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BBEJAEHHUE

AKTyaJIbHOCTL TEMBbI UCCJICA0OBAHUA

Bpoxnennsie Mplegnsie auctpopuun (BMJI) -  KIMHMYECKH W TEHETHYECKHU
reTeporeHHasl Trpyla HEPBHO-MBIIICYHBIX 3a00JIEBaHMM, XapaKTEpU3YIOIIUXCS
Ne0I0TOM € POXKIEHUS WIM TIEPBBIX MeCSIEeB >KU3HHU, IUG(Py3HOU MBIIIEYHON
TUIIOTOHUEHN, 3aIE€PKKOM MOTOPHOTO PAa3BUTHA, IPOIPECCUPYIOIIEN MBIIIEYHOU
CJIa0OCTHIO M IPpHU3HAKaMu aucTpoduyeckoro mporecca B mpimax (Butterfield RJ et al.
(2019)). BposkeHHbIe MBIIIIEYHBbIC AUCTPOPHUU UMEIOT YaCcTOTYy BCTpedyaeMocTh 1 - 9 Ha
100 TpICSY 4eIOBEK M COCTABISAIOT OKOJO 14% Bcex ciaydaeB BPOKIECHHOW MBIIICUYHOU
runoronnu (Tubridy N. et al. (2001), Cassandrini D. et al. (2017)). Camoii
pacripoctpaHeHHON (Gopmoit BMJ] B OOJBIIMHCTBE CTpaH MHpaA SBJISIETCS MEPO3UH-
neuuruTHAsS MbIIIEYHAsT AUCTPOPUs — OJIHA M3 HaubOojee TSHKENbIX U IFeTepOreHHBIX
dbopm muomnatuii. OHa XapakTepusyeTcss OTCYTCTBUEM Oenika jamuHuHaA-211 (mpyroe
Ha3BaHUE - MEPO3MH) B 0a3a1bHO MEMOpPaHE MBILIEYHOTO BOJIOKHA BCIEACTBUE MyTalluil
B rene LAMAZ2. Jlamunun-211 oGpa3zyetcs u3z tpex uenei: a2, Bl u yl. 'en LAMA2
JIOKAIU3yeTCs Ha JYIMHHOM TUIeUe IMEeCTOM XpOMOCOMBI B 00acTu 6022—23 u koaupyer
o2-ienb Oenka wmepo3uHa. (Oliveira J. et al. (2018)). Jlamunun-211 BbIMOJHSET
BXHEHIIYI0 (DYHKIMIO MO NOIIACPXKAHUI CTAa0MJIBHOCTH MBIIIEYHBIX BOJIOKOH,
coequHssich N-KOHIIOM o2-Tlemu ¢ OelKaMH JKCTpaleUTIoNsIpHOro Matpukca, a C-
KOHIIOM — ¢ capkosiemmoii (Yurchenco PD. et al. (2017). 3aboneBanue nMeeT ayTOCOMHO-
PELECCUBHBIN TUI HACJIEJOBAHUS.

Jist meposuH-aepuuutHo BMJ[ TUNHMYHBI 3HAYMTENHHOE MOBBIIICHUE YPOBHS
aKTUBHOCTH KpeaTHH(POCPOKHHA3bl B KPOBU B TEPBHIE TOAbI KU3HH, XapaKTepPHBI
u3MeHeHus: Oenoro BeniectBa Ha MPT ronoBHoro mosra, ObicTpoe (QopMHUpOBaHUE
KOHTPAaKTyp KpPYIHBIX CYCTaBOB, PECHUPATOPHOM HEJOCTATOYHOCTH, a TaKke, B
OOJBIIMHCTBE CIy4yaeB, OTCYTCTBUE CaMOCTOATEIbHOM X0ab0bl. HecMoTps Ha TO, uTO
MEpO3UH-AePpUIUTHAS MbllIeYHas qucTpodus Obuia nmepBoi oTKpbITOM (hopmoii BM/J]

(Tomé FM. et al. (1994), Helbling-Leclerc A. et al. (1995)), B Hacrosiiiee Bpemsi B
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OTEUECTBEHHOM M 3apyOeKHOW JUTEepaType HEJOCTaTOYHO BHUMAHMS YEJEHO
noJPOOHOMY OMHCAHUI0 COMAaTUYECKUX OCOOEHHOCTEH 3a00yieBaHUs, MPOSBICHUIM
STHJICTICUH, a TAKXKE OLIEHKE MAIlMEHTOB MO (PYHKIIMOHAIBHBIM JIBUTATEIBHBIM IIIKAJIaM.

B nocnennee BpeMs Bce Oouibliie cOOOIIAETCS O MEPO3UH-ISHUIIUTHON MBIIICUHON
TUucTpo(uu, BRI3BAHHOW YaCTHYHOW HENOCTaTOYHOCTHIO NamuHmHA-211 (Xu Y. et al.
(2023), Huang X. et al. (2023), Marques J. et al. (2014)). B cBs3u ¢ 3tum B 2018 Toay
OblIa BbIENIEHA OTAENbHas (GopMa — MOSICHO-KOHEUHOCTHas (TOSICHO-KOHEYHOCTHAs
MbIIeyHas quctpodus ayrocomHo-peneccuBHast, tum 23, [IKMJI P23) (Straub et al.
(2018)). Mannas ¢dopMa XapakTepHU3yeTCs IMO3THHUM JCOIOTOM M 0o0jee MATKUMU
KJIMHUYECKUMH TposiBIeHUsMU. [lpu 3TOM cBeneHMil O TEYeHMH U OCOOEHHOCTSIX
MOSICHO-KOHEYHOCTHOM (POPMBI 3a00J1€BaHUS OCTAETCS HEAOCTATOYHO.

OCHOBHBIMU METO/IAMU JIMAarHOCTUKU MEPO3UHONATUU SIBISIOTCS OMOXMMUYECKUI
ananu3 kpoBH (ypoBeHb akTuBHOCTH KDK), Heitpodusnonoruueckoe (OHMI" u OMI') u
paguonoruyeckue (MPT romoBHOro wmo3ra u MBIII) METOALl HUCCIEIOBAHUS.
OxoHYaTeNbHBIN IUATHO3 YCTAHABIMBACTCS HA OCHOBAHUU UMMYHHOTUCTOXUMUYECKOTO
WCCJICTOBAHMSI MBIIIEYHOTO OMONTaTa U/WIH B PE3yIbTaTe TeHETHIECKOTO TECTUPOBAHUS
npu OOHApyXEHUU Kay3aTUBHBIX BapuaHToB B TeHe LAMAZ. Opnako mOJIHBIN
JTUArHOCTHYECKUN CIIEKTP SIBISETCS TPYAOEMKHM M BBICOKO3aTPaTHBIM M BO MHOTHX
ciydasix He TpeOyercda. B HacTtosmuii MOMEHT HE CYIIECTBYET OOILIENPUHATHIX
KJIMHAYECKUX M AMarHocTrueckux kpurepueB meposunonatuu (Oliveira J. et al. (2020)).
Nx pa3paboTka MO3BOJUT ONTHUMHU3UPOBaTH OOBEM HCCIEIOBAHUM, YCKOPUTH
MIOCTAHOBKY JIMarHO3a U OKa3bIBaTh 00Jiee PaHHIOKO U aJIPECHYIO TOMOIIb MAallUeHTaM.

[Tatorenetnueckass Tepanus MEPO3UH-ACPUIMTHON  MBIIICYHONH  JUCTPOPUU
OTCYTCTBYET, HO BeIyTCs €€ aKTHBHBIC pa3padoTku (Smeets HIM et al. (2019), Sarkozy
A. et al. (2020)). DTo nemaer OCOOCHHO IEHHBIMH 3HAHUS MATOPU3UOJIOTHUA |
€CTECTBEHHOH MCTOpUHU TeUeHHUs 3a0osieBaHus. [[OBBIIEHNE OCBEIOMIICHHOCTH Bpaden

TaKXKC ABJISACTCSA BaA’KHBIM (1)aKTOpOM TOTOBHOCTH K 6YI[YHICI>1 TCpaInu.



Crenenb pa3padloTaHHOCTH TeMbI UCCJIET0BAHUSA

Mepo3uH-aeduuTHas MbIlIeuyHass AUCTpodust SBISETCS OTHOW U3 Hauboiee
pacnpocTpaHEHHBIX (HOPM BPOKIECHHBIX MBIMIEYHBIX AUCTpoduid. [Ipu s3ToM HECMOTpS
Ha U3y4YEHHE €CTECTBEHHON UCTOPUU 3a00JIEBaHMS BO MHOTHUX CTpaHax (38, 68, 70, 110, 120],
JI0 CHX [Op MaJI0 BHUMAHHMS YJEISI0Ch CPABHEHHIO OCOOEHHOCTEN MEXAY BPOXKICHHOM
U TOSICHO-KOHEUYHOCTHOM (popMaMM 3a00JI€BaHMsI, a TaKKe MEXKIY Pa3HOU TsHKECThIO
MPOSIBJICHUM BHYTPH OJTHON (DOPMBI.

B Poccuiickoit denepanyn 10 HACTOAILIETO BPEMEHU MPAKTUYECKH HE MPOBOJAUIOCH
MacITaOHBIX HCCIEAOBAHUM MO0 H3YYEHHUIO CHEKTpa KIMHUYECKUX MPOSBICHUM U
Koppersiiui peHotuna u reHotuna [5]. Takke HeT pyCcCKOS3BIYHBIX ONMMCAHUIN TOSICHO-
KOHEYHOCTHOU (hOopMbI 3a00JI€BaHUs, @ MUPOBBIC JaHHBIE B OCHOBHOM OINUPAIOTCS Ha
OTJACJIbHBIC KIIMHUYECKUE CITy4Yau.

Eme menblie nHQOpManuy HAKOIJIEHO O TAKTUKE HAONIOACHUS 32 MallMEeHTaMHu.
AKTyaJIbHOCTh Y BBICOKAsl TPAKTHYECKasi 3HAYMMOCTh JAHHOT'O BOIIPOCA JIaBHO 3BYYUT B
3apyOexkHbIX HcTouHmkax [37, 95, 117], omHako 10 HACTOSIIETO BPEMEHU HE
pa3paboTaHo YHU(PUUIMPOBAHHOIO MOJX0/a K BEJICHUIO 3a00JIEBAHMS, YTO MPUBOAUT K

HEKaYe€CTBEHHOMY M HECBOEBPEMEHHOMY OKa3aHUIO ITOMOIIM MallUCHTaM.
eab ucciaenoBanus
N3yuuts KJIIMHUKO-TE€HETUYECKYIO rE€TEPOTeHHOCTh MEepO3UH-1eHUIUTHOU
MBIIIIEYHON TUCTPOdUH I pa3padOTKH MEePCOHATU3UPOBAHHBIX MOAX00B K BEJICHUIO
OOJIbHBIX U TPOQPHUIAKTUKH JIETATBHBIX OCI0KHEHUH.

3agaum HCCOACA0BAHNSA

1. OnpenenuTh KIMHUYECKHUE 0COOCHHOCTH MBIIIIEYHBIX TIPOSBICHUNA Y TTAIIUEHTOB C

pasHeIiMU (hopMaMu 3a00JIeBaHUS.



2. BbIIBUTh KIMHUYECKHE U HEHPOBU3YaIU3ALMOHHBIE OCOOCHHOCTH IOPAKEHUS
LEHTPaJIbHONU HEPBHOM CUCTEMBI IPU MEPO3UH-IEPUIUTHON MBILIEYHON TUCTpOdUn.

3. Onpenenutb CHEKTP COMATHYECKUX MPOSBICHUM TpPHU MEPO3UH-IACPUIIUTHON
MBILLIEYHON TUCTPOYUN U KPUTHUECKUE IEPUOIBI UX MAaHU(ECTAIUH.

4, CpaBHuTh 1a00paTOPHO-UHCTPYMEHTAIbHBIE XapaKTEPUCTHKU Pa3HbIX (opM
MEPO3UH-ACPHUIIUTHON MBIIICUHON TUCTPODUH.

5. BbIIBUTE ~ KIIMHUKO-TEHETHMYECKHE  OCOOEHHOCTH  MEPO3MH-IEPUIIUTHON
MBIIIEYHON AucTpoduu, BAMSIONME Ha QopMupoBaHue (¢GeHOTUIa U 00Jafaronme

HpOFHOCTI/I‘{GCKOﬁ 3HAYUMOCTBIO.

