHuUsI 3a00J1eBa-
Hug [18]. B mocnenyiomue rombl KIMHUYECKAE (POPMEBI
MBIIIEYHON TUCTPOGUN HE U3MEHWINCH, U TPATUIITMOHHO
paccMmaTpuBaTcs Kak roarunsl KITM/I.

B XX B. oTMeUeHO yBeJIMYEHME YMCIa OIIMCAHUIA CITy-
yaeB KITM/I ¢ mopaxkeHueM BEpXHUX U HUXKHUX KOHEU-
Hocteil. Hanbonbimii MHTEpeC B 3TOM acIieKTe BhI3bIBAIOT
HabmoneHust 123 cayvaeB KIIM/I u3 danuwm [19] u 60
cemeii ¢ MbIleuHoit nuctpodueii u3 CesepHoii Upnanauu
[20, 21]. UccaenoBaTes BIiepBhIE MOMBITAINCH BHIICTUTH
KITM/I u3 uncia npyrux KIMHAIECKUX (hopM MBITIIEUHOMN
IUCTPO(UU Ha OCHOBAaHUY KIIMHUYECKUX, TCHETUUECKUX,
BIEKTPO(PU3NOIOrMIECKUX U TUCTOJIOTUYSCKUX UCCIIEI0-
BaHuii. J.N. Walton u EJ. Nattrass, ucciaenonan 105 maiu-
€HTOB C MBIIIIEYHOU qucTpodueii ¢ ceBepo-BOCTOKA AHT-
JIMU, TpemioXunu HoByw kiaccudukanuio KITMJI,
KOTOpasi IIUPOKO MPUMEHSIIACh B KIMHUYECKOM ITPaKTH-
ke 10 1995 1. [22]. OHU 00BbEeIMHWIN TTebBUOGEMOPATb-
Hyto (Jlefimena—MeOmnyca) u 1iedenonaTounymo (Dpba)
(bopMbI 3200J1€BaHMST B3POCIIBIX B MBIIIEUHYIO TUCTPO(UIO
C TO3AHUM Je0I0TOM, UCIoab30BaB TepMuH KITM/I, uto-
Obl OTAEIUTH BTY I'PYIIY MbILLIEYHON AUCTpoduun ot X-
CLIETJIEHHOW M TIJIeYeJIONaTOYHOIUIIEBOM MBIIIEYHBIX
nucTtpoduit. Takoit momxon ObUT 0OYCIOBIICH TEM, UTO «HMX
HaOJIIOACHUSI HE BBISBWIM KaKUX-JIMOO CYILIECTBEHHBIX
pa3IMuMii B UICTOPUM Pa3BUTHSI 3a00JI€BaHUS U TUIIC Ha-
CJIeOBAHMSI B 9TUX CIIyJasiX, KOTOPbIE MOTJIM OBITh CBSI3a-
HbI C U3TI00JICHHBIM TIOPAXKEHUEM MBIIII] U BO3PACTOM
neotora» [23, 24]. Knaccudpukaumuss KITMJL npeteprnena
PEBOJIIOLIMOHHBIC U3MEHEHUSI B CBSI3U C OYPHBIM pa3BUTHEM
MOJIeKyJIIpHOI TeHeTnkKu. [locrmemnnss kmaccmdukaimys,
MpeUIOXKEHHAs] B XOJe paboyero COBELIAaHUs SKCIEePTOB
B 1995 1., ocHOBaHAa Ha KJIMHUYECKUX 1 MOJIEKY/ISIPHbBIX Xa-

paKTepUCTHKAX pa3IMIHBIX (popM 3a00seBaHMs. B cooTBeTC-
tBuM ¢ Heit KITM/I moapasnenstorcst Ha caydau ¢ AJl-Tumom
HacnenoBaHus (KIIMJ 1 tuna) u ¢ AP-TuroM HacaeaoBa-
Husg (KIIMJL 2 tumna) [25]. OGa Tumma MMeroT MOATUIILI,
CITMCOK KOTOPbIX MPOJOJIKAET PACIIMPSTHCS [26].

Mamodusuonorua

JedekTbl 0enKOB, (PYHKIMS KOTOPBIX HapyllaeTcst
MpU pa3IuYHbIX KInHUYeckux dopmax KITMJII, moryt
HaOJI0IaThCSI HA YPOBHE Pa3IMYHbBIX MTyTEl peann3aiiuu
ouosornyeckon GyHKUMY MBI [27]. DTu aedeKTsl MO-
TYT OBITb pa3ae/ieHbl Ha IPYIIIbl B 3aBUCHMOCTHU OT KJIETOU-
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Puc. 1. Cxema capkomepa ¢ meveHbiMU MOACKYASIPHOIMU KOMHNOHEHMAMU,
Komopoie evizvieatom KIIMJ] uau muogubpusispnvie muonamuu. My-
mayuu 2eHo8 aKmuHa u HeOYAUHa Mo2ym Oblmb NPUHUHAMU 8DONCOCHHOIL
HeMAAUHOB0U MUONAMUU, A MYMAUUU 2eHA MUO3UHA — CeMeUHOU unep-
mpoguueckoli kapouomuonamuu (uainocmpayus 0-pa F. Schoeni-Affoher,
yuugepcumem Dpaiibepea, llseiyapus; adanmuposana aemopamu,)

HoI okaym3atmu. K HUM OTHOCSTCST OeIKM, CBSI3aHHBIE
¢ capkojiemMoii (puc. 1), 6esku, cBsI3aHHBIE C COKpaTH-
TEJIbHBIM aMMapaToM MBbIIIEYHON KIIETKU, U Pa3TUYHbIE
(pepMeHTBI, yJacTBYIOIINE B MBIIIEYHON (pyHKIMU. OgHa-
KO, HECMOTPS Ha TIEPBUYHBIN Ne(PEKT, TSI MHOTUX KITH-
Hudeckux popm KITM]I TouHBII MEXaHU3M, IIPUBOISIIINI
K pa3BUTUIO AUCTpOoPrIecKoro heHOTUIa, 10 HACTOSIIIE-
O BpeMEHM He BbISICHEH. ClieqyeT OTMETUTbh, YTO ISt
paznmuuHbix opm KITM]L xapakrepHO HapylleHue pas-
JIMYHBIX KOHKPETHBIX (PYHKIIMI OeKOB Win (hepMEeHTOB
MbILIEYHOU TKAHU.

dnupemuonorus

CpenHsis yacTora BcTpedyaeMoctu Beex hopm KITM
cocrapsieT okojo 5—70 ciyyaeB Ha | MJIH HaceJIeHMUs
(BapbUpYET B psific CTpaH). PacripocTpaHEHHOCTD TEX WU
UHBIX KIIMHU4eckux hopm KITM/]I HeoguHakoBa 1 3aBUCUT
OT STHUYECKOM TPYIMIIbI U Teorpahmieckoro peruoHa [28—
30]. Ilo maHHBIM HCCAEIOBAaHUI 3apyOeKHBIX aBTOPOB,
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OCHOBAHHBIX HA UMMYHOXUMWYECKUX MCCIIEIOBAHUSIX U Te-
HetnaeckoM TectupoBannu, KITM/I 2A tuma — HauboJee
pacripocTpaHeHHas ¢dopma 3aboneBaHusa: 8—26 % Bcex
KITM. B HEeKOTOpbIX MOMYISILUSIX BCTPEYAETCS TOJIbKO
onHa KimHMYecKas (popma KITMJI (Harmpumep, Ha OCTpOBe
Peronnon, B Ctpane backoB), ¢ 0ueHb BBICOKOIT pacmpo-
CTpaHEHHOCTbIO (10 48—69 ciryyaeB Ha 1 mutH) [31]. KITM/L
2B Trna Takxke 10BOJILHO pacIipocTpaHeHHast (hopMa 3a00-
JeBaHus, coctapsiommas 3—19 % Bcex cinyuaes KITM/I. B
To ke BpeMst KITM/] 21 tuma, Haubosee pacrpocTpaHeHHast
B HeKOTophIX perrnoHax CesepHoii EBponbl (JlaHusi, AHT-
JIMS), 32 UX IpeaeiaMy BCTPEYaeTcsT pexke U COCTaBIISIeT He
6omee 3—8 % Bcex cyyae KITM/I [32].
CapxormukanonaTtnu (KITM/ 2C — KITM/I, 2F) otHo-
CSTCSI K paclpocTpaHeHHBIM ITpuuyrHaM pasputust KITMI,
nocturast 3—18 % (C BBICOKOI YaCTOTOM TSKEITBIX CTydacB
3aboneBanus) [33, 34]. Kak 1 mpu apyrux opmax KITM/I,
pa3NMYHbIe CAPKOTIMKAHOIATUY HEPAaBHOMEPHO IPEICTaB-
JIEHbl B Pa3JIMYHBIX MOMYJISLUUSIX (B OJHUX IOMYJISLIMSIX
onucaHbl Bce 4 (hopMbl CapKOIIMKAHONATUIM, B IPYTUX —
ONMCaH JIMIIb | TUM MyTaluu), 4YTO, BEPOSITHO, CBSI3aHO
¢ heHOMEHOM «POJOHAYATIbHUKA» U MHOPUAMHIOM (KPOB-
HbIM POJICTBOM) CPEAU HACEIEHUS OTAEIbHbBIX STHUYECKUX
rpynn uiu reorpaguueckux uzonasgtos. KITMJI 2C tuna
pacnpoctpanena B Tynnce, KITMJI 2D tnma — B EBporre,
CIIA u bpazwmu. Kpome Toro, B bpasuimu yacto BcTpe-
yarorcsa KITMJI 2E u KITM/I 2F Tunos [35, 36]. B uenom
KIIMJI 2D Tumna (o-capKOIJIMKaHOIATHSI) BCTpevaeTcs
B 2 paza yvaiie, yeM KIIMJI 2C (y-capKoriukaHornaTusl)
u KITM/I 2E (B-capkornmukanomnarus) [37], a KIIMJL 2F
TuMna (d-capKorJMKaHOMATHUsI) — camasi pefikast KITMHUYeC-
Kasg ¢opma 3abosieBaHus [38]. Bce BpoxkaeHHbIE MbILIIEU-
Hble guctpoduu Moryt umetb KITM/I-nomoOHbIi (peHo-
THUTI, IpK 3TOM B 6a3e gaHHbIx OMIM 3aperucrprpoBaHbl
quiib 4 BpoxxkaeHHbie (popmbl KITML (KTIMT 21, KITM
2K, KITM 2M u KIIM/I 2N) [39]. Cnyyau KITM/I onu-
caHbl y TIpeACTaBUTENICH BCeX pac M 3THUYEeCKMX rpymi. Kak
AJl, Tak 1 AP-popmer KITMJI ¢ ognHAKOBO# 4acTOTOM
BCTpEUaloTcsl y 0001X MOJIOB (03 TeHAEPHBIX Pa3TNIuii).

Knuxuka Afl-thopm KNMA

Bospact nedrora KITM/I BappupyeT B 3aBUCUMOCTH OT
THIa HacsiemyemMoii myTtaiiuu. Kpome Toro, Bozpact nediorta
MOXET BAPbUPOBATh 1 B CEMbSIX C OJHOM 1 TOM XK€ IPUIUH-
HOI1 TeHHO# MyTalueil. [1epBbie KIMHUYECKHE CUMIITOMBI
KITM/I rrostBisttoTest B Bo3pacte oT 1 1o 50 j1et, a y HeKOTo-
PBIX MALMEHTOB 3a00JIeBaHME MTPOTEKAET OSCCUMITTOMHO
(HemosiHas1 meHeTpaHTHOCTh). Haumbonee yacto KITM]I
NeOI0TUPYET B KOHIE 1-TO WM 2-TO JeCSITUICTUST KU3HU
(pexxe B cpemHeM BoapacTe). 3aboyieBaHUE BCTpeyaeTcs
Y UTHIUBUIYYMOB MY>KCKOT'O 1 KEHCKOTO TT0J1a. XapakTepHO
BOBJICUEHHE B MTATOJIOTMUECKHUI ITPOIIECC MBIIIIL TIEYEBOIO
U Ta30BOIO MOSICOB, TsKeask MHBATUAU3ALMS MaleHTOB
pa3BuBaetcs B TeueHue 20—30 J1eT oT medroTa 3a00IeBaHMS.
[ceBnorurieprpocun MBI U/WIK KOHTPAKTYPbl HAOTIO-
natotcs penko. B nenom AJl-dopmbr KITMJI BcTpevaroTes

HaMHOTO pexe, yeM AP-dopmbl, 1 cocTaBistioT He Oosee
10 % Bcex ciyyaeB. Y nauueHToB ¢ A/l-TUIIOM Hacjie10Ba-
Hus KITMJI 3abosieBaHue mMeeT OoJiee TMO3IHEE HAyalo
U MEIJICHHbI TEMIT IPOrPeCCUPOBaHMS, TOBBILLIEHHUE YPOB-
Hs KpeaTrnHpochokrHassl (KPK) B cBIBOpoTKE KPOBU HE
CTOJTb BEJIMKO TI0 CPaBHEHUIO ¢ OoJIbHBIMU ¢ AP-hopmamu
KIIM/I (Ta6m. 1).

Jla KIIMJ] 14 muna (MUOTWIMHONATHSI) XapaKTepeH
JIeOIOT OT MOAPOCTKOBOTO Bo3pacTa 10 60—70 J1eT ¢ MbIIey-
HO CJTa00CTH IVCTABHBIX OTAEI0B HIDKHIX KOHEUHOCTEH,
C YaCThIMM IMaAeHUSIMU (BO3MOKEH TakxKe NIeOI0T ¢ Iopa-
JKEHUsI KaK IUCTaJbHbBIX, TaK U MPOKCUMATbHBIX OTIACIOB
HIDKHUX KOHEUHOCTE! W C TIOPAXKEHMST TOJTBKO TTPOKCH -
ManbHBIX 0Taen0B) [40]. [IporpeccupoBanue 3a00IeBaHUS
C HapacTaHUEM BBIPAXKEHHOCTU MBIIIEUHBIX TUITOTPOhUi
Y MBILLIEYHOM CJIA00OCTBIO XapaKTEPHO JJIs1 BCeX MallMeHTOB
C MOpaXeHHWEM IMPOKCHUMAJIbHBIX U JUCTAIBHBIX OTAEIOB
KOHEYHOCTE. XapaKTepHO MEUIEHHO IPOrPeANeHTHOE
TEUCHME C HApYLIEHUEM CITOCOOHOCTH K CAMOCTOSITEIbHO-
My IepeIBUKEHUIO Ha TTO3IAHUX CTAAMSIX pa3BUTHS 3a00J1e-
BaHUS WK (peXe) ¢ pa3BUTUEM JIbIXaTeIbHOM HEMOCTaTOU -
HocTU. BO3MOXHO TOsIBIeHWE 3aMETHOU AM3apTpUU.
YacroTa BCTpeyaeMOCTH KapIUOMUOIIATUM WIM apUTMUU
npocturaeT 50 % cinydaeB. Bojiee yueM B MOJIOBUHE ClydaeB
pPa3BUBACTCSl MUCTAJbHASI HEBPOIIATUS, KOTOpAsl CIIY>KUT
MIPUYMHOM CJTA00CTH AUCTATBHBIX OT/IEIOB MBI HIDKHIX
KOHEYHOCTEH.

KIIMJI 1B muna (1aMuHOIATUsI, ajuleJbHbIe (hOPMBbI
¢ AJI-TUTIOM HacJiemOBaHMS MBIIIEYHON AUCTPODUN DMe-
pu—[peiidpyca) xapakrepusyercss Oojiee paHHUM OcOr0-
ToM — ¢ gerctBa (Miaamre 10 ier) mo 30—35 net. 3aboneBa-
HUE MEMJIEHHO IPOrpecCUpyeT, MPUBOAS K IOSIBJICHUIO
MBILLIEYHOM CJTa00CTU AUCTATbHBIX OTAEIOB KOHEYHOCTEN.
Bo3MOXHBI TTpUCOeIMHEHIE MBIIIIEYHON CIa00CTH Ha YPOB-
He AUCTaJIbHBIX OTAEJIOB 1 BOBJICUEHNE B MTATOJIOTMUECKUI
MPOLIECC MBIIIILL JIUIIA Ha TIO3MHUX CTaAUsIX Pa3BUTHS 3200~
neaHus. [lopaxxeHne MUoKapaa, BKIIOYas TUJIaTalluoOH-
HYIO KapIMOMUOTIATUIO, aTPUOBEHTPUKYJISIPHYIO OJIOKaITy
U XKEeJTyIOUKOBBIE apUTMUU, 1e0I0TUPYeT B Bo3pacte 30—50
JIET ¥ BCTpevaeTcs y 2/3 nmauneHToB [41—44].

KIIMJ] 1C muna (KaBeOJTMHOITATHST) XapaKTepU3yeTCs
nebroToM B 1-11 v 2-1f mekae XKI3HU, HO MOKET BO3HUK-
HYTb U Y MOJIOZBIX B3pocibix [45]. HaunHaertcs 3abomneBa-
HHUe, KaK MPaBUJIO, C MPOKCUMAIbHOM MBILIEUHOM ¢J1ab0-
CTH, peXe — C AUCTaJbHOM MbILIEYHOM ciaboctu. Temn
MPOTPECCUPOBAaHMS BAPEUPYET OT MEUIEHHOTO JI0 YMEPEeH-
HOTO ¥ MOXET OBITh Pa3JINYHBIM Jaxke Y OOJbHBIX YWJICHOB
ogHoi cembu. Pexe y maumentoB ¢ KIIMJI 1C Ttuna
Ha MepBbIi MIaH BBICTYIAIOT MbIILIEYHbIE 6011 (MUAITUN)
W CYIOPOTU TIOPaXKEHHBIX MBI (KpaMITi) 0e3 SBHOI
MBIIIEYHOM c1adocTh. OMcaHbl MALIMEHTHI C TTOBBIIICHM -
eM ypoBHs1 KDK 6e3 mpokcuMaibHOIM MBILIIEYHOM CJ1a00-
CTHU, HO C MUQJITHEN U KpaMIIU, CJ1a00CTbIO AUCTAIbHbBIX
OT/IEJIOB, TUTIEPTPOGUUECKON KaparoMuoratueid. Jpyrue
MalMeHThHl MMEIOT MPOKCUMAJIBHYIO CJIa00CTh MBIIIII,
MBIIIEYHbIE TUTTepTPOdUM Wi Muanruu [46].
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KIIMJT 1D muna Bctpedaetcs oueHb penko (OMIM
603511). XapakTtepeH Ae0IOT B 3peJioM BO3pacTe C IMPOK-
CUMaJIbHOM MbIIIEYHO# cnaboctu. Temn mporpeccupoBa-
HMST 3a00JI€BaHMST — MEJUICHHBIIA. MOXET IIPUCYTCTBOBATh
nuzaptpust [47].

KIIMJT 1E muna (nunataliioHHAsT KapaIUOMUOTIATHS
C HapyUIEHUEM CEPACYHOM MPOBOJAUMOCTU Y MbIILIEYHOUN
auctpopueit, OMIM 602067) Takke SIBISIETCSI PEAKONA
KJIMHUYeCKoU (hopMoii (ormrcaHa omxHa OOJIbIast CeMbs ).
Haugano 3aboneBaHmnsT — B paHHEM B3POCIOM BO3pacTe
C MPOKCUMAaJILHOI MbIIIeYHOI ctadocTu. Temmn mporpec-

CHpOBaHUS — MeIUICHHBIN. HapymeHns cepaedHoro pur-
Ma U KapIUOMUOIIaTUsI OTMEYAIOTCS y BCEX MALlMEHTOB,
HauMHas ¢ 1—2-T0 IeCITUIETUS MOCJIe MOSBICHUS MbI-
IIeYHOoM ciadoct. MoXeT pUBECTH K BHE3aITHOM cep-
IeyHOI cMepTH [48].

KIIMJ] IF muna — penkoe 3abojeBaHue (omucaHa
onHa OoJiblasi ceMbs), AeOI0T BapuadeIeH — OT MepBOro
roja XX13HU 10 CEPEIUHbBI 5-TO AeCITIIECTHsI. XapaKTepHO
paHHee TIOSIBJIEHUE CJIa00OCTH MPOKCUMAIbHBIX OTIEI0B
MBI KOHEYHOCTEH C BOBJIEYCHNEM AUCTATbHBIX OTIEIOB
o Mepe IporpeccupoBaHus 3abojeBaHus. IlalmeHTHI

Ta6muua 1. AZ-gpopmor KITMJI: kaunuueckan xapakmepucmuka (E. Pegoraro, E.P. Hoffiman, 2012)

MmuotunuHOMaThs
(KIIM/T 1 A Tuma)

KIIM/I 1B tuna

KaseonuHomartust
(KIIMJI 1C Tuma)

KIIM/I 1D tuna

KIIM/ 1E tuna

KIIM/ 1IF tuma

KIIM/T 1G tuna

KIIM/I 1H tuna

1840 et

OT HOBOPOKIACHHBIX JI0
B3POCIIBIX;
~1/2 cnygaes ¢ 1e6r0TOM

B ICTCKOM BO3pacTe

~5 ner

<25 ner

18-40 et

1-58 ner

30-47 ner

16-50 net (mux
B Bo3pacte 39 1er)

CuMITOMBI

[Mpoxcumanbras

MBIIIEYHAsS CI1a00CTh

ITpokcumanbHast c1abOCTh HIDKHHAX

KOHEYHOCTEH

Kpammu

‘YMepeHHast IPOKCHMabHas
MBIIIEYHAs CI1ab0CTh

MBplmeyHast pUrHIHOCT
Mpinreynast 00J1b, MHIYIUPOBAHHAS

(HU3NYECKIME YIIPAKHEHNUSIMHI

Hapymenus cepreunoit
MIPOBOAUMOCTH, POKCUMATbHAST
MBIIIEYHAs! CIab0CTh

IIporpeccupyromas npokcHMabHast
WITH JTUCTAJIbHAST MBIIICYHAS
c11ab0CTh HIKHUX KOHEYHOCTEH

C MOCTENICHHBIM BOBJICUCHHEM

HEIMOPa>XEHHBIX OTACJIOB

Mpiiieqnas ciabocTh
TIPOKCUMAJIBHBIX OTACJIIOB HUXKHUX

U BEPXHUX KOHEUHOCTEH

Mplieqnas ciadocTh
MPOKCHUMAJIbHBIX OTEIOB HIKHUX

KOHEYHOCTEH

Melieqnas ciradocTh
npoxchaanmx OTACJIOB HUKHHUX

KOHEYHOCTEH

IIposiBaenus

VIIoTHEHHEe aXUILIOBA CyXOMKUIIHS
Jluzaprpus, pedb ¢ HOCOBBIM
orTeHKoM ronoca (50 %)
Jncharns

HblxaTeJ'ILHaﬂ HEIO0CTAaTOYHOCTH

T'uneprpodus NKPOHOXKHBIX MBIIIIL

Herpy6ast koHTpakTypa
TOJICHOCTOITHOTO CyCTaBa OIUCAHA

y 1 manuenTa

CriBopotounasi KOK (0T HOpMmbI 10

20-KpaTHOTO MOBBIILICHUS)

Iporpeccupyroriee orpaHIIeHNE

crubanus MMaJIbIIeB KUCTEH U CTOIT

T'unorpodust MBI TA30BOTO HOsICA
¢ runepTpodueiil HKPOHOKHBIX

MBIIIIIT

JlucranbHast MblIe4Hast

c1aboCTh

Herpy06bie KOHTpaKTypbI
KOJIEHHBIX CYCTaBOB
Aput™mus u ipyrue
Cep/ICUHbIC OCIOKHEHUS
(2545 7er)

Bueszannas CMEPTH

Bce nnnuBnayymst
HaOIIONAI0TCS

amOy1aTopHO

Heobxonumoctsb

B UHBAJIUHON KOJSICKE
BO3HHKAET

B Bo3pacTte 45-62 ner

JlucranbHasi MblII€UHast

c11aboCTh

Meiiieqnas ¢1abocTh
MPOKCHMAIILHBIX OT/IEIOB

BEPXHUX KOHEYHOCTEH
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C paHHUM JIe0I0TOM UMEIOT OBICTPBIN TEMIT IPOTPECCUPO-
BaHUs 3a0oJjieBaHUS; WHBAJIUAM3ALUS TIPOUCXOIUT
K 20—30-1eTHeMy BO3pacTy ¢ BO3MOXKHOCTBIO IIepeIBUXKe-
HUSI TOJIBKO Ha MHBAJIMIHOM KOJIsIcKe. B maTomornyeckuii
TPOLIECC MOTYT BOBJIEKATHCSI MUMMYECKHUE MBIIIIIBI, JTbI-
XaTeJbHasi MycKyJaTypa, akcuajibHasi MycKyJaTypa ¢ BTO-
pUYHBIM (popMUPOBaHUEM Ae(hopMaliMii TTO3BOHOYHUKA
[49].