Haquaﬁ HOBHM3HAa

BrnepBrie Ha kpynHeiiliel BbIOOPKE pOCCUICKUX NAIUEHTOB C MEPO3UH-TIE(PUIIMTHON
MBIIIEYHON AMCTpOopUENd B MHpPE MPOAHAIU3UPOBAHBI KIMHUYECKHE, J1a0OpPaTOPHO-
MHCTPYMEHTAJIbHBIE U TEHETUYECKUE OCOOEHHOCTH 3a00JI€BAHNUS

Pacmmpensl npeacTaBieHus O MOsICHO-KOHEYHOCTHOM (popMe 3a00seBaHusl, KOTopas
IpOTEKaeT ¢ Oosee JErKUMHU KIMHUYECKUMU MPOSBIICHUSIMU 10 cpaBHeHUI0 ¢ BM/T 1A,
B YACTHOCTH, O MALIMEHTAX JETCKOTO BO3pacCTa.

BrepBbie BbISIBIEHBI MPOTHOCTUYECKUE (PAKTOPbl TEYEHUS MEPO3WHONATHUH U
ONPEIEIICHbl KPUTUYECKUE BO3PACTHBIC MEPUOIBI PAa3BUTHUS OCJIOKHEHUN Pa3IMYHBIX
CUCTEM OpraHoOB, 4YTO IIO3BOJINT TNPOBOJUTH CBOEBPEMEHHOE IPEBEHTHUBHOE
o0ceIoBaHUE U JIEUEHUE C YUaCTUEM MYJIbTUAUCIUITIMHAPHON KOMaH/IBI.

Pa3zpaboTan anropuT™ KIMHUYECKON U MOJIEKYJISIPHON TUAarHOCTUKHU U PEKOMEH AN
N0 TaKTHUKE BEJIEHUs OOJIbHBIX, YTO JACT BO3MOKHOCTh CBOEBPEMEHHO OKAa3bIBaTh
aZPECHYIO TOMOIIIb NALUEHTAaM.

BrisaBiieHBI XapakTepHbIE UIsI POCCUWCKOW NOIYJISILMU BapUaHThl HYKICOTUIHOMN
nocienoBarenbHocTh reHa LAMAZ2. VYcraHOBIEHBI KOPPENSIIMM MEXAY THUIIOM U
JIOKaIu3alyen Kay3aTUBHBIX BapuaHTOB B TeHe LAMAZ 1 KJIMHUYECKUMU MPOSIBIICHUSIMA

3a00sieBaHus, BKIIIOYas ero PeHOTUNTHYECKYI0 popMy.



Teopeanecmaﬂ H NMIPpaKTHICCKasA SHAYUMOCTb

KomniekcHoe onrcanue eCTECTBEHHOTO TEUEHUSI MEPO3UH-I€(PUIIUTHON MBIIICUHON
nuctpoduu OyaeT crnocoOCTBOBATh YITyOJIGHWIO 3HAHUM O KIMHHYECKOW KapTHUHE U
MOJICKYJIIPHO-TEHETUYECKUX MEXaHU3Max 3a00JIeBaHUs M 0OCCIICUNT HAYUHYIO 0a3y IS
IJIAHUPOBAHUSI W TPOBEACHUS KIMHUYECKUX HCCIEAOBAHMM B YCIOBUSX AKTUBHOMU
pa3pabOTKH MaTOTCHETUYCCKON TepaIliH.

Pa3paGoTanHbpie anrOpUTMBI JAWATHOCTUKA MEPO3UH-ACPUIIUTHON  MBIIICUHON
nucTpodrn, OCHOBAaHHBIE HAa  KIMHUKO-(PEHOTHUIIMYECKHUX H  JIaOOpaTOPHBIX
O0COOCHHOCTSIX 3a00JICBaHMS, CIIOCOOCTBYIOT IOBBINIEHUIO BBISIBISEMOCTH OOJBHBIX C
MEPO3UHOIATUSIMH, MIPOBEICHUIO nuddepeHIIUPOBaHHOTO TEHETUYECKOTO
oOclieIOBaHUSI M COBEPIICHCTBOBAHUIO MEAMKO-TEHETHUYECKOTO KOHCYJIBTHPOBAHUS
CEeMeEN.

[TonydyenHsle JaHHBIE TO3BOJSAT ONTUMHU3UPOBATH 00BEM 00CIEIOBaHUN B
3aBUCHUMOCTH OT Bo3pacta U (opMbl 3a00J€BaHMS, YTO NPHUBEIET K COKPAIICHHUIO
KOJIMYECTBA OKCTPEHHBIX TOCMUTANM3AIMd W  HELEJIecCOOOpa3HO Ha3zHaYaeMbIX
uccinenoBanuii  (moBtopuele  MPT romoBHOro mwmo3sra, Buaeo-O3I7 MOHUTOPHHTH
nanueHTaM 0e3 snuienTudeckux npuctynoB, OMI+OHMI nuuam ¢ yCcTaHOBIEHHBIM
JIMarHO30M).

MeTo0a0J10THsI M METOAbI MCCJIEI0BAHUS

OObEeKTOM W3y4YeHUs B HACTOSIIEM HCCIEJOBAaHWUU SIBWJIUCH TAIUEHTHI C
UMMYHHOTUCTOXUMHYECKHU W/UIM T€HETUYECKH TMOATBEPKICHHBIM JUAarHO30M MEPO3UH-
neduiuTHON MbIieuHON AucTpoduu 1r0d6oro Bo3pacta u noja. Cpok oOciaeaoBaHUS
ONPEAEIAICA UHAUBUAYAIBHO JUISl KAXA0TO MalMeHTa B 3aBUCUMOCTH OT JUIUTEIbHOCTU
HAOJIOJICHUST U TSHKECTH COCTOSHMSA.  MeETolbl MCCIIeIOBaHUS: aHAMHECTHUYECKUM,
KJIIMHUKO-T€HEaJIOTUYeCKuH, J1TabopaTopHbI, WHCTPYMEHTAIBHBIM, MOJEKYJISPHO-
FeHETUYCCKUM, CTATUCTUUCCKUH.

Tun wuccinenoBaHUsI — OTKPBITOE OJHOLIEHTPOBOE PETPOCIEKTUBHOE C CEpUeH

MIPOCTIEKTUBHBIX HAOIIOJIEHU, KOTOPTHOE.



OcHoBHbBIE IMOJIOKE€EHHU S, BBIHOCUMbBIC HA 3aIIUTY

1. Pasnuunbie  QopmMbl  MEpO3UH-ACPUIIMTHON  MBIIIEYHOM  AUCTPOPUH
XapaKTepU3yIOTCSd  BapuaOENbHOCTHIO  KIMHUYECKHX mposiBieHuit: BMJ[ 1A
COIMPOBOXAAETCA BBIPAKEHHBIMH JIBUTATEIbHBIMU HapyHMICHUSIMH U AUPPy3HOU
runotpoduert, Torma kak mpu [IKMJI P23 ormedaercs COXpaHHOCTh OCHOBHBIX
MOTOPHBIX HAaBBIKOB M HAJIMYHUE aKCUAJIbHON U MPOKCUMAIbHON TUIIOTPOPUH.

2. Cnektp uepeOpaibHbIX HAPYIIEHUWH MPU MEpPO3UH-AS()ULHUTHON MBIIICYHON
JUCTPO(PUHN BKIIOYAET B CE€Osl AMMIEHCUIO, MAaTOJOTMYECKYH0 aKTHMBHOCTh Ha OOl
CHI)KCHUE  MHTEJUIEKTa, pPAacCTPOMCTBA  ayTUCTHYECKOTO  CIEKTpa, a  TaKXKe
Masb(hopmaluu Kopsl U Jierikonatuio Ha MPT ronoBHoro mosra.

3. 3a0osieBaHNE XapaKTEPU3yeTCs MYJIbTUCUCTEMHOCThIO mopaxkeHus. Haumbonee
3HAYMMBIMU OCJIOKHEHUSIMA MEpPO3WHONATUU SIBIIAIOTCS: OENIKOBO-3HEPreTHYECKas
HEJOCTAaTOYHOCTh, JIbIXaTEJIbHbIE W KapJUOJIOTMUYECKUE HApyUIEHUs, OCTEONEHHS,
CKOJIMO3 M KOHTPAaKTypbl KPYIHBIX CYCTaBOB. YCTaHOBJIEHO, YTO NPHU BPOKIACHHOU
dbopme 3a001€BaHUsI UMEIOTCSI KPUTUYECKUE BO3PACTHBIE MEPUOJIBI, TP KOTOPBIX PUCK
Pa3BUTHSA TSKENBIX OCIOKHEHUH 3HAYUTEIIBHO NOBBIIIACTCS.

4, Jnst obeux GopM Mepo3uH-IeUIMTHON MBIIIEYHOW AUCTPOPUU XapaKTEPHO
noBbiieHrne ypoBHs akTUBHOCTH K®K coimie 1000 Exn/nm B mepBbIit Ton oT aedrota
3a00JIeBaHUS; TIPU 9TOM OTMEUAIOTCs pa3nuuus 1o pesyiabratam MPT mbi: npu BMJ]
1 A mbine! 0eapa nopaxens! qud@ysHo, npu IIKMJ] P23 — npeumyiiiecTBeHHO 3aaHsIs
rpynna MBbIIILI.

5. bonee OnarompustHOe TedeHHE 3a00JIEBaHUS C COXpPAHEHHUEM CIIOCOOHOCTH K
CaMOCTOATENbHON X0Ab0€ aCCOLUMUPOBAHO C MO3IHUM J€0I0TOM, OTCYTCTBUEM PaHHUX
KOHTPAaKTyp KpYHHBIX CYCTaBOB, a TaKXE€ HAJIWMYUEM MHUHUMYM OJIHOIO MHCCEHC
BapuaHTa WK Jokanu3auuen Bapuanta B LN-gqomene rena LAMAZ2. Tspkenoe Teuenue u
paHHUU JIeTaJbHBIN UCXO/l ACCOLMUPOBAHBI C YACTHIMU PECIUPATOPHBIMU UH(DEKIIUAMHU

HMWKHHUX AbIXAaTCIbHBIX HYTGI\/JI.
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CreneHb 10CTOBEPHOCTH Pe3yJabTATOB MCCJIEA0BAHUS

CreneHb JOCTOBEPHOCTH pPE3YyJIbTAaTOB OOECHEUYMBAETCS JOCTATOYHBIM O0BEMOM
BBIOOPKH OOCIJIEJOBAHHBIX MAIMEHTOB, MOJIEKYJIIPHO-TEHETHUECKON BepUpUKaIei
JIMarHo3a, KOMIUIEKCHOW OLIEHKOM COCTOSTHUS MAl[MEHTOB C TPUMEHEHUEM COBPEMEHHBIX
KIMHUKO-TUArHOCTUYECKUX  METOJI0OB, a TakKe€  HCIOJIb30BaHHEM  CIOCOOOB
CTATUCTUYECKOW OLEHKH, aJEKBAaTHBIX TUIY M CTPyKType naHHbIX. OOpaboTka
BbinojHeHa B makere SPSS Statistics 26.0 ¢ mpuMeHEHHEM MapaMeTpUUYECKUX U
HenapaMeTpUUeCKUX KpUTepHueB (BKirodas TecTsl ManHa—YutHu, Kpackena—Yomnnuca,
v?, TouHbli Kputepuii ®umepa, ANOVA, nuHelHbIE CMEIIAaHHBIE MOJICIH), C
NOCJIEYIONIE KOppEeKLUMEe Ha MHOXECTBEHHbIE CpaBHEHUs (Meroabl boHdepponw,
HNanna u T3 [lannera). Teopernyeckoe 00OCHOBaHHWE U MHTEPIIPETALNS MOTYyUYEHHBIX
JAHHBIX MPOBOAWIIMCH C Y4YE€TOM aHalM3a OOJbIIOr0 O0bEMa OTEYECTBEHHBIX U

3apyOeXKHBIX MyOIuKaIUi.