KIIMJ] 1G muna — penkoe 3abojieBaHue (oImrcaHa
OIHa ceMbs), nebrT B Bo3pacte 30—40 yet co cimadbocTtu
MBILIL[ ITPOKCUMAJIBHBIX OTIEJI0B KOHEYHOCTe. Temi
MpOrpeccupoBaHus — MeayIeHHbIN [50].

KIIMJ] 1H muna — penxoe 3aboyieBaHue (oImcaHa
OJTHA UTAIbsTHCKAs ceMbst) [51]. [le6roT 3aboeBaHms TMO0
¢ 4—5-ro necaTUAeTUs XKU3HU C MEIJIEHHO TIPOrpeccupy-
IOIIIEi MBIIIIEYHOM CJ1a00CTH BEPXHUX U HIDKHUX KOHEY-
HOCTEM, MO0 BO 2—3-M JeCATWIETUM C TUMepTpodun
UKPOHOXHBIX MBIIIII /WM MBIILIEYHO C1ab0CTH.

[uththepenyuanbHag AuarHocmuka

Oco0eHHOCTU KIIMHUYECKOTO T€UEHMSI, XapaKTepPHBIC
Jutst ocHOBHBIX (hopm KTTM/I, 11os1e3HO yUUTHIBATH MPEXKIIE
Bcero npu auddepeHInaaIbHOi TMarHOCTUKE Ha paHHUX
cranusx pa3putus 3abdoneBanHust. Hdusg KIIMJ 1A tuna
TUMAYHbBI TU3aPTPUSI U Aucharvsi, MOXeT MPUCYTCTBOBATh
MBIIIEYHasT CTA00CTh AMCTANBHBIX OTAEIOB KOHEYHOCTEI.
Hnsg KIIMI 1B Ttuma xapakTepHbI 4acThle CepacyHbIC
OCJIOXKHEHUSI, BKJII0Yasi KapAMOMMOIIAaTUIO U HapyllleHUE
CepAEYHOro puTMa, BO3MOXHO HAJIMYUE CEMEMHON UCTO-
puu ciyyaeB BHE3aIHOW CEPIEYHOU CMEPTH; TUIIUYHBI
pecrnupaTopHble OCJIOXXKHEHUST U (POPMUPOBAHME KOHTPAK-
typ [52]. IIpu KIIMJI IC tunma neGioT KJIMHUYECKOM
CUMIITOMAaTUKH OOBIYHO OTMEYAETCs B IETCKOM BO3pacTe,
MaIMEeHThl XaJyIOTCSl Ha MBIIIEYHbIe 00 (MUAJITHUN)
U CyOOPOTH MBI (KpaMITi) 03 CUMIITOMAaTUKU SBHOM
MBIIIIEYHOM ¢1a00CTH MW TP MOBbIIeHNN ypoBHST KDK
B CBIBOPOTKE KPOBH.

Kpome Toro, Heobxoaumo auddepenimposats AJl-
dopmbr KITMIT (KIIMJ 1-ro tuma) m AP-dopmbl
(KMII, 2-ro Tuma). Tak, njasg KITM/I 2A tuma HauboJjee
XapakKTepHbl BbIpaxk€HHbIE aTPOdUU TEePUIONATOYHBIX
MBIIIIIL, OUIIETICOB, ITOAWIHBIX MBIIIILL, MBIIIIL Oeaep; me-
010T 3200JIeBaHUST MOXKET OBITH C TTOPAXKECHMS MBIIII] HOT
M HapacTaloluX pacCTPONCTB XOAbObl; TUIIMUYHBI KOHT-
PaKTyphl (B 3TOM Cilyyae HEOOXOAUMO MpoBeaAeHue TUd-
depeHLManbHON AUAarHOCTUKM 1151 uckKiatoueHus: KITMJT
IB Tuma, mbieyHoit auctpodun Dmepu—/peiidyca,
Mmuornaruu betiema, HEIOCTaTOYHOCTU JaMUHHUHA 0-2).
KITM/I 2A Tumna ciy>KuT 4acToi MpUIYMHON 6€CCUMIITOM-
Horo moBbilieHUs1 ypoBHSI K®PK B kxposu [53]. Ilpu
KITIM/ 2B Tumna y naiueHTOB BO3MOXHbI paHHEe pa3BU-
THE CJ1a00CTH U/WIN aTPO(PUU MKPOHOXHBIX MbILIL (00-
HapyX1BaeTCs TOJAbKO MPU MarHUTHO-PE30HAHCHOMI TO-
Morpacun — MPT), xonpba «Ha IbIMoYKax» (Tajablax
CTOI), TIepeBAIUBAIONIASICS («yTUHAS» ) TIOXOIKA, aTpodust
JIHUCTATbHBIX OTAEJI0B OUIIECIICOB, OTHOCUTEJIbHASI COXPaH-

HOCTb NIEPUIOTATOYHBIX U ACJIETOBUIHBIX MBI, BO3MO-
>K€H, HO HETUTIMYEH JIe0I0T B IETCKOM BO3pAcTe; XapaKTe-
peH BHeE3amHbIlA [1e0I0T B MO3AHEM IOAPOCTKOBOM
BO3pacTe WM B Havyaje 2-T0 ACCATUIETHS XKU3HU; HEPEAKO
TaKUM IMallieHTaM OMOO0YHO CTaBIT AMArHO3 TTOJIMMHUO-
suta. [laumnentsr ¢ KITM/ 2C—2F Tumnos mMoryt umerh
¢eHOTUIT, HAMOMUHAIOIIUI MBILIEYHYIO0 AUcTpoduio [ro-
meHHa u/wim bekkepa, ¢ 1OIOJIHUTEIbHBIM BOBJICUEHUEM
B TIATOJIOTMYECKUI MPOIIECC OKOJIOJIOMATOYHBIX MBIIIILL
¢ (hopMUpPOBaHNEM KPBUIOBUIHBIX JIOTIATOK; MBIIIIEUHBIE
TUnepTpoun — 0OBIYHOE SIBJICHUE, OCOOEHHO 3TO Kaca-
€TCSl UKPOHOXHBIX MBIIIIL ¥ MBIIIIL SI3bIKA; ICUXUYECKOE
pa3BUTHE B HOPME; Y HEKOTOPBIX MAIlUEHTOB TUAarHOCTH -
PYIOT KapAMOMHUOIIATUIO; TUTTUMYHBI PeCTIMPAaTOPHBIE OC-
noxHeHus [54, 55]. Ilpu KIIM/I 2G tuma u3HayaabHO
BO3HUKAaET C1a00CTh OOJIbIIIECOEPIIOBBIX MBIIIILL, YTO SIBJISI-
eTCcd MPUYMHON HEYCTOMYMBOCTU TMPU XOIbOE M YaCTBIX
MageHu, TAMWYHBIX 17151 JaHHoro peHoruna KITMJI [56].
ITpu KIIMJ 2H Trna Bo3MOXHBI cTydar IMO3THET0 1e00-
Ta 3a00JIeBaHMs, MEIJICHHBIN TEMIT IPOrpecCUPOBaHUS,
OTCYTCTBME BOBJICUEHHUS B TATOJOTUYECKUI MPOLIECC MU -
okappa, xoTs anekrpokapauorpadus (DKI') nHoraa BbI-
SIBJIIET yMepeHHbIe u3MeHeHus (31a popma KITM/I oueHb
penka, OoIMcaHbl Cllydau MOYTU UCKJIIOUUTEIbHO Cpeau
MOMYJISILIMU TYTTEPUTOB — CEBEPOAMEPUKAHCKOM KOJJOHUU
aHabarTHCTOB, B HACTOSIIIEE BpeMsI ToCTUTatolei 42 ThIC.
yesnoBek) [57]. KIIM, 21 Tuna uMeeT UPOKUI CIIEKTP
KJIMHUYECKUX CUMIITOMOB C BUAUMBIMU TUTIEPTPOGUIMU
MBILIL U KapauomuornaTtueit (JroieHHa-nmogo0HbIi ¢e-
HOTHUII); TUITMYIHBI peCIMPaTOPHbBIE OCIOXHEHUS; OTME-
YalTCSI TUIIEPTPOMUST MBI SI3bIKa, BhHIpaXKeHHAsT MbI-
1IeYyHasl ci1aboCTh U aTpoUM MBIIIL TJIeYeBOro mosca,
MBIIII-Cru0aTesei en, akCUaIbHBIX MBI, YTO ITOMO-
raet B iudpepeHnmanbHoi qnuaranoctrke KITM/ 21 n mb1-
meyHoit nuctpodun HiomennHa [58]. KIIM 2J) tuma —
TsoKenass (¢opma 3abojieBaHUSI, OMNUCaHHAs Ccpeau
(UHCKOro HaceJeHHUs; XapaKTepHO MOPaXXeHUE TUCTaTb-
HBIX MBI, CTPAaIOIINX MO Mepe MPOTPECCUPOBAHUS
3a00JieBaHMS; HeT ciradoctu Mbiil auna [59]. KITML 2K
TUIIa MOXKET Ie0I0TUPOBATH C I100AIbHOM 3a1ePKKU pa3-
BUTHUS, BKJIOYAsl 3aI€pPKKY MCUXOMOTOPHOIO, PeYyeBOro
Pa3BUTHST; BO3MOXHBI YMCTBEHHAs OTCTaJIOCTh U MUKPO-
nedanus.

Taxxkxe HeoOxomumo nuddepeHuuponath KITM]I
u MuoduobpmwigpHsie Muonatuu (MPM), KoTopbie
yalle CBS3aHbl C TEHETUYECKU JIeTePMUHUPOBAHHBIM
nedexkroM Oesika jecMuHa. OTHOCUTEIbHAS 4YacTOTa MY~
TalMii FeHa JeCMUHA He YCTaHOBJIEHA, IIPY 3TOM JeCMU-
HOMaTusl, BEPOSITHO, camasl paCIpOCTPaHEHHAsT KIIMHUYEC-
kast hopma M®D®M, a o-B-KpUcTaTTMHONIATUSI — HAUMEHEee
pacmipocTpaHeHHoOe siBjieHUe. boyiee yeM y TOJTOBUHBI
60sibHBIX ¢ MPM npuvrHHAasI TeHHAasi MyTalys HEU3BeC-
THa. Bo3pact ne6roTa BappupyeT oT 7 10 77 aAeT (B cpea-
HeM 54 roza), 3a UCKTI0YeHNUEM OOJIbHBIX ¢ MyTallUsIMU
reHa cejeHonporenHa N, KOTOpble UMEIOT 1e0I0T Mpu
pOXXACHUM pebeHKa, U 1 ONMMCAaHHOTO MallMeHTa C MyTa-
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1IMel TeHa JIJaMUHa U 1e0I0ToOM 3a00JIeBaHNs B BO3pacTe
3 net. [TamMeHTHI ¢ JeCMUHOMIATUEH YacTO MMEIOT pa3-
BEPHYTYIO KJIMHUYECKYI0O CHUMMOTOMATUKY B paHHEM
B3pOCJIOM BO3pacTe, a MallUeHThl ¢ MUOTUIUHOIATUEN
n pmmamMmuHOMaTHE — B Bo3pacte crapmre 50 jmet. Kinn-
HUYECKU 2Ta IpyIina 3a00JeBaHN SIBJISIETCS TETEPOTEH-
HOM, XapakTepu3yeTcsl MEIAJIEHHO MpOrpeccupylonen
MBIIIEYHON CJTa00CThIO MPOKCUMAIBHBIX U TUCTATbHBIX
MBI Y GOJIBIIMHCTBA NaLMeHToB (B 25 % ciiyyaeB OT-
MeuaeTcsl TOJIbKO MUCTalbHAsl CIa0OCTh, YTO B 1I€JIOM
XapakKTepHO 11 MUOTUJIMHOIIATHH, ele B 25 % ciiyyaeB
OTMEYaeTcsl TOJBKO MPOKCUMalbHasi MBIIIEYHas cia-
00CTh, UTO XapaKTepHO I duiaMuHoNaTuu). BaxHo
IMOMHUTB, 4TO TIpu MPM Bo3MOXKeH (PeHOTHUIT, TUITUI-
e w11 KIIMJI, yto tpedyet nposenenus JHK-gua-
THOCTUKU U UMMYHOTHCTOXMMUYECKOTO HUCCIIETOBAHMUS
TTOpaXK€HHBIX MBIIIIL IJIST YTOUHEHUST KITMHUYECKOTO Jra-
rao3sa [60].