Anpodauus pe3yJibTaToOB

Marepuansl gucceptanuu Obutu npeactaBieHsl Ha: XIV Exerognom koHrpecce
CHEIUAINCTOB  MEepUHATATIbHOM  MeauuuHbl  «CoBpeMEeHHass  MEepPUHATOJIOTHS:
OpraHu3allys, TEXHOJIOTHH, Ka4ecTBO», 6-7 okTs0ps 2019 roxa; I HayuHo-npakTuyeckoi
KOH(pepeHIMK acCoUMalUU AETCKUX HEBPOJIOTOB B 001actu muosiorun «K HEOMMO», 23 -
24 ampens 2021 1.; XVI ExeromHom KoHTpecce CIEINUAIUCTOB TMEPUHATAIBEHON
MeauMHbl «COBpeMeHHas IEpUHATOIOTHS: OpraHu3alusl, TEXHOJIOTUH, KaueCTBO», 5-6
okTs0pst 2021 roma; XX Poccuiickom Konrpecce «/HHOBalMOHHBbIE TEXHOJOTHUU B
neauaTpun U AeTCKo xupyprum», 21 - 23 oktsa6ps 2021 rona; PecmybnmkaHckoin
HAyYHO-TIPAKTUYECKON KOH(pepeHIH « TpyaHbIi MalMeHT B HEBPOJOrumny», 17 nexadps
2022 r.; V xoH(epeHIIMH accouualuy JETCKUX HEBPOJOTrOB B 00JACTH MHOJIOTUHU
«HEOMHMO» c mexayHaponneiM ydactuem, 30 mapra — 1 ampems 2023 r.; VI
KOH(EPEHIIMU acCOIMAIIMU JIETCKUX HEeBPOJIOToB B 00iactu Muojorun « HEOMUO» 26

— 28 okTs0ps 2023 r.; VII Hayuno-npaktudeckoit KoHGEpeHITUU ACCOIMaINN TETCKUX
11



HeBpoJoroB B o0actu Muosjorun «HEOMUO» 4-6 anpens 2023 r., VI Beepoccuiickom

KOHTI'pecce ¢ MeXayHapoaHbIiM ydyactuem «SI1 [lerckas meauuuHay, 26-28 maprta 2024 1.

BHeapenne pe3yJbTaTOB HCCIIEI0BAHUS

[TonydeHnHble pe3yabTaThl UCCIEAOBAHNS BHEAPEHBI B MIPAKTUYECKYIO EATEIBHOCTD
MICUXOHEBPOJIOTUYECKUX  OTHAEJICHHI  Hay4YHO-UCCIEA0BATENbCKOTO  KIMHUYECKOIO
uHCTUTYyTa neauatpun uM. akagemuka HO.E. Benptumesa ®I'AOY BO PHUMY uwm.
H.U. [Tuporora Munzapasa Poccuu, a Takke ydeOHBIN MpOIeCcC MOJArOTOBKH CTYJIEHTOB
U KIIMHUYECKUX OPAMHATOPOB Ha KadeIpe HEBPOJIOTHH, HEUPOXUPYPTUU U MEAUITMTHCKOMN
renetukn uMm. JI.O. bamamana MHH ®I'AOY BO PHHUMY um. H.U. Iluporosa

Munsnpasa Poccum.

Myoankanuu

[To Teme quccepranyu onyOIMKOBaHbI 4 CTaThbU B PELEH3UPYEMBIX )KypHAIaX, U3 HUX
3 B KypHajax, pPEKOMEHIyeMbIX BbICHIEl aTTECTallMOHHONW KOMHMCCHEW IpHU

MuHucTepcTBe HayKu U Bbiciiero oopa3oBanus Poccuiickoit @eaepannu.

JInuHbIN BKJIAJ aBTOPA

ABTOpY NPHUHAUICKUT ONpEAeIsAoNias pojb B pa3paboTKe MPOTOKOJAa U Au3aiiHa
UCCIIeIOBaHMsI, (OPMYJIUPOBKE WEIM M 3a7ad, CHUCTEMaTH3aluud MaTepuaa,
000OCHOBaHUU OCHOBHBIX MOJIOKEHUM, (POPMYIHPOBAHUU BBIBOJOB M MPAKTHUYECKHUX
pexomenanuii. CaMOCTOSITENIbHO OTOOpaHbI MAlMEHTHI, MPOBEJEH cOOp aHaMHE3a,
NOAPOOHBIN KIMHUKO-HEBPOJIOTMUECKHIT OCMOTp, OLIEHKAa PEe3ylbTaTOB HCCIEAOBAHUS.
ABTOpPOM IPOBEJIEH BCECTOPOHHUI aHAIN3 OTEYECTBEHHOUN U 3apyOeKHOM JIUTEPaTypHhl,
IPOBEJCHBl aHAJIMTHYECKasi MHTEpIIpeTalus U 0000IIeHNEe MOTYYEHHBIX Pe3yJIbTaTOB.
Bce npencraBnenHbie B pab0oTe BBIBO/BI, WILTIOCTPALIUU, TAOIHIIBI U TEKCT IUCCEPTALIUU

IMOATrOTOBJICHBI aBTOPOM JIMYHO.
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I''TABA 1. OB30P JIMTEPATYPbBI

1.1. Onpepenenne Mepo3UH-1e(PUUUTHON MBIIIEYHOH TUCTPOPUHU

Mepo3uHn-aedunuTHas MbllieyHas JucTpodus (B aHIIOA3BIYHON JMTepaType Oosee
npunat TtepMuH LAMAZ2-accounupoBaHHas MbIIIEUHaAs JUCTPOPHUS) — 3TO PEIKOe
HACJIEICTBEHHOE HEPBHO-MBIIIEYHOE 3a00JI€BaHUE C ayTOCOMHO-PEIIECCUBHBIM THUIIOM
HACJIEIOBaHMsI, BHI3BIBAEMOE MATOTEHHBIMA U BEPOATHO MATOTEHHBIMH BapUaHTaMH B
reie LAMAZ u xapaktepusylomieecsi MpOrpecCUpyIOlell MBIIIEYHOM CIIad0CThI0O U
JIeTeHePATUBHBIMU U3MECHEHUSIMH B MbIlax [6]. buamienbHble kKay3aTUBHBIC BApUAHTHI
B reHe LAMAZ npuBOAST K TOJTHOMY WJIM YaCTHYHOMY ACPHUIMTY BaKHEHIIero Oenka
HKCTPALEIUIIONIIPHOTO MaTpUKca JJaMuHUHA-2 11 (Takke U3BECTHOTO KaK JJAMUHUH-2 UITU
mepo3uH) [53, 58]. I'er LAMAZ2 umeert pasmep 633.42 kb, pacriosioxeH B Jiokyce 6q22.33,
COCTOWT U3 65 3K30HOB U KOJAUpYeT a2-cyOneaunuiy JamuHuHa-211 [138]. Beigensror
JBe KIMHUYecKre GopMbl 3a001€BaHUs: BPOXKICHHAS MEPO3UH-ICPUITUTHAS MBIIIICYHAs
muctpopust 1A (BMJ[ 1A, OMIM #607855) n TOSICHO-KOHEYHOCTHASI MBIIICYHAS
auctpodus ayrocomHo-perieccuBHas 23 tuma (ITKMJ P23, OMIM #618138) [9, 20,
119].

1.2. OunenuBaeMasi dIIMAEMHOJIOTHSA

Bpoxnennas oopma Mepo3uH-AeHUIUTHON MBIIICUHON TUCTPODUH SBIISICTCS OJHOM
U3 HauboJiee YacTo BCTpevaroimuxcs GopM Bo MHOTHX cTpaHax [45], coctaBmss 36,4 %
Bcex ciaydaeB BMJI B Kurae [60], 37,4 % B Benukoopuranuu [113], 48% B Karape [22].
BM/I 1A sBasieTcst mepBoi BpokaeHHON (popmMoit Muoauctpoduit, KOTOpoil OBLIO J1aHO
KJIMHHYECKOE U reHeTnYecKoe onucanue [67, 121].

AHanu3 Ha OCHOBaHUH TIOMYJISIIMOHHBIX TCHETHYECKUX 0a3 JaHHBIX, CUMTAFOITUICS
Oonee Ha/IC)KHBIM METOJIOM OLICHKH, IPOTHO3UPYET OOIIEMHPOBYIO
pacnpoctpaneHHocth BM/J] 1A Ha ypoBHe 8,3 Ha MWUIMOH, Bapbupyschk oT 1,79 Ha

MuUTnoH B Bocrounoit Asum a0 10,1 mHa mwmivon B Epome [78]. Ilo moacueram

13



AKCIEPTOB MeANKO-TeHEeTUYECKOr0 HayqHOro 1ieHTpa uMeHu akaaemuka H.I1. boukoga,
4acTOTa HOCUTEIbCTBA BapuaHToB B reHe LAMAZ2 B Poccuu cocraBisier 1:144 [15].

I[MTKM/1 P23 Tonbko B 2018 roay Oblia BeICNIeHA B OTACIbHYIO hopmy [119], mosTomy
JTAHHBIX O €€ PaCIPOCTPAHEHHOCTH B HACTOSIIIMI MOMEHT HeT. [1o mojcueTaM HEKOTOPBIX
uccaegonareneii, IIKMJ[ P23 moxeT cocTaBasTh OKOJI0 2% OT BCEX IMOSICHO-
KOHEYHOCTHBIX (popm [81].

[Ipeanonaraemasi pacnpocTpaHEHHOCTh 00eux (GopM  Mepo3UH-IeHUIIUTHON
MbIleyHON auctpoduu B Poccuiickoit denepary OlIeHUBAETCS MPUOIU3UTENBHO B 1

ciydaii Ha 117 700 uenoBek [48].

1.3. Ilarorenes 3a00JieBaHUS

JlamuanH-211 sBaseTcs OEIKOM BHEKIETOYHOTO MATPUKCA CKEJICTHBIX MBIIIII.
CeMeicTBO JaMUHUHOB TPEJCTABIsACT COOOM TIJUMKONPOTEHHbI, KOTOPBIE HIPAIOT
KPUTHUYECKU BAXHYIO POJIb B GOPMHUPOBAHUHU 0a3aIbHONM MEMOpaHbI U MOAJIEPKAaHUH €€
cTpykTyphl [53]. JIaMHHUHBI COCTOSIT U3 TPEX CYOBEAMHUIL: TSHKETON anmbda (o) U IByX
nerkux - 0era () u ramma (y) (pucyHok 1). Bcero HacuutbiBaeTcs okosio 15 1aMMHUHOB,
OTJMYAIOIINXCS IPYT OT Jpyra pa3sHbIM HabopoM cyObeauHull U GpyHkmuei [101].

Mepo3sun obOpa3zyercsa u3 tpex meneii: 02, Bl u yl. 'en LAMA2 xoaupyet 02 1iems,
nedeKThl B KOTOPOH BEAYT K pa3BUTHIO 3a00seBaHud. Llenb a2 cOCTOUT U3 HECKOJIBKUX
nomeHoB: cnupaibHbIX qoMeHoB | u Il (LCC), crepxueBuanbix momenos llla, 111b, V,
rino0yaspabix N-TepmuHansHbIX gomeHoB 1Va, 1V, VI u C-repMHHAIBHOTO peruoHa
(LG-momeH), coaepamiero S5 TIOOYJSIPHBIX TOMOJOTHYHBIX goMeHoB (LG1-LG5)
(pucynox 1). Kaxkapiii ToMeH HeceT B ceOe Onpe/IeICHHYI0 (PYHKIHIO. Y CTaHOBJICHO, YTO
N-repmunanpHbiii VI JOMEH SBISIETCS BBICOKO KOHCEPBATHBHBIM Yy JIAMUHUHOB
KUBOTHBIX M denoBeka [14]. LN moMeHBI MrparOT KPUTHUECKYIO pPOJIb B IPOLECcce
MOJIMMEPHU3AIMKU JJAMUHUHA B CYNIPaMOJIEKYJIIPHbIE CETH Ui BKIIOYEHUS! B 0a3aJibHYIO
MeMOpaHy, y4aCTBYIOT B KJICTOYHOMU a/iIr€3UH, pOCTE HEUPUTOB, CBSI3bIBAHUIO MEpiIeKaHa,
rernapuHa u renapancyibdara [114]. Pernon LCC B Buae crupaim 3aKpyduBacTCs C

OJIHOMMEHHBIMU ToMeHamu 1 u y1 1emnei, oTBedas 3a COOPKY MOJIEKyIbl. | ToOysipHbIE
14



LG nomennsl (LG1-LGS) BkmrouaroT B ceOsi KpaiiHe BaKHbIE CAWThl Y3HABaHUS IS
MEMOpaHHBIX PELENTOPOB, O-AUCTPOTINKAHA M MHTErprHA o7 1, ydacTBysI B mporieccax

anre3uu, COOPKH KIETOYHOH MEMOpaHbl U HUCXOSIIUX CUTHaNax [36].