Heob6xonumo muddepenuuponats KIIM/I u apyrue
HAaCJIeICTBEHHbIE Y TPUOOPETEHHBIE 3a001€BaHNS MBIIIILL,
BKJIIOYAsI BPOXKICHHYIO MBILIEYHYIO JUCTPO(DUIO, BPOXK-
JICHHbIe MUOTIATHH [61], MBITIIEYHYIO TUCTPOGhUI0 DMEpr—
Hpeiidyca, miederonaTOUHONIULIEBYIO MBIIICUHYIO TUCT-
poduto, nucTpodUHONATUYN, CHUHAIBHYIO MBIIIEYHYIO
aTpoduIo, IEPBUYIHBIN OOKOBOI aMUOTPOGUIECKUI CKIIe-
P03, METabOIMIECKIEe MUOTIATUH (B TOM YMCJI€ IHAOKPUH-
HbIE), TOJIMOMUO3UT/AEPMATOMUO3UT, XPOHUUECKHE BOC-
MajuTe/bHbIE MWOTATUU, CTEPOUIUHIYIIMPOBAHHbBIE
MMOTATUH, TTAPAHEOTUIACTUYECKYIO MUAOIIATHIO TIPH 3J10-
KaueCTBEHHBIX HOBOOOPA30BaHUSIX, TTOJTUAPTPUTHI, PEB-
MaTOUHbIN aPTPUT, CKICPOACPMHUIO.

NaGopamopHas guarHocmuka

bonbHbiM ¢ mopo3penneM Ha KITM/I moka3aHo uc-
cnenoBaHue ypoBHsi KDOK B ceiBopoTke kposu. st AJl-
¢opmbl KITMJI 1C tuna xapakTepHo 3HaUYUTEIbHOE TT0-
BoiieHne ypoBHSI KPK (B 5—25 pa3 BbIllle HOPMBI), BCE
ocranbHbie AJl-dhopmbr KITM/I galiie UMEIOT yMepeHHOE
roBbIieHUe ypoBHsT KDK — pesynsraThl MccienoBaHUs
MOTYT BapbMPOBaTh OT HOPMBI 10 15-KpaTHOTO MOBHIIIIE-
Hus. Ilpu AP-¢opmax KITMJI BO3MOXHO BBISIBJIEHUE
ype3BblYaiiHO BhIcOKOTo ypoBHsI K®PK. CapkorimmkaHo-
natuu (KITMJI 2C—-2F tunos) u KITM/I 2B tumna xapak-
TEPU3YIOTCS 3HAYMTEIbHBIM II0 CPAaBHEHUIO C HOPMOIi
(10—150-kparHbIM) TIOBBIIIeHMEM ypoBHI KMK, Torma kak
npyrue AP-dopmbr KITM/I conpoBoxnatorcst 3—80-kpart-
HbIM noBbileHueM. st M®OM xapakTepHO «Herpyboe»
noBbieHue ypoBHsd KDK — 1o 7-KpaTHOTo 10 OTHOLLIE-
HMIO K HOpMe [62, 63].

MoJtekynsipHO-TeHETUYeCKOe TECTUPOBAHNE B HACTO-
siiee BpeMsl ITOCTYITHO Ui JeTeKIIMU MYTalluii TeHOB
KanmnauHa-3, kaBeonuHa-3, nucepuna, FKRP, ntamuna
A/C 1 Bcex capKorimukaHoB [64, 65]. [IpuunHHBIE TeHHbIE
mytaiuu AJl-cdopm KITM/I npencraBiaeHbl B Ta0I. 2.

MPT moxkeT nomousb auddepeHIpoBaTh KITNHUYEC-
kue popMmbl KITM/I, [66]. XapakTepHO TMIIEPUHTEHCUBHOE

n3MeHeHne cuTHaia Ha T1-B3BeIIeHHBIX peXKMMaxX CKaHM -
poBanus. Y namueHToB ¢ KITM/I 21 Tuma oOBIYHO BHISIB-
JISI0TCS caMble 3HauuTeabHble M PT-n3MeneHus B 3aaHeit
U MPUBOISIIEH MBbIIIAX Oelpa, MeHee 3HauyUTeJbHbIE
N3MEHEHMNST — B ATOAWYHBIX M MKPOHOXKXHBIX MBIIIIIIAX.
IMamuenTtsr ¢ KIIM/ 2A Tuma MMEIOT CYIIECTBECHHEBIS
MPT-u3meHeHus B 3aJHEN ¥ MPUBOASIIMX MBIIILIAX Oe/1-
pa, O6oJiee JerkKre U3MEHEHUSI — B TOPTHSI>KHOM MBIIIILIE.
VY HUX TaK:Ke BEISBIISIOT Cephe3HOE M M30MpaTeIbHOE TT0-
paxkeHne MeINaTbHOM MKPOHOXHOW M KaMOaJOBUIHOMU
mbi. [Mauuentsr ¢ KITM/I 2B tuma MoryT uMeTh Bapu-
abenbHy0 MPT-KapTuHy ¢ Tpu3HaKaMU U3MEHEHUS Mar-
HUTHO-pe3oHaHcHOro (MP) curHama OT MKPOHOXHBIX
W ITOOWYHBIX MBIIIII, a TAKXKE TIePEeIHNX 1 3aHUX MBIIIIIT
oenpa. [Tpu KITMJ 2D tuna MPT-u3meHeHus nepenHeit
TPYIIIBI MBI Oefep 6oJiee 3HAUYMTEIbHbBI IT0 CPAaBHEHUIO
C 3aJHei MOBEPXHOCTLIO Oeapa [67].

Uronbuaras anexkrpomuorpadus (OMI) u ctumynsi-
LIMOHHAs 3JeKTpoHeiipomuorpadust (DHMT'), Bkitouas
HCClIeI0BaH1Ee CKOPOCTY PacIpOCTPpaHEHMST BO30YKACHMUS
(CPB) o motopabM (CPBM) 11 cencopabiM (CPBc) Bo-
JIOKHAM niepudeprudecKnx HepBOB, IIPOBOASITCS BCEM Ta-
nueHTaMm ¢ mogo3peHreM Ha KITM/I, 9ToObI mOATBepAUTD
WIM UCKTIOUUTh MUOMATUYECKUI XapaKTep MOPaKEeHMUSI.
Pesynwsrater DHMI Hopmanbshs! ipu KITMJI, 3a nckio-
yearem KITM/I 1A tuma (MUOTUJIMHOIIATHN ), TIPA KOTO-

Ta6muna 2. Moaexyaspuas eenemura A/l-gpopm KITMJI]
(E. Pegoraro, E.P. Hoffman, 2012)

KIIM/ 1A (MuOTHIMHONIATHS ) MYOT 5q31.2
KIIM/ 1B (raMmuHOTIaTHS) LMNA 1922
KITIM/ 1C (kaBeosMHOIATHSI) CAV3 3p25.3
KIIMJ 1D DES 2935
KIIMI 1E DNAJB6 7936.3
KIIM 1F HeussecteH 7q32.1-q32.2
KIIMA 1G Hewusgecten 4q21
KIIMA 1H Hewussecten 3p25.1-p23

poii 6osee yeMm B 50 % ciyvyaeB pa3BUBAETCS AMCTATIbHAS
HEBPOMATHsI, CITysKalllas IPUUUHOM CJIA00CTU AUCTATbHBIX
OTAEJIOB MBI HIDKHUX KOHEUHOCTEH; MO3TOMY IMpH
OHMI MoxeT BbISIBASATbCS yMepeHHoe cHuxkeHne CPBc
n CPBMm. ODMI BHIABISIET CHUKEHUE aMIUIMTYIBI U TIPO-
IOJKUTEIBHOCTY M-0TBeTa, CIIOHTAaHHYI0 AaKTUBHOCTH
(rmoraszHbie MOTeHLIMANBI), CIBUT TUCTOIPAaMMBbI BJIEBO,
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XapakTepHBIe IS TTePBUYHO-MBIIICUHBIX 3a00JIeBaHUIA
[68]. AHOManbHAs CIIOHTAHHAS AKTUBHOCTD B Buae Gpuob-
PWUISIUMIA U TIOJOXUTEIbHBIX OCTPHIX BOJIH, OMMCAaHHAs
B Heckobkux ciydasix KIIM/L, netunuuHa [69]. Ecau
Takye U3MEHEeHUsI BBISIBIISTIOTCS Tpu DMI, Bpauy ciemyeT
npoBecTu AuddepeHIMATBHYIO AMAaTHOCTUKY JUTSI UCKITIO-
YeHUsI BOCIIAJIMTEIbHBIX MUOIIaTUii (moaumuo3uta) [70].

OKI noka3zana Bcem namueHtam ¢ KITM/I, ocobeHHO
¢ AJl-tuniom HacienoBaHusl. B yactHoctu, npu KITMJI 1A
u 1B TUTIOB BOBJIeUeHNE B TATOJIOTMUECKMI IIPOLIECC MUO-
Kapaa orMedeHo B 50—65 % cinyyaeB. KapauoMuonatuu
U CepAeYHble apUTMUU MOTYT MPUBECTU K KIMHUYECKU
3HAYMMBIM 1 XKM3HEYTPOXKAIOIIM OCJIOKHEHUSIM, BKITIO-
yas CHHAPOM BHe3amnHoi cMepTu. Y nauueHToB ¢ KITM /I
1E Tuma aunaTauuoHHasl KapauoMuonaTus U ae¢eKThl
CepACYHOU MPOBOAMMOCTH (ApUTMUU ) HAPSIIY C MbIIIEY-
HO# aucTtpodueit OTHOCATCS K BEIYIIUM KIMHUYCCKAM
nposiieHusM 3adoneBanus. [Ipu AP-dopmax KITM/I
KapauOMMOIIaTUsI HAOJII0AAeTCsI PEAKO, 3a UCKITIOUCHUEM
KITM/I, 2G u 21 Tunios, ripu KoTopsixX B 30—50 % cirydaes
BBISIBJISIETCS. KADAMOMMOITIATUSI OT JIETKOM 10 YMEPEeHHOM
creneHu Tskectu [71]. g mnauueHToB ¢ CapKOTJIMKAHO-
matussmu (vaiie Bcero ¢ KIIMJ 2E u 2F tunos) kapau-
OMMOITATHSI OCTAeTCsl 3HAYMMOM ITpooiemoii. [Ipy MOM
CepaeyYHbIE OCJIOXKHEHMSI TUITMYHBI (BBISBIISIIOTCS 00j1ee YeM
B 50 % cityyaeB), BO3MOXKEH 1e0I0T 3a00Ji€BaHMS C Kapau-
OMUOIIATUN WIM HapylIeHUs CEepAeYHON MPOBOIUMOCTH.
Baxxno nposeneHue exerogHoro DKI'-ckpyHuHTa M Mo
BO3MOKHOCTH 3XoKapauorpadnn (9xoKI'), ocodbeHHO y ma-
LIMEHTOB ¢ pa3BepHyToil KimHukon KITM/I [72].