02 N

Pucynox 1 — Cxematnunoe n3o0paxeHue JaMuanHa-211

KpacHpiM 11BeTOM TOKazaHa 02 I€Mb, 3€JIeHbIM - Bl 1ienb, cuHuUM - y1 1ens. o2 1enb
coctouT u3 N-KoHIeBOro rioOymspHoro aomeHa (LN), TaHAEMHBIX CTEpP>KHEBBIX
JIOMEHOB smuaepManbHoro ¢dakrtopa pocra (LEa, LEb, LEc), pacnonokeHHbIX MEXIy
roOynsipueiMu omeHamu LN, L4a u L4b, cnupansnoro agomena (LCC), xkoTopblit
NeperuieTaeTcs ¢ OJHOMMEHHbIMM jaoMeHamu 1eneil Bl um yl, u C-KoHIEBBIX
r1o0ysipHbIX qoMeHoB tamuauHA (LG1- LG5). M300paxenue 3anmcTBoBaHo y Kinga I

Gawlik [59].

Okcnpeccus TamuHUHA-211 Hanbosiee BbICOKA B MONEPEUHO-TIOIOCATON MBIIIEUHON
TKaHH, TakKXe OH HaxoguTcs B TpodoObiacte, KOXe, UIIBAHHOBCKUX KIJIETKaX,
CUHANTUYECKON OazanbHON MemOpaHe nepudeprudyeckux HEPBOB, CEPIIE U SBISIETCS
BAKHENIITUM COCTaBJISIOIIUM TJIMOBACKYJIIPHOM 0a3aabHOM IJIACTUHKU
remMarosHIedannyeckoro 6apnepa [24, 27].

@dyHIlaMEeHTaJIbHAsA POJIb JIJAMMHUHOB — CO3/IaHHME MEPBUYHOrO Kapkaca, Omarojaps
KOTOPOMY MPOUCXOJIUT CBS3bIBAHUE HKCTPALEIUIIOJIIPHOTO IPOCTPAHCTBA C KIETOYHON

MOBCPXHOCTHIO M CIIYKAIICTO OCHOBOM AJI1 TPUKPCIUICHUA JIPYIUX KOMIIOHCHTOB
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BHEKJICTOYHOTO0 MAaTpPUKCa, B MEPBYIO OYepPe/lb, HUJIOTCHOB U KOJIJIAreHOB (PUCYHOK 2).

Jehuiut 100010 U3 JJAMHUHUHOB BEJIET K TSHKEJIBIM IMOCIIECACTBUAM IS opranu3ma [134].

basanbHas membpaHa

JlTamuHnH-211

Q-AUCTPOrNUKaH

UHTerpuH
a7f1 (mbiwubi)
abB1(LHC) z
=
S
-
s
s
CapkornukaHbl =
Uutonnasma
OuctpoduH
AKTUH
Pucynok 2 — CxemaTHyHOE H300paKEHUE OCHOBHBIX OCJIKOB CKEJIETHBIX MBIIIII.

N3o0paxenue 3anmcTBoBaHo 13 Arreguin AJ et al. (2020) [27] ¢ u3mMeHeHHSIMH.

JlaMMHHHBI WIpParOT BAXHYKO pPOJIb B PAa3BUTUM MO3Tda: OHU OYEHb AKTUBHO
OKCIIPECCUPYIOTCS B TEPHOJ JMOpPUOTEHE3a U  PEryJupylT MNporQepaiuio
HEUPOHAIBHBIX CTBOJIOBBIX KJIETOK, BIIMSIE HAa HEWPOrEHE3, TIIMOTCHE3, MUTPALUI0
HEHPOHOB, POCT aKCOHOB M cuHanToreHes [27, 58, 134]. Dtu GyHKIMH BO MHOTOM
00€eCreYynBalOTCA MPOYHBIM B3aUMOJCHCTBUEM C O-AUCTPOTIMKAHOM W HHTETPUHOM
a7B1. JledpexTs Murpanuu HEHPOHOB, MOTEPS] CHHANTHYECKON MIACTUYHOCTH (32 CUET
ymenbleHus: uncia ['TAMK-penienTopoB M CHUXKEHHS TOPMO3SILIETO BIUSHUS) MOPH
MOJTHOM WJIM YaCTMYHOM OTCYTCTBUH JIAMHMHWHA 02 MOTYT CIIOCOOCTBOBATh Pa3BUTHIO
HekoTopbix HapymeHuii [[HC, Takux kak smusierncus u Maib(opMaiui KOPbl TOJIOBHOTO

mo3ra [27]. Beuio moka3aHo, uro BapuaHThl B LG nomene rena LAMA2 (9k30HbI 45-65)
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qame MpPUBOIAT K TposiBIeHUsM co cTtopoHbl [[HC mnpu wmeposuH-mnedumutHOM
MbIIIeYHON auctpodun [36].

OpauM w3 HauOosiee 3HAUYUMBIX (DAKTOPOB IMATOTE€HE3a MEPO3UH-ACPHUIIUTHON
MBIIIEYHON nucTpodun sBusieTcs: PuOpo3, KOTOPHIM BO3ZHUKAET y)KE Ha CaMbIX paHHUX
cTanusax 3a0oneBaHus. Panuumii (QuOpo3 BIMsIET Ha MHUOTEHE3: H3-3a H3MEHEHUS
MBIILIEYHON MAaTPHIIbl MOTEHIIMAN KJIETOK-CATTEIUTOB (TMIOTEHIIMAIBHBIE MHOHBI) PE3KO
YMEHBINIACTCS, B PE3yJIbTaTe YeTO 3HAYUTEILHO CHUKACTCS MIOCTHATAIBHBIA POCT MBIIIII]
[23, 84]. JlanHbIii TTpoIIEeCC B MEPBYIO 0YepPE/Ib CBA3BIBAIOT C TEM, YTO OCJIOK JIAMUHUH 012
B3aMMOJICCTBYET C HWHTETPUHAMH, TOJ JCHCTBHEM KOTOPBIX, B CBOIO O4Yepeb,
MPOUCXOAUT aKkTUBaIus npodudposnoro nurokuHa 1GF-6era. B HopMme 3Ta Moiekyna
yIep)KHBaeTcs B HEAKTUBHOH (OpME KOMIUIEKCOB OEIKOB, CBSI3AHHBIX C
HKCTPALEIUTIONIIPHBIM MaTpukcoM. [Ipu HapyiieHuu 3Toi CBSI3u akTUBUPOBaHHBIN T GF-
oeta crocoOcTByeT AU HEPEHITUPOBKE Pa3HbIX KJIETOUHBIX JUHUNA B MUOGDUOPOOIACTHI
U yMmeHbimaer ux amonrto3 [23]. Kpome Toro, mMmoOiactel ¢ neduIMTOM 02 UEHH
JaMUHUHA JIEMOHCTPUPYIOT HapylieHus mpoiudepanuu, mnoBpexaenne JHK,
OKHCIIUTENbHBIN CTPeCC W MHUTOXOHAPUATBHYIO AUCPYHKIHIO. DTO TOJYEPKUBACT
KPUTHUYECKYIO 3HAYMMOCTh 02 IeNu JaMUHHHA s TUh(OEpSHIMPOBKA MBI |

rOMeOoCTa3a MBIIICYHBIX KICTOK [84].

1.4. HacuaexoBaHnue

Mepo3un-gedunutHas  MblieyHass — JucTpodust  SBISIETCSS  MOHOTEHHBIM
3a00jIeBaHUEM, HACJEAYeTCS IO ayTOCOMHO-PEIIECCUBHOMY THIY M BO3HUKAEeT B
pe3ynbrate OuamuteabHbIx MmyTtaruii B rene LAMA2 [18, 75, 136]. B manHOM rene
ONMCAaHbl BCE TUIIBI HAPYLWIEHWH HOPMAJIbHOM HYKIECOTHUIHOM IIOCIEI0BATEIBHOCTH
(oHOHYKJIEOTHIHBIE BapraHThl, Bapuanuu yncia konuit JIHK). I1o cocrosinuio Ha mai
2025 ropa, B 60a3ze ganasix LOVD (Leiden Open Variation Database, anri, - Jleiaenckas
OtkpoiTas baza Jlanueix BapuanrtoB) 3apeructpupoBan 1781 maToreHHbId BapuaHT
HYKJIEOTUHON mocnenoBarenbHocTy B TeHe LAMAZ2.  [lo BiausHuio Ha Oelok

IIaTOI'CHHBIC BapHAaHThbI HYKHGOTHHHOﬁ IIoCJICA0BAaTCIbHOCTH pacinpcacinincCb
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CIICIYIONUM 00pa3oM: caMble MHOTOYHCICHHBIC — BapUaHTBI CO CABUTOM pPaMKH
cuntbiBanus - 44%, Muccenc BapuaHThl cocTaBistoT 30%, HoHceHc BapuaHThl - 20%,
neneru 0e3 CABUTA paMKU CUHMTHIBaHUS - 2,5%, CHMHOHMMHYHBIE 3ameHbl - 0,6%,
TyTUIMKaIu 0e3 CIBUra paMKH CUWTBhIBaHUs 3apeructpupoBaHbl B 0,6%, BapuaHThI

HYKHGOTHHHOﬁ MMoCJICA0OBATCIbHOCTH, IPUBOIAAIIMC K ITOJIHOMY OTCYTCTBHIO 6em<a, -

0,2% [139].

1.5. KiauHuveckue nposiBJieHUsA

1.5.1. KnuHu4veckue NposiBJIeHUs BPOKI€HHOH MbllIedHOH qucTpodum 1A Tuna

[Toxasmsroiee OONBIIMHCTBO CIIy4aeB MEPO3UHOINIATUN TPUXOAUTCS Ha BPOKJIECHHYIO
dbopmy 3abosieBaHUsI — BPOXKACHHYIO MbIMIeuHyl0 auctpoduro 1A tuna (BMJ 1A),
KOTOpasi  XapakTEepU3yeTCs pPAaHHHUM HAYaJOM H®  TOKEIbIMH  KIMHHYCCKUMU
nposiienusmu [7, 99]. BMJI 1A neOroTtupyeT BHYTPUYTPOOHO HIIH B MEPBBIC MECSIIBI
KU3HH peOeHKa. B 0CHOBE KIIMHMYECKOW KapTHHBI JIEKUT CUMIITOMOKOMIUICKC «BSUIOTO
pebenka»: nud@y3Has MbIIICUHAs] TUTIOTOHUSI U MbIIIEYHasi c1ab0CTh, MPUBOJSIINE K
(GOPMHUPOBAHUIO TO3BI <JIATYIIKW», OETHBIC CIIOHTAHHBIC IBIWKCHHS, TPYIHOCTH
COCaHUs U IJI0TaHUs, TUXUH I1J1a4, OTCYTCTBUE pedIieKCOB HOBOpoxaeHHOTO [8, 25, 90,
124]. Mpimeynass cimabocTh HamOojee BbIpaK€HA B JIMIIEBOM, aKCHAJIbHOH U
MPOKCUMaIbHOW Tpymmax MbImI. C MepBBIX MECSIEB KH3HH OTMEUACTCS 3aJIepiKKa
JIBUTATEIBHOTO PAa3BUTHUS, OOJBIIMHCTBO TAIMEHTOB HE MPUOOPETAIOT HAaBBIK
CaMOCTOATENIbHOW X0160bI [5]. ¥ yacTu marMeHToB BCTpEYaeTcs NTO3, MAKPOTJIOCCHS U
o rampMorIerns, 0OBIYHO TPOSBIIIONIUECs mocie aByX JjeT [95, 129]. 'unomumus u
MaKpOTJIOCCHUSI MPUBOAAT K (POPMHUPOBAHUIO XAPAKTEPHOTO BHIa OOJIHHOTO C OTKPBITHIM
PTOM ¥ BBICYHYTBIM SI3BIKOM (TaK Ha3bIBAEMOE «JTUII0 MuomnaTay) [97].

HekoTtopsle manueHTsl MOTYT UMETh MHTCIICKTYalbHbIC HAPYIIICHHS, HAaOJI01aeMbIe
MeHee ueM y 7% OonbHbIX [99]. Dnumnencus Bctpevaercs B 8-20% cirydaes [72] u MmoxkeT
BO3HHMKATh KaK Ha (OHE CTPYKTYpHBIX Je(EeKTOB TOJIOBHOTO Mo3ra (Iaxurupuw,

mucconnedanun) [13, 133], tak u 6e3 TakoBeix [55, 91, 120]. denomeHoIOrHS
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MPUCTYIIOB NMPU MEPO3UH-IAEHULIUTHON MBIIIEUHON AUCTpodUn pazHOOOpa3Ha, HO Yallle
bukcupyroTcs a0CaHChl, aTUIHUYHBIC a0caHChl, (OKaJIbHBIC MPUCTYIBI ¢ WU 0Oe3
BTOPUYHON reHepanu3anuu [72, 91, 127]. Y manueHToB ¢ KOPTUKATBHBIMH JTUCTUTA3HSIMH
MOTYT pa3BHBaThcs pedpakrepHbie cygoporu [62, 91]. Yacrora paccTpoicTB
ayTUCTUYECKOTO CIIEKTPa HE MPEBhIMIACT OOMICTIONYIISIIIMOHHBIN ypoBeHb - 1% [27, 77].

Jns BMJI 1A xapakTepHa paHO pa3BUBAIOIIASICS JbIXaTelIbHAs HEJOCTATOYHOCTb,
KOTOpast SIBJISIETCS OCHOBHOM MPUYMHOMN JIETATBHOTO UCXOJA Yy ATOM TpymImbl OOIbHBIX
[120, 126]. PectimpaTtopHbie paccTpoOiicTBa MOTYT BO3HHKATH YK€ C POXKICHUS HIIH
NOSIBJISITECA B MOCHEAYIOIIME TOJbl >KW3HU. HapyllleHuss BbI3BaHBI CHUXEHUEM
3¢ (HEeKTUBHOCTH PabOTHI pECIIMPATOPHOTO anrapaTa BCiaeICTBUE CI1a00CTH AbIXaTeIbHON
MYCKYyJaTypbl. OTH TATO(PHU3UOJOTUYECKHE TPOIECCHl NPUBOAST K HAPYHICHUSIM
JIbIXaHUsI BO CHE (HOYHAsl THIIOKCEMUS U HOYHOE aIlHO3), 32 KOTOPBIMU Ha O0Jj1ee O3IHUX
cramusx 3a0oyieBaHMs CIeAyeT IHEBHas TunoBeHTWInus [74]. [Tomumo 3ToTO, Y
nanreHToB ¢ BM/I 1A MoryT pa3BuThCs Apyrue pecnupaTtopHbIE OCIOKHEHUS, TAKUE KaK
MH(DEKIUU HIKHUX JBIXaTEJIbHBIX IMyTEH, aTejIeKTa3bl M acCHUpPAIMOHHbIE CHHIPOMBI
[115]. [Iporpeccupyromiasi  ApIXaTeNbHAsT HEIOCTATOYHOCTH MOXET IMOTPeOOBaThH
NpUMEHEHUs HeMHBa3uBHOM BeHTW MU J€rkux (HWUBJI) unm gaxke Tpaxeoctomuu ¢
WBJI [28, 128]. BeiaenstoT 1Ba BO3paCTHBIX MEPHOA, BO BpeMsl KOTOPBIX MOTPEOHOCTD
B TPUMEHEHUW BEHTUJISIIMOHHON TMOAJEPKKH Hambojee BBICOKA: 3TO MEPUOA OT
pOXAEHUS 10 5 JeT (BCAEACTBUE CIa00CTU JIIXaTEJIbHBIX MBIIIL, TUIIOTOHUH, OBICTPOI
yromssieMoctd) u 10-15 et (BCIEACTBUE MPOTPECCUPYIOMIUX PECTPUKTHUBHBIX
HapymeHuit) [95].

TpyaHocT ¢ KOpMJIEHHEM, BKJIIOYAIOIIME HApYLIEHWs] TJIOTaHUs, TPYAHOCTH C
NEPE)KEBbIBAHUEM TMUIIM W JAJUTEIbHOE BpEMS KOPMJICHHSI YBEIMUEHHOE BpEMs
KOPMJICHUS, IPUBOJIAT K HEIOCTATOUHOMY HAOOpY Beca, OTCTaBaHUIO B POCTE U OBICTPOii
norepeit Macchl Tejaa Bo BpeMs MH(peKIHOHHBIX 3a0oieBanuid [95, 100]. Yacto Takue
NAIMEHTHI HY)KJIAI0TCS B SHTEPAIbHOM IMUTaHUH, OCOOSHHO, Ha TIEPBOM TOTy Ku3HH [62].
CnabocTh MBIIII, yYaCTBYIOIIUX B )KEBAaHUH U TTIOTAHUH, a TAKXKE racTpod3odareaabHbIid
pedurokc, yacto Bcrpeuaronuiics npu BMJ[ 1A, yBenuuuBarT pucK aucdarum,

acTMpalyy ¥ PeIUIUBUPYIOIINX IbIXaTeIbHBIX HHpeKIHit [95].
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OnHuM U3 XapaKTEepHBIX MPU3HAKOB MEPO3UH-ACHUIIMTHON MBIIIEYHON AUCTPOdUU
SBJISIETCSI PA3BUTHE KOHTPAKTYpP KPYIHBIX CYCTAaBOB: KOJICHHBIX, Ta300€IpEHHBIX,
JIOKTEBBIX, IUJICYEBBIX U TOJICHOCTONHBIX, Jlepopmaiuu B cycraBax 4YacTo HMEET
CUMMETPHUYHBIN XapaKTep U IPOrPECCUPYIOT C BO3PACTOM, OTPaHUYUBas MOJIBHXKHOCTD U
MoTopHoe paszutue [54]. Hepenko oTmeuaroTcsi BpOKACHHBIC jae(opMaluu rpymaHOM
KJIeTKu U ctor. [loctenenHo dopMupyeTcss pUriAHOCTh BCEX OTAENIOB MO3BOHOYHHKA,
ABJIAIONIASICS OJHOM U3 OTJIMYUTENBHBIX 4epT 3a0oneBaHus. CKOIMOTHYECKOE
HapyIICHUE OCaHKW Pa3BUBAETCS y OONBIIMHCTBA MAIMEHTOB B IEPBOE JCCATHIICTHE
xu3HK [34] U MOXKeT yCyryOuaTh abIXxaTelbHy0 QyHKIHIO. [Ipy Mepo3uHONATHH Yo
Ko66a yBenmumBaincs Ha 5,3 TpaaycoB B TojJ, U B cpeaHeM K 11,6 romam MHOTUM
narueHTaM TpeOyeTcsl omnepaTHBHAs Koppekiwus no3BoHouHuka [135]. Kpome Toro, y
MAIMEHTOB HAOIIOAACTCsl CHUKEHUE MHUHEPAIbHOW IUIOTHOCTH KOCTHOM TKaHH, YTO
YBEJIMYHMBAET PUCK MMATOJIOTUYECKUX MEPETOMOB, OCOOCHHO B YCJIOBHUSAX OrPAHMYECHHON
IIOJIBIDKHOCTH M OCTCOIICHUH, CBSI3aHHOW C MAaJIOTIOJBHKHBIM 00Opa3oM ku3Hu [22].
OTaenbHbIC MCCICIOBATEIM ONMCBHIBAIOT MATOJIOTHIO MoYeK (He()POKaIbIIMHO3 W/WIH
KaJTUKOJKTa3uio 0e3 ruapoHedpo3a), KOTOpble OTMeYaluch y 19% oO0cienoBaHHbBIX,
OJIHAKO aBTOPbHI MOAYEPKUBAIOT, YTO B HACTOSIIMNA MOMEHT OCTa€TCsl HEACHBIM,

crelM(UIHBI JTU TaHHbIC U3MEHECHHUS JUII MEPO3UHONIATHH [22].

1.5.2. KnuHu4eckne NposiBjieHNs MOSICHO-KOHEYHOCTHOW MbIIIEYHOH JUCTPOdun

ayTOCOMHO-penecCMBHOM 23 TUNA

B cBs3M ¢ aKkTUBHBIM BHEAPEHUEM HMMYHHOTMCTOXUMHYECKHX U MOJEKYIISIPHO-
TF€HETUYECKUX METOJOB JMATHOCTHUKUA B IOCJEIHHE TOJbl YBEJIUYUIIOCH KOJMYECTBO
BBISIBJICHUH CITy4aeB MEPO3UH-IEPUITMTHON MBIIIEYHOU TUCTPO(PHUH C TO3THUM JeOI0TOM
U (PEHOTUIIOM, COOTBETCTBYIOLIMM MOSICHO-KOHEYHOCTHOM MBIIIEYHON AUCTPOPUH.
Lokken u coaBt. (2015) uccnenoBanu OMONTAThl MBIIIEYHOW TKaHU 12 MAUMEHTOB C
HeyTouHEHHBIME dopmamu [IKMJ[. B pesynaprate y Tp€X W3 HUX OBLT BBISBICH
YaCTUYHBIN JAe(UIMT MEpPOo3WHA, YTO cOoCTaBWIO 2,3% OT BCEX 3aperuCTPUPOBAHHBIX

CIIy4aeB MOSCHO-KOHEYHOCTHOM MBIIICYHON TUCTpoduH B Uccieayemoii Beioopke [81].
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Hauano xnmuanyeckux nposisnennit [IIKMJI P23 BapbupyeT B IIMPOKUX Mpeaeaax —
OT TEPBBIX MECAILIEB XKU3HU JI0 3PEJOro BO3pacTa, HO Yallle MPUXOJUTCA Ha TMEPBOE
JECATUIIETHE KHU3HU. B nuTeparype omucaH Ka3yHCTHYECKUH Cily4dail ¢ Hayaliom
CUMIITOMAaTUKA B 56 et [81], uTo momuyepkuBaeT (HEHOTHUIIHMUECKOE pPa3HOOOpasue
MEPO3UH-ACPUIMTHON  MblieuHoN  auctpoduu.  IlamumeHts, kak  MpaBUIIO,
JEMOHCTPUPYIOT OTCTaBaHUE B PA3BUTUH MOTOPHBIX HABBIKOB, OJJHAKO BCE OCBAUBAIOT
CaMOCTOSATENbHYIO X0JIb0Y.

Yactro HaOmomaloTCs  BBIPAKEHHAas  PUTHAHOCTH  MO3BOHOYHOTO  CTOJjOA,
OTpaHUYMBAIONIAS HAKJIOHBI TOJOBHL M TyjloBHINA. KOHTpakTyphl JOKaJIU3YIOTCS
NPEUMYIICCTBEHHO B JIOKTEBBIX M TOJICHOCTONHBIX cyctaBax [47, 63]. [Tpu [TKMJ] P23
HEPEJKO OTMEUYAIOTCS TICEBIOTHUIICPTPODHUH YETHIPEXTIABBIX MBI O€Apa W MBIIIII]
rosenu [92].

Meimieunass ¢1ab0OCTh  pacrpeelicHa TPEHMYIIECTBEHHO B IMPOKCUMAIBHBIX U
aKCHAJIbHBIX TPYIAaxX MBI, COMPOBOXKIAACTCS (HOPMHUPOBAHHEM «KPBITOBUIHBIX
JIOTIaTOK» U Je(popMalusIMHi MO3BOHOYHUKA. B TO jke BpeMsi y OTJIeJIbHBIX MAIMEHTOB
MOJKET HaOJIOAAThCS AUCTAbHAS MBIIIEYHAs! cIab0CTh, YTO, BEPOSTHO, OOYCIOBICHO
JNEMUCTUHUZUPYIONIUMU HU3MEHEHUSIMUA Tepu(epruyeckux HEPBOB, CBSI3aHHBIMU CO
CHIDKCHHEM TMPOJIYKIMU JIAMHUHMHA-2 B IIBAaHHOBCKHX KieTkax [47, 97]. Dtum
HEBPOTIATUYECKHUE MPOSIBIICHUS YaIlle BHISBISIOTCS TPH OTHOCUTEIHHO MSATKOM TCUCHUHU
3a00JIeBaHUSI U MOTYT OBITh HEOUEBHJIHBI TIPH TSDKEIIOM TeUEHUU 3a00JIeBaHUS.