Ha pasBepnytbix cramusax KIIM/I ¢ BoBieueHueM
aKCHaJIbHOM pecripaTOpHOI MYCKYIaTyphl BaxK€H PeCIT-
paTOPHBII MOHUTOPUHT [73, 74].

buoricust mopaxkeHHBIX MBI SBJISETCS Hamboee
BaXXHBIM MeTomoM auarHocTuku KIIMJI [75]. B Gonb-
muHceTBe ciyyaeB KITMJI npu mpoBeneHUU PYTUHHOTO
TMCTOXMMHUYECKOTO MCCIAENOBAaHUS BBISBISIOTCS Xapak-
TepHBIC YePThl OUCTPOGUIECKOTO TOPAKCHMS MBIIIII,
B TOM UMCJIe TIPU3HAKHU JeTeHEepalli U pereHepaii MbI-
ILIEYHBIX BOJJOKOH Pa3IMYHOM CTEIEeHU TSLKECTH, U3MEHEe-
HUE pa3Mepa BOJOKOH ¢ MaJ€HbKMMU KPYTJIBIMUA BOJIOK-
HaMH, Gpubpo3 sHmoMm3us. Kak mepcrneKTUBHBIA METO,
OIpeaeICHUS XapaKTepa MOpaxkKeHMs MBIIIIL pacCMaTpU-
BaeTCsI UMMYHOTHMCTOXMMMYECKOE UCCAeA0OBaHME C TIPU-
MEHEHMEM CIIeLMMDUIECKUX aHTUTEN (HAapUMep, aHTUTE
K CapKOIJIMKaHy, AuchepanHy, KajJrmauHy-3 1 ap.).

[MpenaTtanbpHast AMarHOCTUKA MPU BhIHAIIUBAHUY Oe-
PEMEHHOCTHU C MOBBIILIEHHBIM PUCKOM HacJIeIOBaHUS 3a-
0oseBaHUS BO3MOXHA JUISI HEKOTOPBIX KIMHUYECKMX
¢dopm KITM/I ¢ momouipsto aHanusza JIHK, BeineneHHoii
U3 KJIETOK IUIOAA, TMOJYYEHHBIX MyTeM aMHUOLIEHTEe3a
B CpOKM TrecTauiuu ot 15 g0 18 Hen uiam 6uorncuu XopuoHa
B cpoku rectauuu oT 10 mo 12 Hea. IIpuunHHaAs reHHast
MyTalus y TOCTpagaBIIero WieHa CeMbU MOJDKHA OBITh
orpenesieHa 10 MPOBEICHUS MPEeHATaTbHOW TMarHOCTUKA
[76]. TIpenuMIUIaHTALIMOHHAS TeHETUYECKast TMarHOCTH -

Ka BO3MO>KHA JUTSI MOJIOJBIX CEMEN, B KOTOPBIX IIPUUNHHBIC
TeHHBIC MyTalllii, OTBETCTBCHHEIC 32 Pa3BUTHUE TOM WU
nHoi opmbl KITM/I, yTouHeHBI y MOCTpaaaBIIIeTro WieHa
ceMbH (Oyayllero oTiia Win MaTepu pedeHKa) B ucciea0-
BaTeJIbCKOM JIabopaTOpuM WM KJIMHUYEeCKU. Takoi BU.
IMATHOCTUKM Yallle UCIIOJb3YeTCS B LIEHTpaxX (KIMHUKAX)
HKCTPAKOPIOPaTLHOTO OIUIOA0TBOpeHus [77]. OnTumainb-
HO€ BpeMs 111 MEAUKOT€HETUYECKOI0 KOHCYJIETUPOBAHMUS
CEeMBbH, OIpeAe/ICHNST TCHETUIECKOTO pUCKa, YTOUHCHUS
cTaryca HOCHUTEIISI M OOCYKACHMS BO3MOKHOCTH M CPOKOB
IIPOBEICHMS IIPEHATAIbHOM JUAarHOCTUKY — 3a 6—12 Mec
IO HACTYILIEHUS 3aIllITaHMPOBaHHOM 6epeMeHHOCTH. [1po-
BelleHNE MEINKOTeHETUUECKOTO KOHCYJIBTUPOBAHMS (00-
CYXKIEHUS KaK MOTCHIIMAIBHOIO PUCKA IJIsS TTOTOMCTBA,
TaK ¥ PeNPOAYKTUBHOIO BapraHTa) Ype3BbIUaliHO BasKHO
s otsaroueHHbIX Mo KITM/I cemeii.

Jleyenue

Crenmpuyeckoro (IIaToreHeTUYeCKOro) JeueHusl, 10-
CTYITHOTO U 3(P(PEKTUBHOTO AJIsI TI000T0 U3 KIMHUYECKUX
dopm KITM/I, B HacTosiiee BpeMsl HET, OTHAKO MHTEH-
CHBHAasl CMMITOMAaTH4YecKasl Teparusi HeoOXoauma s
coxpaHeHUs] (PYHKIUN MOPaKE€HHBIX MBI, CHUXEHUS
TEMIIOB MPOTpeCcCUpPOBaHMs 3a00eBaHUS U YBEIUYCHUS
MPOAOJKUTENBHOCTD KU3HHU TMallMeHTa. BaxHo nposene-
HUE Mep 10 TPOoGUIAKTUKE M KOPPEKIIMU CKEIETHBIX
aHOMAaJINI, TAKMX KaK CKOJIMO3 Y KOHTPAKTYPhI KPYITHBIX
CyCTaBOB KOHEUYHOCTEH, a TakxKe C LIEJbl0 COXPaHEHUS
CMOCOOHOCTH TAIIMEHTA K CAMOCTOSITEIBHOMY TIEpPEIBU-
JKEHU10. ArpecCUBHOE MCIOJIb30BaHME IMTACCUBHOTO pac-
TSKEHUSI, OOIIEYKPETUISIIONINX CPENICTB, (pu3noTepanuu,
MeXaHUYECKMX MPUCIIOCO0IEHMI, TAKMX KaK TPOCTU, XO-
IIYHKH, OPTOIEeAUYECKUE CTEJbKU (MHBAJTUOAHbBIE KOJISIC-
KA — TI0 Mepe HEeOOXOIMMOCTH), TIO3BOJISIOT MAIIUEHTY
OCTaBaThCsl MOOMJIBHBIM M HE3aBUCHMBIM TaK JOJITO, Ha-
CKOJIbKO 3TO BO3MOXHO. Ba’KHBIM MOMEHTOM SIBJISIETCS
KOHTPOJIb Beca — COOJTIOCHME AUETHI U TPOMUIIaKTHKA OKM-
penus [78].

[MpodunakTka U KOppeKIus CEPACUHBIX OCIOXKHE-
HU — Jpyrasi cocTaBisiionlasi BeACHUST MalMeHTOB
¢ KITM/I. TTpu cepbe3HbIX HApYILLIEHUSIX CEPACUHOTO PUT-
Ma JOJKEH OBITh CBOEBPEMEHHO PeIlleH BOIIPOC 00 MMII-
JIaHTAllUM KapauocTUuMysisitopa, ocooeHHo npu KITM/]
1B u 1E tunos. B cinyyae npucoeauHeHus AbIXaTeJIbHOMI
HEI0CTaTOYHOCTH, BKJIIOYAsi CHHAPOM arlHO3 CHa, PEKO-
MEHJIyeTCSI UCITOJIb30BaHME JIBIXaTeIbHOTO 000PYI0BaHUS
(BiPAP-tepanusa u/unu CPAP-tepanus), 310 MOXET
MOMOYb YIYYIINUTh (PYHKIIMIO IbIXaTebHbIX MBI U YBE-
JIMYMBAET NPOJOJIKUTEIbHOCTD XKU3HHU NaliueHToB. Heoo-
XOIMMO IMCITaHCepHOE HaOIIoNeHNe TTallMeHTa y Kapau-
oJiora ¥ MyJIbMOHOJIOTa ¢ KOMIUIEKCHBIM 00CJIeIoBaHEM
nauveHta ¢ KITM/I mo kpaliHeit Mepe 1 pa3 B rof, oco-
OEHHO ec/i OOJIbHOW MMEeeT CUMIITOMbBI CepAeYHON Win
NIBIXaTeIbHOM HeMOCTaTOYHOCTU. Bo BpeMst Kaxknoro Bu-
3UTA MALUEHTA C HACJIEICTBEHHOM HEMPOMBILIEYHOM Ma-
TOJIOTUEN K CMEeUaNnCTy O TUIaHy JUCIIaHCEPHOIOo Ha-
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OoneHusT HeoOXOAMMO KOHTPOJUPOBATH COCTOSTHUE
IMOPaKEHHBIX MBI ¥ UX (DYHKIINHU, CTCIIEHb BBIPaXKeH-
HOCTU KOHTPaKTYp, CTEIEeHb TSLKECTU CepAeYHbBIX U/WIU
JIbIXaTeJbHBIX OCIOKHEHMH, a TAKXKE CIIOCOOHOCTD Mallu-
€HTa BBITIOJTHATE IeHCTBHUS B TOBCETHEBHOI XXM3HM [79].

Xupypruueckoe BMEIIaTeIbCTBO MOXKET ITOTPEOOBATh-
csl sl TpOMUIAKTUKY U JCYEHUST MTPOTPECCUPYIOLIETO
CKOJIM03a MO3BOHOYHMKA WJIM BBIPA’KEHHBIX KOHTPAKTYP
cycTaBoB KoHeuHocTelt [80].

[Mpu cocTaBneHny miaHa AUCIIAHCEPHOTO HAOIO/Ee-
Hus nmauueHTta ¢ KITMJI BaxkeH MeXIMCLUTIIMHAPHBII
(KOMaHJHBI) TTOAX0/, ¢ 00beAMHEHUEM YCUINI HEBPOJIO-
ra (HeiiporeHeTHKa), KapauoJjora, myJIbMOHOJIOTa, OPTO-
nena, ¢uznoTepareBTa, peadWINTOJIOTa, COIMATbHOTO
paboTHUKa, TICUX0JI0Ta (110 TTOKa3aHUSIM — IICUXOTepareB-
Ta), MEIULIMHCKOro reHeThKa. Takoil rmoaxon odbecrneuyut
pa3paboTKy JIYUIINX, MHINBUIYATbHBIX TEPATIEBTUIECKIX
nporpamm. [Tattnentam ¢ KITMJI HeoOXxonnmbl cortiab-
Has M 3MOLIMOHAJbHAS TMOAACPXKKA, CTUMYJIMPOBAHUE,
HaCKOJIbKO 3TO BO3MOXKHO, YYBCTBA COLIMAIbHOM BOBJICYECH-
HOCTU U YAOBJIETBOPEHHOCTH, YTOObI YMEHBIIWTD OLLLYILIE-
HME COLMATbHOM N3OSN, CBOMCTBEHHOE OOJTbHBIM 3TOM
rpynnsl [81].

IeHHas Tepanusi ¢ UCMOJIb30BAaHUEM BEKTOPOB Ha OC-
HOBE aJeHOACCOLMUPOBAHHBIX BUPYCOB MOXET CTaThb
JKM3HECTTIOCOOHBIM BapMaHTOM MaTOTEHETUYECKOTO Jieue-
Hus KIIM/I B 6ynymem [82]. IIpenBaputeabHble JaHHBIS
HCCIeNOBaHUIA HA XKUBOTHBIX MOJIEJISIX U Y UeJIOBeKa, B yac-
THOCTH JOCTaBKa MOJJTHOMETPAKHOT'O 0i-CapKOITIMKaHa C I0-
MOIIIBIO aJIeHOACCOLIMMPOBAHHOTO BUpYyca K M. extensor
digitorum brevis y mauimento ¢ KITMJI 2D tuna, umena
MOJIOXKUTEbHBIN KIMHUUECKUI 3(hHeKT B TeueHue 6 Mec
HaOI0OeHUsS B BUAE YCTOWUYMBOM 3KCOpPECcCMM TeHa
o-capkorivkaHa y 2 u3 3 mauueHToB. B pesynbrarte Bme-
IIaTeJIbCTBA pa3Mep MBIIICYHBIX BOJOKOH YBEIUYMIICS.
ABTOpaMy OTMEUYEHO, YTO y MALMEHTOB C YCTOMUYMBBIM
KJIMHAYECKUM 3¢ (HEKTOM He HaOII0AaI0Ch MOBBIIEHUS
B KPOBU HUKAKWX HEUTPAIM3YIONIMX aHTUTEJ MY BbIpa-
JKEHHOM peakiiny T-KJIeTOYHOro UMMYHHUTETA K aleHoAaC-
colMMpoBaHHOMY BUpycy [83].