PecniupaTopHas HEAOCTATOUHOCTD ISl JAHHOW KJIMHUYECKON (hOpPMBI, KaK MpPaBUIIO,
He XxapakTtepHa [68]. A BOT yacToTa SMHJICICHH, HAMPOTHB, 3HAYUMO MPEBBIMIACT
TaKOBYIO TIpH BPOXKIEHHOU dopme 3a0oneBanust u noxoauT g0 30-36% Bcex ciayuyaes
I[MKM/J1 P23 [68, 91, 110, 120]. Knunudeckue MpOsSBICHUS MPUCTYIIOB W OTBET HA
TEpanuio CX0KU C TAKOBBIMU TIPH BPOXKACHHOU (hopme 3a00sieBaHMs.

Kapauonoruueckue ocnokHEHUsI P MEPO3UH-AECPUITMTHON MBIIIEUHON TUCTPOPUU
BCTPEYAIOTCS Y 3HAYMTEIIBHON JIOJIM TAIlMEHTOB — IO JaHHBIM Bouman u CcoaBT., uX
gactora jgocturaet 41% — W HEpeako NPOTEeKaloT OECCHMITOMHO, OCTaBasiCh
CYOKJIMHUYECKMMHM JI0 MOMEHTA YIyOJIeHHOTO KapAuojoruyeckoro oocienoBanus [37,

68, 92]. B cTpykType cepacuHbIX HapyIICHUH HanOoJIee YacTO HaOI0Mat0TCs IPU3HAKY
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CUCTOJIMYECKON UCOYHKIMM, BKIIOYAIONIME CHIKEHHWE (pakuuud BbeIOpoca W
TUIMOKUHE3UIO JIEBOTO IKEIYyJOo4YKa, a TaKXe MpoJialiC MHUTPAIbHOrO KjamaHa C
perypruTanueil 1 cuHycoBasi Taxukapaus. HecMoTpst Ha TO 4TO yKa3aHHbBIEC HAPYIIICHUS
MOTYT OBITh BBIpQKEHBbl YMEPEHHO, Yy YacTH MAlMEHTOB pPAa3BUBACTCS BbIpaKCHHAs
IUIIATAlMOHHAs ~ Kapauomuomatusi  [63], B psae ciydaeB  OCIIOKHSIOIIASCS
KEITYJOUYKOBBIMA  TaXHAPUTMHSIMH H  TpeOyromas TMPOBEACHUS  MHBA3HBHBIX
BMEIIATEJIBCTB, BKJIIOYas HMMILUIAHTAIMIO  KapauoBepTepa-aeduodpmwuiaropa [92].
CepneuHasi MaToJIOTHs MOKET PETUCTPUPOBATHCS Y TAIMEHTOB B JIIOOOM BO3pacTe U MpH
oOeux Qopmax 3a00ieBaHUs, UYTO TMOJYEPKUBAET HEOOXOJUMOCTH MPOBEACHUS
PEryJIAPHOrO MOHHUTOPUHTA B PaMKax MEXIUCIUIUIMHApHOTO HabmoaeHus [37, 83, 93].

JIJIst OLIEHKU IBUTaTeIbHBIX PYHKIUN OONBHBIX ¢ MEPO3UH-ASOUIIMTHON MBIIICYHOU
nucTpodueil B HEKOTOPBIX HCCIEAOBaHUSIX MpUMEHsIach MoTtopHas mkaia MFM (ot
aarn. - Motor Function Measure, mkama w3mepeHust MoTopHOW (yHKIMK) [46].
[Iporpeccupyroiiee yxyjiieHue (QyHKIMOHAIBHOW aKTUBHOCTU OBLIO MOATBEPXKICHO
IpH OlLieHKe MmanueHToB B mcciaemoBanuun Minal S. Jain et al.[70]. IlIxkana MFM-32
OKa3ajach €IWHCTBEHHBIM HMHCTPYMEHTOM OLIEHKH, JIEMOHCTPUPYIOIIUM BBICOKYIO
YYBCTBUTEJIBHOCTh M HMHGOPMATUBHOCTh MPU MEPO3UH-IEHUIIMTHON MBIIICUHON
TUCTPOUH, TPU STOM SBISISICH YHUBEPCATBHOW JUIsI TECTUPOBAHMS BCEX oOOsacTeit
MOTOPHBIX HAaBBIKOB: KPYMHOW MOTOpukH (moarecT DI1), pyHkium akcuanbHOH U
MPOKCUMATIBHOM MycKyJaTypsl (moarect D2) u mucrtanbpHON ABUraTEIbHOM (DYHKITUU
(moarect D3) [111]. B Teuenue 5 net 24 manueHTa B Bo3pacrte oT 4 10 22 JIET €KEro{HO
npoxonuiau omeHky mo mkaie MFM-32. PesynpTaThl nmpoaeMOHCTPUpPOBAIIA
CTaTUCTUYECKHU 3HAUMMOE €KETOHOE CHIKEHUE MoKa3aTeseil o mkasue 1t Jjomena D2
(byHKIIMS aKCHaATBHOM U MPOKCUMAILHON MyCKyIaTyphl) Ha -1,57 Oarn u obmiero 6auia

MFM-32, koTopslit ymenbImics ua -2,60 [70].

1.6. JluarHocruka

Jlnarao3z Mepo3uH-AeOUIIMTHON MBIIIEYHON AUCTPO(PHUU CTAaBUTCS HA OCHOBAHUU

XapaKTCPHBIX KIIMHUYCCKHX HpOHBHeHHﬁ, BBICOKOI'O YPOBHA AdKTHUBHOCTH
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kpeatuHpochokunassl (KOK) B kpou u usmenennit Ha MPT ronosaoro mosra. KOK B
KPOBH 3HAYUTEILHO MOBBINICHA (00BIYHO OOJIBIIE 5 HOPMATUBHBIX 3HAUYCHUI ), 0COOCHHO
B mepBele 2 roma ckm3HM [95]. DiekrpoHelpomuorpaduyecKkoe HUCCICIOBAHHE
JEMOHCTPUPYET TIEPBUYHO-MBIIICUHbIE W3MEHEHUS, OAHAKO MOTYT BBIABISTHCS U
MPU3HAKN TIOPaXKEHUsST TepUPEepUIECKUX HEPBOB - JIEMHUEIWHU3UPYIONMIAs HEBPOIATHUS
[47,102, 125].

XapakTepHbIM JUArHOCTUYECKUM MapKEpPOM MEPO3UHOMNATUU SBISIIOTCS U3MEHEHUS
Ha MPT ronoBHOro mMosra, mpossistoniiecs: AUQQy3HbIM MOBBIIIEHHEM CHUTHAlIa OT
oenoro BemectBa B peskuMax T2 u FLAIR [24]. JIexxamuii B 0OCHOBE aTOreHe3 JaHHBIX
U3MEHEHUI ocraercs HesicHbIM. OJIHa U3 TUIOTE3 COCTOUT B TOM, YTO JIEMKOMATHS
0OyCIIOBJICHAa TOBBIIICHHBIM COJEP)KAHUEM BOJBl H3-32 HAPYIIECHUS CEJICKTUBHOM
bunbTpanyy, BeI3BaHHON JeuiToM JTaMuHUHA 02. BTOpas rumoresa mpesrosiaraer,
YTO M3MEHEHHs OEJIOTO BEIIeCTBAa YKAa3bIBAIOT HAa CTPYKTYPHBIC M3MCHCHHS B CaMHX
TpakTax O€JIoro BEIIeCTBAa, MOCKOIBKY 02-COAEp)Kalllie JIAMUHUHBI BIUSAIOT Ha
pa3BUBAOIIUECS OJMUTOJEHAPOUUTHI (MuenuHusupyomuecs kierku [HHC), ycunusas
pasBuTHe MuelmHOBoW obOomouku_[31, 41, 50, 131]. ITopakenue Oeoro BemeCTBa
TOJIOBHOT'O MO3ra 0OHApYKUBatOTCs TIociie 6-12 mecsiieB )Ku3HU peOCHKa U COXPaHSIOTCS
Ha MPOTSHKEHWU Bcel ku3Hu [57, 97]. Jlelikonatus orTinuyaer Mepo3uH-IePUIUTHYIO
MBIIICYHYI0 JUCTPO(DHUIO OT JPYTrdX MHOMATHH W BBISABISICTCS y aOCONIOTHOTO
OonprHCTBA MarrenToB [22, 110, 120, 135]. Haubouee yacto BcTpevaetcs auddy3Hbiii
JIEUKOMaTUYECKUM MATTEepPH, HO B OTMACJIBHBIX CIydasx MOpa)xKeHHe OeJIoro BelecTBa
MOXeT ObiTh MuHHMaNbHbIM [109]. Ilomumo 3Tux u3MeHeHuit B 4-5% ciydacs
OTMEUaIOTCsl Malib(pOpMallMd TOJOBHOTO MO3Ta B BUJIE KOPTHKAJIBHBIX JIUCIUIA3UM,
MOJIAMUKPOTUPHH, arupvH, MaxXuUTHpUX (Yarle B 3aTBUIOYHBIX OTJEJaX), THUIOTUIa3uu
cTBOJa W/miaM Mo3xkeuka [42, 105]. Hanuuue CTpYyKTYPHBIX M3MEHEHHUI B TOJIOBHOM
MO3re TpU MEPO3UH-IEPUIMTHOW MBIIIEYHOU TUCTPO(HH, BEPOATHO, OOBSICHAET TOT
daxT, 9TO 0.2-comeprKalIue JAMUHUHBI HTPAIOT BAYKHBIE PO B Pa3BUBAIOIIEMCST MO3TE,
KaKk BO BpeMsi SMOPHOHAJILHOTO PAa3BUTHSA, TaK W TOCTHATAILHO, OT OOECICUCHUS
npaBwibHOU GyHKIMU Db 10 opranuzaiuu pa3BuBaroeicsi KOpTUKAIbHON TIACTUHKH

Y MPaBUIILHOTO Pa3BUTHS OJIMTOAeHApornu [27, 87].
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MarnutHo-pe3onancHast Tomorpadus (MPT) ckeneTHOM MyCKyJIaTypbl B HACTOSIIEE
BpeMsl IIMPOKO HCIIOJNb3YEeTCsl B JAMArHOCTUKE HACJIEICTBEHHbIX Muonatuil. [lpu
MEpO3UH-ICPUITUTHON MBIIICUYHON TUCTPO(DHUH BBHISBISIOTCS OMPEICICHHBIC TaTTEPHBI
NOpaKEHUA: KupoBass HUHPWIbTpauus U arpodus NPEUMYLIECTBEHHO 3aJHEH
MPOKCUMAIBHOW TPYNIBI MBI B HOTAaX - STOAWYHOM, Ourierica Oempa W OOJBIION
NPUBOJISAIICH MBIIIIBI, B pyKaX — IETbTOBUIHON 1 TpexrinaBoit mbim [107]. [Ipu atom
JIOJITO€ BPEMSI OCTAIOTCSI COXPAHHBIMU TOHKas W MOPTHSDKHAS MBIIIIBI, YTO CITYXKUT
BaXHBIM JTarHocTrndeckuM opueHTHpoM [95, 138]. DTa kapTuHa ObLIa OMHAKOBOW KaK
JUIsi aMOyJaTOpHBIX, TaK M JUIsl HeaMOynaTopHbIX HarueHToB. CTeneHb 3aMeleHusl B
OCHOBHOM 3aBHCEJa OT MPOAODKUTEIbHOCTH 3aboseBanus [103]. V marueHntoB ¢
¢denotunom I[IKMJI P23 MoxkeT BBIABIATHCA W30MpaTENbHOE MOpa)Ke€HUE OOJIBIION
IPHUBOJAIIECH MBIIIIBI M UIMHHOM TOJOBKH JBYIJIaBoM MbImiel Oempa [68, 120]. YV
B3pPOCJIBIX C TIO3IHAM HayaioM 3a00JieBaHUS ONMUCaH (DEHOMEH «COHIBUY-CHHIPOMAY,
cxoanbii ¢ COL6-acconmupoBaHHBIMA MHUOIATUSIMHM, OJHAKO PA3JIW4Ws B BOBJICYCHHUU
Majol M CpeIHeW STOAUYHBIX MBI TMO3BOJIAIOT AuddepeHrpoBaTh MEpPO3UH-
JNCUITUTHYIO MBIIIICYHYIO TUCTpouto oT KojutareHomatui [103].