NMporwxo3

Bospacrt neTajJbHOro ucxona BapbUpyeT MPU pa3ind-
HbIX KiuHuyeckux popmax KITMJI. [Tpu panHewm nedrote
3a00jeBaHus (MMPU BPOXIEHHBIX (popMax) MPOrHO3 Ha-
nbosiee HEOJATONMPUATHBINM. DTU TAIIMEHTHI MOTYT CTaTh
WHBaMAaMM (MepeaBUTAThCS TOJIBKO Ha WHBAJUIHON
KOJISICKE) B paHHEM IIOAPOCTKOBOM BO3pacTe U YMUPAIOT
OT peCIMPaTOPHBIX OCIOXHEHUI B TTO3MHEM MOIPOCTKO-
BOM Bo3pacTe. [TalmeHThI ¢ MeIJIEHHO IMPOTPEeCCUPYIOLITM
turioM TedeHnst KITM/I cmocoOHBI caMOCTOSATENIBHO TIe-
peaBuratbcs B cpoku 6osee yem 30 et ot aedroTta 3a00-
JIeBaHUsI, HEOOXOAMMOCTh B MHBAJIMIHOM KOJISICKE MOSIB-
JIIeTcsl HAaMHOTO TIT03Xe (B 3peJIOM WU ITOXUJIOM
Bo3pacte). HekoTopsle manneHThI-HOCUTEU TabopaTop-
HO MOATBEPXKIESHHBIX IPUYUHHBIX TEHHBIX MyTaLIMi, OT-

BETCTBEHHbIX 3a pa3zButue KITMJI, uMeIOT aullb He3Ha-
YUTEIbHbIE HAPYIIIEHUST MBIIIIEYHOU cuibl [84].

Kaunuueckuii cayuaii. boavnas E., 37 nem, 6 cenmsabpe
2012 2. KoHCyabmupo8aHa HA 6pa4eOHOM KOHCUAUYMe
Ha Kaghedpe neeponoeuu u ncuxuampuu Cegepo- Bocmouno-
20 eocydapcmeenHozo yHusepcumema um. M. K. Ammocosa
(Hxymck) ¢ yuacmuem cneyuarucmos Kagpeopsvt MeOUuyuH-
CKOUl eeHemuKu U KauHuyeckoil Hetipogusuonsoeuu HIIO
Kpacrnosipckoeo I'MY um. npogh. B.D. Boiino-Sceneyroeo.
Ha momenm nposedenus Koncuauyma nayueHmra npedsse-
AS4Q HCAN00bl HA  GLIPANCEHHYI) CAabOCMb Mbluly masda,
nosichuybl, bedep, 3ampyonenus npu xo0bbe nO NPIMOIL,
3HauumMenvbHoe 3ampyonenue npu xoovbe no n1ecmuuye, He-
603MOJICHOCMb NOOBEMA U3 NOAOIHCEHUSA CUOSA HA KOPMOYKAX
6 noaodIceHue cmos be3 NOCMOpPOHHell NOMOWU, PACKaYU8a-
WYCcs (<YmuHy») HOX00KY ¢ eunepmoOunbHOCMbHO
8 KPYNHbIX cycmagax (ma300e0peHHbiX, KOAEHHbIX), Yacmble
Nno8mMopHbvle NAdeHUs U MpaeMamu3ayuio MAeKux mKanei
KOHeuHOCmel U mya08uuia, yMepeHHy caabocmov Mbluly,
naexes020 nosca ¢ 0deux CMopoH ¢ 3ampyoHeHUeM camooi-
CAYICUBaHUSL 8 ObIMY (CA0NCHOCMU NPU 00e8aHUU 00elCcObl
¢ NOOHAMbIMU 868€PX PYKaMU, NpobaeMbl NPU PA36euU8aHuu
benvs u m.n.).

U3 anamneza nacmosaweeo 3aboneeanusn: debrom
KIIMJI npumepno ¢ 10-remneeo 6o3pacma, koeda nossu -
AACb 3aMemHas cAab0Cmy MblullY, Ma308020 nosca u dedep
(nayuenmka ucnvimvleara mpyoHOCMU NPU BbINOAHEHUU
HOPMAmMUe0s Ha ypoKax (huzkyamypsl, 0COOeHHO npu npuce-
danuu, Oece, 1a3aHbe NO WEEICKOl CMeHKe UAU KAHAmYy
u m.d.). 3aboresanue nocmeneHHo, MeOAEHHO, HO HeYKJAOHHO,
npoepeccupogano: 6 meuerue nociedyrouux 10 sem npuco-
€0UHUAUCH CAOICHOCMU NPU NOJBEMe NO NeCIHULe 8 NPedenax
1—2 smadiceii, nocmeneHHo Hapacmana GbiPaNCeHHOCHY eU-
nompoguu moluy 6edep u Mmazoeo20 NosAca, CMAia Usme-
Hambcsi noxooka. K eospacmy 22—23 nem nayuenmka om-
Memuaa 3HavumenvHoe 3ampyoHeHue NpU NpUceoanuu
€ HEBO3MOICHOCMbIO BCIMABAHUS U3 NOAONCEHUS CUOS HA KOp-
MOYKax 8 NoaojceHue cmos 6e3 nocmoporHell noodoepicKu
Uau onopsl Ha okpyscaroujue npedmemst. Kpome moeo, npu
BCMABAHUU U3 NONOICEHUS NeXHCA NOSBUNACH HEOOXOOUMOCMb
ONOpbL HA N0JCe, COOCMEEHHOe MeAo (NOAGUAUCH KAaccuYec-
Kue npusHaku genomena «recmuuysl losepca»). B nocaedy-
rouue 200bl NOABUAACH CAADOCMb MblUlY NAe4es020 Noscad,
KOmopas 3Ha4umenbHo YCUAUBANACH K KOHUY OHsL NpU 00bIY-
Holl gusuueckoil Haepy3ke. K 6o3pacmy 32 nem 3nauumenvHo
U3MEHUAACh NOX00KA, KOmopas Cmana pacKkaduearouleiics
(N0 muny <ymuHoi») ¢ NosAGAeHUeM 2UNepMOOUALHOCTU
8 maszobedpeHHbIX cycmaeax, ¢ gopmuposaruem ooael
8 MbIUYAX HUJICHEL Yacmu CRUHbL U CKOAUO03A 2Py OON0sACHUY -
H020 omdena NO360HOMHUKA, Y4ACMUAUCH CAYHAU NAOeHUs
U3-3a HapyuwleHus pagHogecus HA (oHe npoepeccupyrouseli
MbLUEYHOU ampopuu U MblUeYHOU cAa00CMU; YEeAUHUAUCD
CAOMUCHOCIMU BbINOAHEHUsL pabom no domy (0cobeHHO npu He-
00x00uMocmu pabomol ¢ NOOHAMbIMU 88ePX PYKAMU), A MAK -
JIce HaBbIKOB camooOCayICUBaHuUs (cmupka, yoopka no 0omy,
Mblmbe noA08 U M.N.).
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B 2003 e. nauuenmra énepsuvie oceudemenvcmeosara
cheyuasucmamu meouxo-coyuanrvHoii sxcnepmussl (MCH)
2. Slkymcka (no mecmy xcumenavcmea), ycmauosaena 111
2pynna uHearudoHocmu cpokom Ha 1 200 no nosody duaenosa:
oonesns lllapxko—Mapu—Tyma. uaenos 6vin nocmanosseH
6 2003 2. 3apybexcHbim KOHCYAbMAHMOM (npogheccopom u3
HOocnoit Kopeu) 6 ceés3u c eviaerenuem npu npogedeHuu
cmumynsayuonnoii IMT ymepennvix Hesponamu4eckux usme-
nenuil 6 ude chuxcenuss CPBc u CPBwm na yposne ducmans-
HbIX 0m0denoé manobepuosoeo u 00abuedepyo62o Hepeos,
xoms no danHviM ueoavuamoii IMT 6biiu évisieaeHbl XapakK-
mepHble 045 NePEUHHO-MbIUIEUHbIX 3a001€8aHULL CHUMNCEHUE
amnaumyodst u npodoaxcumenvrocmu M-omeema, cnonman-
Hasl AKMUBHOCMb (NOAUGDA3HbIE NOMEHUUANbL) U cO8Ue 2UC-
moepammul 61e60. Knunuko-eeneanoeuueckuil anaius poooc-
N06HOU NAUUEHMKU U OCMOMP POOCMBEHHUKO08 NpoOaHOa
1 u II cmenenu poocmea, npoxcusaroujux 6 HAxymuu, KoH-
cynbmaumom He nposodunucs. Yepez 2 eoda nayuenmra
nepeoceudemenvcmeosatna ¢ ycmarosaeruem 111 epynnot un-
saaudHocmu noxcusneHHo (6 nepuod ¢ 2005 no 2011 e. cne-
yuaaucmamu MCD nosmopHo He ocMampueanacs, HecMompsi
Ha 3HauumMenvHoe yxXyouleHue 10KOMOMOPHLIX QYHKUUI U ca-
MO0OCAYHCUBAHUS 8 MeYeHUe NOCAeOYIouUX 7 aem,).

B nacmoswee epems nauuenmika pabomaem epavom
@yHKkyuonanvroil duaenocmuku. Pabomaem 6 0CHOBHOM
8 NOA0JICeHUU CUOSI 3a CIMOAOM U OUACHOCIMUYECKUM 000py00-
BaHUeM, BbINOAHEHUEe padomvl 6 NOAONCEHUU cmos (npu
npogedenuu duazHocmu4eckux mecmoeg) sampyouero. Ila-
YUEHMKA UCNbIMbIBAEeM 3HAHUMeNbHble MPYOHOCHU N0 00PO-
2e Ha pabomy u ¢ pabomvi QOMOLL U3-3a MblieYHOU cradocmu
6 HUNICHUX KOHEeYHOCMAX U HAPYUICHUT 10KOMOUUU, He MO-
Jcem Hocumb 8 pykax epy3 eéecom boaee 0,5 ke u camocmos-
MeabHO X00Uumb 6 Ma2a3utn 3a npooykmamu. B nacmoswee
epemsi, 6 ozpacme 37 nem, 6 C8s3U C BbIPANCEHHOCINBIO Mbl-
WeyHoU ampoguu U HapyueHUsIMU J10KOMOMOPHbIX (DYHKUUIL,
BKAI04As1 NPOOAEMbL CAMOOOCAYIHCUBAHUSA 8 ObIMY, NAUUCHMKE
mpebyemcs nepeoceudemenbcmeosanile CRneyuatucmamii
MCD oas ycunenwuss cmenenu (epynnol) uHEANUOHOCMU
u oghopmaenus Kapmol peadbuAUMayuy UH8aIuda.

Hacnedcmeennbiii anamues no HelipomblideHHol Namono-
2UlU Oms20WeH N0 OMUOBCKOU NUHUU: AHAN0SUMHBLI PeHOMUN
u meuenue 3aboneeanus y omya 1111, osdei 1115 u 1119, de-
oyuku 112 u npabadywru 12 npobauda (puc. 2). lebrom 3a60-
sneeanus ¢ 10— 12-remueeo 6o3pacma y écex poocmeeHHUKO08
npobanda, umeouux eHomun O0aHHO20 HeUpOMbIUEUHO20

Puc. 2. Podocaosnas npobanoa E., 37 nem (1V3), ¢ KITMJ]

3abonesanus, meueHue 3a001e6aHUS MEONEHHO NPOPeCccUpy-
toujee. Ha momenm npoeedenus Hacmoaujeeo KOHCUAUYMA
omeu npooanda (1111), 64 200a, ucnvimoieaem 3nauumens-
Hble mpYyOHOCMU ¢ nepedsudiceHuem dadce no 0omy uU3-3a
MbluleyHoll crabocmu U ampoguu Molulyy NPOKCUMAALHBIX
0MOeN08 HUICHUX KOHEUHOCHell U Ma306020 NoACA, UHEAAUO
11 epynnoi. YV 0s50u npobanda (1115), 61 200, meuenue 3a60-
Ae8anus boaee macenoe, MyICHUHA X00Um no 0omy ¢ mpy-
dOM, HO MOdICEm 843amb CRUUAMU (NOPAdICeHUe MblUY, OUC-
MANbHBIX 0MOeA08 KOHeUHOCMell He3HAYUmMeAbHoe), UHEAAUO
11 epynnot, ne pabomaem. Bmopoii 0205 npobanda (1119),
ymep 6 gospacme 37 nem om 0CmMpo2o NAHKpeamuma, umein
CXOOHbBLI KAUHUYMECKUT (PeHOmUN HAcAe0CME8eHHO20 Helipo-
MbluleyHo2o 3a001e6anus. Jled npobanda no omyoecKoii Au-
Huu (112) doxcun do 80 aem, ucnvimoléas 3HaUUMeNbHbLE
CAOJNCHOCMU NepedUICeHUs. U CamMOo00CAYICUBAHUS U3-3A
crabocmu Molidl, NPOKCUMANbHBIX 0MOeA08, NPeUMYUec -
6EHHO HUICHUX KOHEYHOCMell, U MaA306020 NoAcd, HO KAUHU-
YecKu 3HA4UMOI CAab0CMU Mblull, CMON U KUCmell He omme-
yanoce. Ilpababywia npobanda (12) cmpadanra maxum dnce
3ab01e8anuem, NPUHUHA CMEPMU HeU3BeCHA.
Heesponoeuueckuii cmamyc: cocmosinue 601bHOI cpedueil
cmeneHu majcecmu, CO3HAHUe ICHOe, OPUCHMUPOBAHA, KOH-
MAKmMHa, UHMeANeKM COOMEemMcmayem 803pacmy u 00paszo-
sanuio, o0wull on Hacmpoernus yenemer. Yepenno-mo3zeo-
6ble Hepebl: HapyuleHUll 000HAHUSA Hem, POMOpeaKyul Jcugbie
(npsmas u coopyicecmeernas) ¢ 06eux cmopoH, 08UICeHUS
21a3HbIX 040K 8 NOAHOM o00veme, OUNAONUU Hem, pac-
CMpOLicme uy8cmeumeabHOCMU Ha AUYe He 8bl6AEHO, He3HA-
YUMENbHAS CAADOCb JHCeBAMENbHOU, WEUHOU U KPY208oii
MblULY, pmMa, Hapacmarwas NPU Hazpy304Hsix npooax, 6yab-
bapubix HapyweHuil Hem (peub, oHauus, eromauue Oe3
KAUHUMeCKU 3HAUUMbIX paccmpolicms). Jleueamenshas cge-
pa: evipadcerHvle Oup@y3uvie MblieuHble cUNOMPODUL MbIULY,
NPOKCUMANBHBIX 0MOeN08 HUMICHUX KOoHeuHocmell (Oedep),
maz08020 nOSICa co CKOAUO30M ePYOONOSICHUYHORO Omdena
N0360HOUHUKA (pUC. 3), «<MUONAMUYECKUL> JICUBOM 3a CHem
crabocmu u 2unompoghuu KoCbixX MuluiY, HCUEOMA, eUnepaop-
003 NOACMHUYHO-KPeCmY06020 0maeAa NO360HOYHUKA, YMe-
DEeHHble 2UNOMPOPUU MbLULY, N1eHe8020 NOSCA U MblULY N1eYd,
oe3 acummempuu cmopoH. Mbiwmeunvtii monyc ouggysno
YMEpeHHO CHUICeH, NPEeUMYU,eCME8EeHHO HA YPOGHE NPOKCU-
MANbHBIX 0OMOCN08 HUICHUX U 8ePXHUX KOHeuHocmell (bedep
u niey), Oez acummempuu CHOPOH, 2UNEPMOOUALHOCID
8 KPYNHBIX CYCMABAX 6EPXHUX U HUICHUX KOHeUHOCmell U3-3a
MblueyHblx eunompoghuii. Moiweunas cuna chudicena 00
3 6a1108 — HA YpOBHE NPOKCUMAAbHBIX OMON08 HUICHUX
U 8epXHUX KOHeuHocmell, 00 4 6a1108 — Ha ypoeHe ducmanb-
HbIX 0moenos, besz acummempuu cmopoH. Ilpu ecmasanuu u3
NOA0JICEHUS NedCa C KYUWEMKU 8 NOA0JICEHUe CMOs NAYUeHM -
Ka UChOAb3yem 6CHOMO2AMENbHbBIE NPUEMbL O MUNY <AeCH1-
Huuwt losepca» (04 obaecuenus nodsema ¢ Kyuemxku nayi-
eHmKa onupaemcs Ha 4 oucmanbHole MOUKU: NPAasoil CMonoil
0 KYUlemky, 1e80il 201eHbI0 0 Kpall KYulemku, npasoii U A€o
DYKOIL 0 Kpail KyulemKu, HanpajiceHus Muiuly, bedep u maso-
8020 NosCa He HabAO0Aemcst U3-3a GbIPANCEHHOCMU UX OUC-
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Puc. 3. [lopascenue muiuy koneunocmeti u mazosoeo nosca y navuenmxu E., 37 nem, ¢ KIIMJI (pomo H.A. lllnaiioep, T.5. Huxonaesoit, 2012): a—om-

Meuaemesi CKOAU03 epYOOnOSICHUMHO20 0moend no360HOYHUKA, 2UNOMPOGhUsL MbllUY, MA308020 NOSCA ¢ NOOUEPKHYMOU manuei, 2unompogus miuiy, bedep

(6 nonoxcenuu cmos nayueHmKa gurkcupyem cebs, onepuiucy pykamu o 6edpa u npucAOHUBUUC, K Kyulemke 015 YMeHbUEeHUS HeYCmOou1ueocmu,); 6—om-

Meuaromesi 2unompoguu Moluiy, 6edep u mazo8020 NOACA, MUONAMUUECKULL HCUBOM C 8bIOYXAHUEM NepeoHell OPIOUHON CMeHKU (0151 YMEHbUeHUs HeyCmoil-
YU8OCMU 8 NONOJCEHUU CMOSL NAUUEHMKA (huKcupyem ceds, NPUCAOHUBUIUCH OOHOU HO20IL 0 KPail KyuemKu)

Puc. 4. Hccredosanue moiuteunoil cunvl Ha yposHe OUCMANbHBIX U NPOKCUMANBHBIX 0MOen08 8epXHux Korneunocmel y nauyuenmku E., 37 rem, ¢ KIIMJ]

(pomo H.A. Illnaiidep, T.4. Hukonaesoii, I M. ITwennukosoii, 2012): a—mblueurnas cuia OUCmanbHulx omoenos 6epxHux KoHeuHocmell (Ha npumepe

paseubamenell Kucmu) coXpaneHa — nayueHmKa oKaszvieaem 00CmMamoyHoe cOnpomugaeHue 6payy 80 epems npogederus OUacHOCMu4eckoil npoovl; 6—

MbLUEYHAS CUNA NPOKCUMANbHBIX 0MOCN08 6ePXHUX KOHeUHOCmell (Ha npumepe ceubameneil npeonieuss) CHUNCCHA — NAUUEHMKA He MOoJCcem 0Ka3amp

0d0CMamouHoe0 conpomuenenus epavy 60 epems OUACHOCMU1ecKoi npoobl, u ee npeonaedve pazeudaemcs (Kpome mozo, NOKA3aHa QuKcayus NayUeHmKu
04151 00ne2ueHUsi COXPaHeHUs pAGHOBECUs 8 NON0JICEHUU CUOA 80 8peMs npobbl — NPAsoll PYKoil nayueHmka gukcupyem cebs o Kpail Kyuemxi,)
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mpoguu u eunomonuu). Ipucaxcueanue na Kopmouku na-
YUeHMKA He 8blNOAHAEM U3-34 GbIPAICEHHOCMU MblUEHHOL
crabocmu 8 NPOKCUMANLHBIX OMOeAAX HUICHUX KOHeUHOCHmell
u 60s31u ynacmo. Ilarvyenocosyr npo6y evinoansem 6e3
depekma, namouHO-KOAEHHYHO NPOoOY He 8blNOAHAEM U3-3d
BbIPANCEHHOCMU MblUEHHOTI cAA00CMU Ha YpogHe bedep u ma-
308020 nosica. Tloxooka wamkas ¢ packayueanuem masa,
Heycmoliuueas, ¢ nadeHuem (npu 0cCMompe Ha Koice 201eHell
u 6edep 8bI6A€HbL MHOJICECIBEHHbIE NOOKOJICHbIE 2eMAMOMbl
Pa3AUMHOU 0A8HOCMU, NOAYYEHHble NPU NAOeHUU 60 8peMsl
X00b0b1). Yyscmeumenvhas cgepa: paccmpoilcme nogepxHoc-
MHbIX U 2AYO0KUX 8UA08 YYECMBUMENbHOCU He Bbls8AEHO.
Hapywenus @yHkyuu masosvix opeanog: 3anopvl 3a cuem
BbIPAINCEHHOCMU 2UNOMPOUU U c1abocmu Mbluly nepeoHei
OprOWHOU cCMeHKU (XPOHUYeCKUe, <NPUBbIYHbIE» , SUNOMOHU -
yecKue 3anopul).

Takum obpaszom, ¢ yuemom xcanob, OaHHbIX AHAMHE3A
paseumus 3a004e6anus, HACAe0CMEEHHO20 AHAMHE3d, pe-

300e0peHHbIX CYCMAB08, XPOHUUECKUMU 2UNOMOHUYECKUMU
3anopamu, cnaauxHonmos(?).

Bnepevie no pexomendayuu 6pauedH020 KOHCUAUYMA
nayuenmie npogedena MPT msaekux mikaneii mazoe0eo no-
sca u bedep (uccaedosanue vinoaneHo no npoepamme Knee
general SE,TSE, TIRM) 6 dexabpe 2012 e. Ha cepuu MP-
momoepamm noay4eHsl U300paiceHus ooaacmu masa u bedep
¢ NPUUENOM HA MblUleuHble CIPYKMYPbl, 8U3YAAUSUPOEAHO
8bIPAdCEHHOE 08YCMOPOHHEe 3aMeujeHUe JICUPo8oll MKAHBIO
Yemolpexenagbix Moluly bedep (npsamoii, AamepanrbHoll Wupo-
KOll, NPOMeJNCYyMO4HOI WUPOKOU U MeOUuanbHOl WUPOKOU
Mbluly 6edpa), Komopoe no cmeneHu maxucecmu HecKoAbKo
npeobnadano ¢ aeeoil cmoporol (puc. 6). Cnpasa npocaedncu-
8a0mcs 0maenbHble COXPAHUBUIUECS NYHKU Mblull 8 00aacmu
NPOMENCYMOUHOI U AAMepANbHOU WUPOKOU Mbluly bedpa.
Buisenena ymepennas ucupoeas oucmpoghusi NOPMHSINCHbIX,
001bUL0IL U KOPOMKOLL NPUBOOSULUX Mbluly, Oedep, 08yenasbix
Moty bedep. CmpyKkmypa moHKUX U ONUHHBIX NPUBOOAULUX

G
f- '..I- |
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-

Puc. 5. Buewnuii 6uo kucmelii (a), eoneneii u cmon (6) nayuenmku E., 37 nem, ¢ KIIMJI (pomo H.A. llInaiioep, T. 4. Huxonaesoii, 2012): omcymcmayrom
xapakmepHvle 015 6oae3nu Lllapxo—Mapu— Tyma meiuweunsie cunompoguu u deghopmayuu