['ucTonoruyeckoe wuccieqoBaHUE OWONTATOB MBIIICUHON TKAHU JIEMOHCTPHUPYET
TUTIMYHBIC TUCTPO(PHUECKUE W3MEHEHHUS, BBIPAXCHHYIO BapHaOeIbHOCTh Pa3MEpoOB
MBIIIEYHBIX BOJIOKOH, YYacTKW JeTeHEpallid, BOCHAIUTCIbHOW WHOUIBTPANNA U
SHIOMH3HATIBLHOTO (uopo3a [49, 95]. UMMYHOTHCTOXMMUYECKH OMPEICIACTCS MOJHOE
WJIM YaCTUIHOE OTCYTCTBHE PKCIIPECCUU 0.2 TAMUHUHA B MBIIIIAX W/ WIIN KOXKE, TTPH 3TOM
MO’KET HaOJIF01aThCs KOMIIEHCATOPHOE IOBBIIIIEHHE CHHTE3a JaAMHUHUHOB 04 u 0.5 [66, 76,
97, 134]. Jlns onpeneneHusi CTeneHu AePHUIIMTA UCIIONB3YIOTCS aHTUTENA K JITHHHOMY
dbparmenty namuHuHa-2 (300 k/la), a Takyke MapKephl K TIIMKO3WIUPOBAHHBIM YTUTONIAM
0-IUCTPOTIIMKAHA, YTO TIO3BOJISIET OTIUYHUTH TMEPBUYHBIA W BTOPUYHBIN JEPUITUT
Mepo3uHa[66].

OxoHuaTenbHast Bepu(HKAIMA JWUar€Ho3a MEpPO3UH-ACHUIIMTHON  MBIIICUHOMN
TUCTPO(HUH OCYIIECTBISIETCS C TTIOMOIIBIO MOJICKYJIIPHO-TEHETUUECKOTO MCCIICIOBAHUS.
JlnarHo3 MepO3MHOIIATUY MOATBEPKAACTCS INPU HAIUYUM XAPAKTEPHOU KIMHUYECKOU

KapTHHBI 1 BBEABJIICHUN OMaIJIeIbHBIX (FOMOSI/IFOTHI)IX 501041 KOMHayHI[-FeTepOSI/IFOTHBIX)
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MAaTOrC€HHBIX WJIM BEPOSITHO MATOTEHHBIX BapuaHTOB B reHe LAMAZ npu npoBeneHuu
MOJICKYJISIPHO-TEHETHUECKOTO TECTHPOBaHUSA. MeEToIoM BEIOOpa SIBJISETCS OJWH W3
BapHAHTOB CCKBEHUPOBAHUS HOBOTO TOKOJCHHS (aHTri. next-generation sequencing,
NGS): npsmoe cekBenupoBanue rena LAMAZ, manenb reHOB, MOJTHOK30MHOE WIIU
MOJITHOTEHOMHOE CEKBEHUpOBaHHE. lleneHanpaBieHHOE TECTUPOBAHKWE MPUMEHSICTCS B
TeX Ciy4asx, KOTrjJla Ha OCHOBaHWHM KJIMHHYECKOW KapTUHBI MOKHO OOOCHOBAaHHO
peanoyiokuTh BoBiaeueHue reia LAMAZ. B to ke Bpemsi, ipu 06oJiee mo3gHeM Je0roTe,
ATUMUYHOM TEUYCHMM 3a00JICBaHUS WM HESICHOW KIMHUYECKON KapTuHe Ooree
OOOCHOBaHHBIM  SIBJISICTCSI ~ WCIOJB30BAaHWE  MaHENeH TEeHOB WM  METOJOB
IIMPOKOT€HOMHOTO aHAJIU3a, KOTOPBIE MO3BOJIAIOT JUATHOCTUPOBATH 3a00JIEBAHUE JTAKE
B CiIy4asx, KOrja MEpPO3WHOIATHS W3HAYAJbHO HE paccMaTpuBajach B KadeCTBE
BO3MOXHOrO gauarHoza [95]. B ciywasx, Korja BBICOKOITPOH3BOJUTEIIBHOE
CEKBEHHPOBAHUE BBISBIISACT JIUIIH OJIUH 3HAYMMBIN BapuaHT B rene LAMAZ npu Hanuyun
TUTIAYHOW  KJIMHWUYECKOW KapTHHBI M  XapaKTePHBIX HEHPOBU3yaTH3AIMOHHBIX
MPU3HAKOB, PEKOMEH/IOBAHO MPOBEACHUE aHAIN3a Ha KPYITHbIE JCICIUHA U AYTUTUKAIINH
METOJIOM XPOMOCOMHOTO MHKpOMaTpu4yHoro aHanmm3za wid MLPA (ot anri. -Multiplex
Ligation-dependent Probe  Amplification, MyibTHIUIEKCHAsS  JIMTa303aBHCHMAs
amruindukanys 30H70B). Bapuanuu uuciia xomwi TeHOB (B aHIJ. - COPY number

variation, CNV) B reae LAMAZ2 nerextupytorcs B cpeaneM 20% ciygasx [95, 97].

1.7. Koppeasinusi reHOTUNIA U (peHOTHIIA

Knuanueckas TsyKeCTh ¥ TPOTHO3 MPU MEPO3UH-IE(DUIIUTHON MBITIIEYHON TUCTPOPUU
B 3HAUMTEIHHON CTENICHH 3aBUCAT OT THIIOB Kay3aTHBHBIX BapuaHTOB B reHe LAMAZ,
BO3pacTa Hayaja CHUMIOTOMOB M CTENEHU HAPYIICHHs SKCIPECCHH JaMUHUHA o2.
CymiectByeT oOLIENPUHSATAS CBSA3b MEXKIY TUIIOM MyTalluu U KIMHUYECKUM (DEHOTUIIOM:
HOHCEHC Y BapHUaHTHI CO CIBUTOM PaMKH CUMTHIBAHUS, KaK IIPABUIIO, ACCOLMHUPOBAHBI C
TSKEJIBIMU BPOXKJIEHHBIMH (popMamu 3a00JI€BaHMsI, @ MUCCEHC U CIUIAMCHHT BapHAHTHI
— ¢ 0osee MATKUM T€YEHUEM, XapaKTEepHbIM AJig (OpM, JEOIOTUPYIOIIUX B IETCKOM HIIN

Ooutee mo3aHeM Bo3pacte [49, 95, 120].
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Honcenc wu BapuaHThl CO CABUIOM paMKH CUUTHIBAHUS TMPUBOIAT K
MPEXKIEBPEMEHHOMY TMPEKPAIEHUIO TPAHCISIIMU Oejka U, Kak CJEACTBHUE, MOJHOMY
OTCYTCTBUIO (2 JIaMUHHHA B TKaHSX. OtuM  OOBsCHSETCS HMX HauOOJbIIas
MPEICTABICHHOCTh y TMAlMEHTOB C BPOXACHHOU (opmoil meposuHomnatuud. B psne
KOTOPTHBIX MCCIEIOBAaHUN OBUIM HMACHTU(UIMPOBAHBI YacTO BCTPEUAIOIIUECS
NaTOTCHHBIE BapUaHTHI, Takue Kak ¢.7147C>T (p.R2383*), mpuBosmiuii kK 00pa3oBaHUIO
cron-kojqoHa B C-koHueBoM jpaoMeHe Oenka; ¢.2049 2050delAG (p.R683Sfs*21),
BBI3BIBAIOIIMM CABUI PAMKU CUUTBHIBAaHUS W OOpa3oBaHUME YKOPOUEHHOTO Oejika B
rinooynsipsoM N-tepmuHambHOM JoMeHe L4a; a Takke BapUaHT HYKJICOTHIHON
nocienoBareiabHocT €.3976C>T (p.R1326Ter), 3aTparuBaroniuii IEHTPaIbHBIN TOMEH
U TaKKe TMPUBOIIMIMKA K TOJMHOH morepe QyHkuuu o2 namuamHa [120].

HampoTuB, mnaToreHHble MHUCCEHC-BApUAHThI M BapHaHThl 0e€3 CABUTA pPaMKHU
cunThIBaHMS (B aHIIL. — IN frame) arie BcTpeyaroTes y ManyueHToB ¢ PEHOTUIIOM TOSICHO-
KOHEUHOCTHOW MbIIIeUHOU auctpoduu. Takue MyTaluu OPUBOASIT K YaCTUUYHOMY
JIeUIUTY MEPO3HHA U, KaK CIICACTBUE, O0JIee JISTKUM KIMHUYCCKUM MPOSBICHUIM [25,
57, 97]. Tem He MeHee, 3Ta 3aKOHOMEPHOCTH IIPOCIICKMBAETCS HE Bcernma. B
uccienoBanun Tan u coaBT. (2021) mpu BpoxkaeHHOW dopme 3a00JIEBaHUS MUCCEHC
BapHaHTHI ObUTH 3aperucTpupoBansl B 12.9% ciyuaes [120]. A Geranmayeh F. u coasr.
(2010) coobmianu o0 cembe, YIeHbl KOTOPOU UMETH TOMO3UTOTHBIE MUCCEHC BaPUAHTHI B
reie LAMA2, mpu 5TOM HE BCE OCBOWJIM HaBBIK CaMOCTOSATCILHOW XOabOBI [62].
BuyTtpucemeiinas BapuabenbHOCTh (eHoTtuna otmedueHa u npu I[IKMJ[ P23, uto
yKa3bIBaeT Ha BO3MOKHOE BIIMSIHUE JOTOTHUTEIBHBIX MOAUPUITUPYIOMUX (HAKTOPOB HA
KJIIMHAYECKHUE TPOSIBIICHUS W TEUYCHHE 3a00JIEBaHUSI MTOMUMO CaMOM MyTallMi B T'eHE
LAMA?Z2 [75, 118, 136].

BapuanTsl, 3aTparuBaroiiiyie 30Hy CIUIACHHTA, 9YaCTO MPUBOAAT K MPOMEKYTOUYHOMY
dbenotumny. B koropte Tan u coant. (2021) Takue BapuaHThI ObLIIHM OOHApYXEHBI Y 66.7%
aMOyJIaTOPHBIX U UMb y 17.5% HeamOynaTopHbIX nanueHToB crapiie 18 mecsiies [120].
Hakonen, kpynueie aenenuu u aymmkauud (CNV) Hepeako TPUBOIAT K TSKEIOMY
TeUeHUIO0 3a00JieBaHUs: OHU BcTpedanuch y 50% mamMeHToB, YMEpPIIMX [0

HOJIPOCTKOBOTO BO3pacTa, 1Mo cpaBHEHHIO ¢ 26.4% y BopkuBIIHX [120].
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[ToMuMoO THTIa HYKJICOTHIHOTO BapraHTa, Ha (EHOTUITNIECKUE TIPOSBIICHHMSI, 110 BCEH
BUJIUIMOCTH, BJIMSIET M paclojoxkeHue Bapuanta B TeHe LAMAZ2. H3meneHus,
3arparuBatomue LG moMeHbl, Kak IpaBMIIO, BBEI3BIBAIOT TSHKENIOE TeUCHUE 3a00IeBaHus,
MIOCKOJIbKY 3aTParvuBarOT KPUTUYCCKU BAKHBIC CAWTHI CBSA3BIBAHUS 02 JIaMUHUHA C .-
JTUCTPOTIIMKAHOM M MHTerpuHaMu [27]. Taxke kay3aTHBHBIC BAPUAHTHI B 3TUX JTOMEHAX
MOTYT OBITh CBSI3aHBI C TOPOKAMU PA3BUTHS TOJIOBHOTO MO3Ta, ATMJICTICHEH M CHUKCHUEM
unteiekra [27, 42]. B LN nomene gaiie Bctpeuatores in-frame u MucceHc Myrtaiuu.
Bapuantel B LN nomene accouuupyrorcst ¢ 00jee MATKMM T€YEHUEM 3a00JI€BaHUS, a

TaK)K€ MOTYT OBITh CBSI3aHBI C MPOSIBJICHUSIMH HEBPOIIATUH Y HalueHToB [68, 114].