3YAbMAMO8 UCCAe008AHUS HEBPOAOSUYECK020 CIamycd, Om-
CYymCcmeus XapaKmepHuiX KAUHUHeCKUX NPU3HAKoe 001e3HU
Hlapko—Mapu—Tyma, ycmanoeaeHHOU nauueHmke pauee
(puc. 5), Obin 6nepevie GbiICMABACH KAUHUYECKULI OUACHO3:
KIIMJI, neavuogpemopansvhutii éapuanm Jletioena—Mebuy-
ca, cemeiinas opma, Al-mun Hacaedosanus, meoneHHO
npoepeoueHmHbLI MUn meveHus ¢ 8bipadceHHol ducmpogueil
Mbluy, bedep U mazoe0e0 NOACa U HapyuleHuem A0K0OMOmop-
Hoix @yuxyuil I1—I11 cmenenu msicecmu (co 3HaUUMENbHBIM
HapyuwleHuem camocmosamenbHo20 nepeoeuICeHUs U camooo-
CAYICUBAHUSL), YMEPEHHO 8bIPAICEHHOU ducmpogueri mbliuy,
naey u naeuesoeo nosca (¢ ymepeHHvIM HapyuleHuem camooo-
CAYICUBAHUS), BMOPUHHBIM CKOAUOZOM 2PYOONOACHUUHO2O0
omaoena no3eonouruka I cmenenu c xponuueckoii dopcaneuei
11 cmenenu msaxcecmu, HecmabuAbHOCMbIO KOACHHbIX U Ma-

Mbluiy 6edep uHmMakKmua, 6e3 NPU3HAK08 HCUPOBoi OUCmpo-
@uu. Ha yposne masa onpedensiomes ymepeHHbie JCUposble
ducmpoguu Manwvix U cpeoOHUX 1200UYHbIX MblULY, NOSICHUYHO-
node3zdouttbix moiuty, (puc. 7). 3axarouenue: MPT-npusnaku
acuposoll ducmpogduu mvludy, ma3ooil obracmu u 6edep —
3HAYUMENbHOU CMeNneHU 8bipadCeHHOCMU 8 001acmu Yembl-
pexanasvix Moluily, bedep (boavule cresa), ymepeHHol cmeneHu
BbIPANCEHHOCIU — 8 00AACMU NOPMHAICHBIX, O0ALULOT U KO-
POMKOU NPUBOOAUUX Mblily, Oedep, 08yenaswix Mblily, bedep,
Manbix U CPeoHUxX A200UHHbIX MblUlY, NOACHUYHO-N008300Ul-
HbIX MblUY,

[Tlayuenmxe enepsvie danvl pekomenHdayuu no NAGHY
ducnancepuzauyuu, peabusumavuu u aevenuro KIIMJI. Ila-
YUeHmKka HanpaeseHa Ha nepeoceudemenbcmeosanue
Ha MCD c yeavto ycunenus cmeneru (epynnwl) UH8aruOHoCmu
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Puc. 6. MPT motuy, 6edep navyuenmru E., 37 nem, ¢ KIIMJ[ (H.B. Jlyeunos, 2012)

(8bIpadicenHHble HAPYUIEHUs NOKOMOMOPHBIX (YHKUULL, HapY-
WeHUSI CAMOOOCAYICUBAHUSL) C 3aN0AHEHUeM Kapmbl peaduii-
Mayuu UHEANUOA, BKAI0UAs 8bldeneHUe 0PMe308 Ha KOAeHHble
u masobedpeHnvle cycmagsl 04 YMeHbUeHUs 2UNepmoounsb-
HOCMU U CHUJCEHUs PUCKA NAOeHUll u mpasmamusauuu,
ebldeneHue opmoneduuecKux cmenex o1 06yeu ¢ guxcavuer
BHYMPEHHe20 Kpas CMonbl, n0000p NOAYICECMKO20 NoSca-
Kopcema (045 puxcauuu NOSCHUYHO-KPeCmu08020 omoena
NO0360HOYHUKA 80 8peMsi X00b0bL U OAUMEAbHO20 NPeObleaHUs.
6 noaodceHuu cuos). B pezyabmame 6 nacmosuee epems

nayuenmie ycmatoeaena Il epynna uneasudnocmu, noao-
ACUMENBHO Peuler 80npocC 0 8bloeseHUU opme308. Pexomen-
008aHO CAHAMOPHO-KYPOPMHOe AeueHue 2 pasza 8 200  mec-
MHBIX caHamopusx (Kypopmax) opmoneouueckozo uau
He8poa02UYecK020 NPOGUAs, 8KAIOUAS 4-KamepHble epsi3esble
sanuvl (memnepamypa 36 °C), epszeevle annaukauuu Uiy
2aNbBAHO-2PA3b HA KOAEHHble U Ma300e0peHHble CYycmagyl
(memnepamypa 36 ‘C), macHumomepanus Ha CMonsl U KUc-
mu, 6arbHeomepanus — yene8000poOHbIe UAU HCEMHUYICHBLE
8amHbL ¢ memnepamypoii 600vt 36,0—36,5 ‘C. Maccasc moiuy
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Puc. 7. MPT mouuy maszogoeo nosica nauyuenmxu E., 37 aem, ¢ KIIMJI (H.B. Jlyeunos, 2012)

KOHeuHOoCmell U mya08Ua He peKomMeH008aH 88udy npoepec-
cupyioue2o 2eHemu1ecK 0emepMUHUpO8anHo20 pabooMuo-
ausa.

C yuemom pucka 6oeaeverus: 8 NAMOA0UHECKUL NPOUecc
cepdeuroil moluyst (Muokapoa) npu KIIMI] nayuenmie pe-
KOMEHO08aHO NpogedeHle X0AMePOECK020 MOHUMOPUPOSAHUS
AKT u Ix0KI 6 dunamuxe — He pedxce 1 paza é 12 mec. /s
VMOUHeHUsl Ceneru aKkmueHoCmu pabooMUoLU3a PeKOMEH -
dosaro nabopamopHoe uccaedoganue (AHAU3 KPOBU HA YPO-
senb KOK, raxmamaoeeudpozenasvl, achapmamamuiompanc-
hepasbl, yposeHs INeKMPOIUmos — Kanblus, Kanus, Hampus),

Y3U u MPT moiuy 6edep. C yuemom evipaxceHHocmu ou-
cmpoghuu Mvliul, Mazoe020 NOACA, GKAUASL MblUilbL NepeoHell
OprowHOI cmeHKU, nayuenmke pekomenoosaro Y3H opearnos
OPIOWHOLL OAOCMU U 3A0PIOUWUHHO020 NPOCMPAHCMEA 8 NOAO-
HCEHUU Nedca U cmosi 0451 UCKAIOueHUs cnaanxonmo3a. Kpome
moeo, nayueHmKe peKoMeHO008aHO NPosedeHle U0AbYAMOIL
IOMT" mbiuy npoKCUMANbHBIX 0MOeN08 GePXHUX U HUMNICHUX
KoHeunocmell 6 dunamuke 1 paz 6 12 mec, a makyce IMI
Moty auya (m. masseter u m. buccalis) ¢ dughgpepenyuansro-
duaenocmuueckoil yeavio. IIposedena Koppekuus naana ne-
YeHUsL: PEKOMEHO08AHbL NOBMOPHbLIE KYPCbL npUema npenapa-
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moe koauzuma Q10, resokapHumuna, SHMAPHOU KUCAOMbI
noo 8paueOHbIM KOHMPOAeM 8 PAMKaX OUCHAHCEPHO20 HAbA0-
OeHus y Heepoa02a No Mecmy JCUmenabCmad.

Pekomendosano npogederue mMoneKyaapHO-2eHemu4ec-
K020 Mecmupo8anusi ¢ Ueablo Gbls8AeHUS NPUMUHHOU 2eHHOI
Mymauyuu, omeemcmeenHoll 3a Hacaedosanue KITMJI 6 cemve
npobanoa. C yuyemom Xxapakmepa meueHus 3a00.1e8aHUS
6 cemve npoobanda, All-muna nHacaredosanus u xapakmepa
UBMEHEHUIl, BbISIGACHHbIX NPU CIMUMYAAYUOHHOU U U0AbYA -
moit IMT, MPT mbiuuy mazosoeo nosica, meoneHHo npoepe-
duenmuoeo memna uxearuouzayuu ¢ meyenue 30 sem om
debroma 3abonesanus, omcymcmeus ncegdoeunepmpopuil
MbLULY, U/UNU KOHMPAKmMyp npoeooumcs ouggepenyuarvras
duaerocmuka oas uckarouenus KIIMJ] 1A muna (muomuau-
Honamuu), ooycroearennoil mymayueii eena MYOT na xpomo-
come 5q31.2.

3aknioueHue

[MenbBuodemopanbHbiit Bapuant KITM/I (dhopma Jleii-
neHa—Me0Ouyca) siBsieTcsl HanboJiee reTeporeHHbIM Cpean
Beex kimHudeckux ¢opm KITIMJ. Ilpumepno 60—70 %
CJTy4aeB MMEIOT CITOPaJIMYECKUIA XapaKTep, B TO BpEMsT Kak
BCEr0 HECKOJIBKO CJIy4aeB OIMMCAHbl KaK CeMeiHble. DTOT
BapuaHT XapaKTepu3yeTcsl IIPEUMYILIECTBEHHbIM CHUMMET-
PUYHBIM WJIA aCUMMETPUYHBIM ITOPAKEHUEM MBIIIILL Ta30-
Boro nosica. Bo3pact e6roTa Bapbupyetcst, yaiie ot 2 10 6-ro
JIECSTIICTHS XKU3HU. TeMIT porpeccupoBaHus 3a00J1eBaHMSI

SIBJISICTCS TIEPEMEHHOM BEIMUMHOM, HO OOJTBIITMTHCTBO OITH -
CaHHBIX B OTEUECTBEHHON M 3apyOeskKHON MEIUIIMHCKOI
JIUTepaType KIMHUYECKUX CIydaeB CBUIACTEIbCTBYET O TOM,
YTO MPOrpeccupoBaHUe 3a00JeBaHUS MIACT MeljeHHO. B
3HAYUTEJILHOM YHMciie caydaeB mporpeccupoBanre KITMIL
HACTOJIBKO MEUICHHOE, YTO MOKET BO3HUKHYTH OIIIMOOUYHOE
MpeAcTaBieHUe O BPEMEHHOI CTa0WIM3alMU COCTOSTHMSI
namueHTa. HBaMau3alus nalreHTOB HaOMoaaeTCsl JIUIIb
Ha ITO3IHNX CPOKaX pa3BUTHsI 3a00J1€BaHNsT, OOBIYHO «HETPY-
0ast», OOJBIIIMHCTBO MALIMEHTOB ITPOIOJIKAIOT C TPYIOM, HO
CaMOCTOSITEILHO, TMepeABUTaThes AaxKe B 70-1eTHeEM Bo3pac-
Te. CHIDKEHUE MHTENIEKTa, 3HAYUTEIbHOE HapylleHUe
CepIevYHO MM IbIXaTeIbHON (DYHKIIMM, KaK ITPaBmiIo, He
oTMeuarTcs. BepkuBaeMOCTh TIpM MeTbBHO(GEeMOPATEHOM
BapuaHte KITMJI BbicoKass — OOJIBIIMHCTBO MallI€HTOB
noxusator 1o 70 jet. Ypoenb KPK B chIBOpOTKE KpOBU
BapbUPYET OT HOPMATIBLHOTO O 3HAYUTEIBHO MOBBIIICHHOTO.

Hecmotpst Ha penkocts BhisgBiacHUS KIIMJI ¢ AJl-
TUIIOM HAcJeIOBaHUs B IOMYJISIIUAM, IPAKTUKYIOIIUM
BpayaM-HeBpOJIOraM CjeayeT MIOMHUTb O «HAKOTUICHUW»
cllyyaeB 3a0o0jieBaHUSI B OTIEJAbHBIX PErMoOHax Hallein
cTpaHbl, B YacTHOoCcTH B Pecrryonuke Caxa (Sxkyrust). Cpe-
I COBPEMEHHBIX METONIOB NUhhepeHIINaTbHOI IUarHoc-
Tuku KIIMJI Oonbimoit uHTepec mnpeacrasiaser MPT
MBI, KOTOpasi MOXKET ObITh peKOMEHIOBaHa 1jis1 6oJiee
IIMPOKOTO BHEAPEHMS B IMPAKTUKY CIICIIMAINCTAa B 00JIa-
CTU HEPBHO-MBIIIEYHOU MAaTOJIOTHM.
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