1.8. JunddepeHunajbHblii TMATHO3

Bpoxnennas MepO3UH-IehUIIUTHAS MBbIIIICYHAs nuctpodus TpeOyeT
mupdepeHuranny ¢ psaoM 3a00J1€BaHUM, MPOSBISIOMIMXCS MBIIIEYHON CIIa0OCThIO U
TMIIOTOHUEHN C MEPBBIX MECSLEB KU3HU. K HUM OTHOCATCS BPOXIACHHBIE CTPYKTYPHBIE
Muonatuu (00N€3Hb LEHTPAIBHOTO CTEpPXHS, HEMaJWHOBas W LEHTPOHYKJEapHas
MUOIIATUH U JIp.) U MbIII€YHbIE AUCTpOouM (MUONaTus YIibpuxa, AMCTPOIIIMKAHOIATHH,
CUHAPOM PHUTHIHOIO TO3BOHOYHHUKA), BPOXKICHHBIE MHACTEHUYECKUE CHUHJIPOMBI,
CIIMHAJbHASL MBIIICYHAsE aTpodus, BpOKICHHAs (opMa MHOTOHUYECKOH nuctpoduu [5,
36, 95]. OtnuunTenbubiMU pu3HakaMu BMJI 1 A sBASIOTCS] 3HAYMTEIBHO MMOBBIIIICHHBIC
ypOBHH akTUBHOCTH KpeaTuHpochoknnaszsl (KDOK), npespiiaronire HOpMy B HECKOJIBKO
pa3, W XxapakTepHble wu3MeHeHHss Ha MPT rojoBHOrO Mo3ra, TakKHe Kak
TMIIEPUHTEHCUBHBIM CUTHAJ OT Oelloro BelecTBa B pexuMe T2 U CTPYKTypHBIE
aHOMAJIUU.

[Ipu pucCTporIMKaHOMATHUAX MOXET HAOJI0AaThCsA YaCTUYHBIN NeQULUUT MEpO3uHa,
BBISIBJIIEMbIM MpU OMOICUU MBIIIEYHOW TKaHU. Vcmosib30BaHME aHTUTEN K JIMHHOMY
(dbparmMeHTy 02 Lenu JaMUHUHA TTO3BOJISIET OTJIMYUTD IEPBUYHBIN 1€ PUIIUT MEPO3UHA OT
BTOpUYHOTO. CTpyKTypHbIE M3MEHEHHsSI TOJIOBHOIO MO3ra, XapakTepHbIE IS
BPOXKJICHHBIX MBIIIEYHBIX JUCTPOPUN C nePeKTaMH TIITMKO3UIUPOBAHUS (MBIIIEYHO-

TJIa3HO-MO3TOBOM cHHIIpOM, 0oJie3Hb DyKysambl, CHHAPOM Yokepa-BapOypra), oObraHO
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0oJiee BBIpaXKEHbI U CONPOBOXKIAIOTCS BBIPAXKEHHOM 3aJ1EP’KKOM ICUXUYECKOTIO pa3BUTHS
u smwinencuerd [17]. Codetanue 3aiepKku pa3BUTUS W u3MeHeHuit Ha MPT moxer
norpeboBats nuddepenmmanmn BMJ[ 1A ¢ neiikoguctpopusmu. s BMJ 1A
XapaKTEepPHO MEIJICHHO MPOTrPECCUPYIOIIEE TEUEHUE C BO3MOYKHOM cTabuin3anuen nocie
IIEPBOr0 TroJa HW3HU M BBICOKMM YpoBeHb akTuBHOCTH K®K, B oTiamume ot
AedkoaucTpouil, IS KOTOPBIX THIMYHO OBICTpOE mporpeccupoBanue [7].

HuddepenunanbHas TUarHOCTUKA MO3IHUX (OpPM MEpo3UMHONAaTUU OoJiee CIIOXKHA.
Nelson u coaBt. (2015) onucanu 4eThIpEX MAIMEHTOB, Y KOTOPHIX M3HAYAJIBHO OBLIU
IMarHOCTUPOBaHbI MUomnatus bernema u muomuctpodus Dmepu-Lpeiidyca [92]. YV
YacTU MalMEHTOB HAOJIIOAAINCh KOXHBbIE M3MEHEHHUS, KOHTPAKTYpbI, AWJIATAllMOHHAs
KapJAUOMHUOIIATUS U apUTMHUM. TakKe OTMEUAINCh SMIIENCUs U M3MeHeHuss Ha MPT
IOJIOBHOIO Mo3ra. ['eHeTHYecKud aHalu3 BbIABUI T'OMO3UIOTHBIE M KOMIIAyHJ-
reTepo3uroTHsie MyTauu B TeHe LAMAZ, 4To mocmyKuiao OCHOBaHHEM I IEpecMOTpa
nuartosa. Kpome toro, msarkue ¢opmsl IIKM/] P23 MoryT HanmoMuHaTh HEBPOIATHH,
IIPU  KOTOPBIX OCHOBHBIM KJIMHHUYECKUM IPOSBICHUEM SBIACTCS  IIOpPaXXEHUE
nepupepuueckux HEpPBOB, a YMEPEHHas MPOKCHMalibHAs MbIlIeyHas Ci1aboCcTh

BBISIBJIICTCSI JIMIIIb TIPU HEBPOJIOTHYECKOM ocMoTpe [47].

1.9. Takruka BCACHHUA MMAIIUCHTOB

BaxHOCTh MPOAKTHBHOrO MOAXOJAa K BEACHUIO TMAIMEHTOB C HACJIEACTBEHHBIMHU
3a00JIcBaHUsMHU Oblila O4YeBHIHA MaBHO [2]. PaHee BBIABICHME AMArHO3a M MPaBUIbHAS
TaKTHKa BEJACHUS MAIIMEHTOB C MEPO3UH-IS(PUIIMTHON MBIIIEYHOU AUCTpoduel KpaiHe
BaKHA JIJIS YIYYIICHUS KaueCTBa )KM3HU M MPOQPHIAKTUKH JICTATbHBIX OCIIOXKHEHHH [73,
80, 117]. Croxgnas uHpOpMAIHSI O MOIXO0AaX K BEICHHUIO MAIMEHTOB IPEACTABICHA B
tabmnure 1.

B 2010 roxy 6611 onyOIMKOBaH MEXTYHAPOIHBIN KOHCEHCYC 10 BEJICHUIO MAIlUEHTOB
C BPOXKIEHHBIMU MBIIIIEYHBIMUA AUCTPODHUIMHE, B KOTOPOM PETIaMEHTUPOBAHBI OCHOBHBIE
MOAXOJbl K MYJbTUAUCHUIUIMHAPHOMY HAOIONCHUIO W JICYCHHUIO JAaHHOM TPYIIIbI

O0onbHBIX. COTJIaCHO PEKOMEHJAIMSIM, JIETH C BPOXKIEHHOW MBIIMICYHOW AUCTpodueit
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JOJKHBI HaXOJUThCS MO/ HAOIIOJACHUEM CHELMATU3UPOBAHHON KOMaHbl, B KOTOPYIO
BXOJAT NI€AMATP, HEBPOJIOT, OPTONEN, IYJIbMOHOJOL, JHUETOJIOr, KapAHuOJIOr U
crenuanucT no ¢usznyeckoit Tepanuu (tabmuna 1). [lanneHTsl B Bo3pacTe 10 OJHOTO
rojia, a TaKXKe JIETU CTAPIIETO BO3pPACTa C TSKENBIM TEUEHUEM 3a00JeBaHUs (BKIIOYas
pedpaKkTepHbIe CYIOPOXHBIE TPUCTYIBI, BBIPAKEHHYIO THUIOTOHHIO M TSKENbIE
HYTPUTHBHBIE PACCTPOICTBA), HYXJAIOTCA B OcMOTpax Kaxible 3—4 wmecsua. [lpu
CTaOWUJIBHOM COCTOSIHUM JIETSM CTaplle OJHOr0 TIoja PEKOMEHJOBAaHO IJIAHOBOE
HabOmoieHNe ¢ uHTepBaioM 4—6 MecsieB. O0cieq0BaHNE BKIIOYAET OLICHKY MUTaHMUS,
BBISIBJIEHHE TracTpold3odareagbHoro pedirokca, NpoBeAcHHE (PYHKIIMOHAIbHBIX
JbIXaTENIbHBIX TECTOB, HOYHOH MyJIbCOKCUMETPHUH WIIM OJMCOMHOTpaduu (y MalurueHTOB
C TIOBTOPSIOLIUMHUCS PECTIMPATOPHBIMUA HH(EKIUAMH), a TAKXKE KapIUOJOTUIECKYIO U

OpTONEANYECKYIO oleHKy [127].
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Tabnuma 1 — CpaBHUTENbHAS TAaKTHKA 00CIEAOBAHUS MAIUEHTOB C MEPO3UH-ACPHUIIMTHON MBIIIIEUHOMN TUCTpodueit

Crnenyajauct

eab HabaI00€HMS

O0caenoBanus

YacroTa

HcToununk

Hegpouor

Or1ieHKa IPOrPecCUpPOBaHUsl, JICUCHUE
SMHUICTICHT

OMT, 90", MPT ronoBHoro mosra,
HEBPOJIOTHYECKUH OCMOTP

1-2 pasa B rox u ipu
MOJIO3PCHUSAX HA SITHIICTICHIO

Oliveiraetal., 2020

OHGHKa MOTOPHOI'O pa3BUTHA

[ITxansl MOTOPHOTO pa3BUTHS,
KJIMHUYECKHI OCMOTp

PerynsapHo, HauWHAasK C pAaHHETO
BO3pacTa

Tanetal., 2021

OLeHKa ECTECTBEHHOTO TEUECHUS
3a00JIeBaHUS

Hesponoruueckuii craryc,
muometpust, MFM-20/32, CHOP
INTEND, HFMS, HINE, PBS,
6MWT, 10MWT, TecTsI Ha BpeMms,
PedsQL u apyrue onpocauku, MPT
MBIIII]

4 Bu3wta 3a 1,5 roma B paMKkax
MPOTOKOJIA

Bouman et al., 2021

Ol1leHKa €CTECTBEHHOIO TEYCHUS
3a00JIEBaHUS

Muowmetpust, MFM-32, PedsQL

1 pa3 B ro B paMKax IMpOTOKOJIa

Jainetal., 2019

Dnwunernrosnor /

Koutpons snunencun

90T, MPT ronoBHOro mo3ra

1 pa3 B rox wiu vaie npu

Salvati et al., 2021

Helpoduznonor MPUCTyNax
OreHKa ¥ KOHTPOJIb SIIIEIICHH 90T, HaOmroaeHue ITo moxasanusm Tan et al., 2021
[cuxomor / IcuxoamormoHanbpHAs TONICPKKA, Bbecenpl, mikansr genpeccun u [To HeoOxomuMOCTH Wang et al., 2010
TICUXHATP aJanTamus TPEBOYXKHOCTH
BrisiBieHre HapylieHui pa3BUTHS Heiiporncuxonormueckoe He menee 2 pa3 B roa B iepeeie | Oliveira et al., 2020
TECTHPOBAHHE 5 et
Kapnuonor BrisiBnenue kapIuoMHONATUH, OKT', 9x0KT, cyrounoe Kaxneie 1-2 rona, yame npu Zambon et al., 2020

HapyIIEHUN pUTMaA

MouuTopupoBanue IKI'

HapYIIEHUsIX

Bouman et al., 2022

BelsiBiIeHHE apUTMUiA,
KapAHMOMHUOTIATUI

OKT', 9x0oKI"

C msoxenoit /IH He pexxe omHOTO
pasa B roz

[Ipu Taxukapauu, NOBBIIEHHON
YTOMJISIEMOCTH WJIH ITOTEpE
CO3HaHUsI HESICHOTO I'eHe3a -
BHEIJIAHOBO

[Ipu oTCyTCTBHH CHMITOMOB
3a0o0JIeBaHus cepala: B
Bo3pacrte 5 1net, 10 net, a 3atem
Kaxzple 2 roaa

Oliveira et al., 2020

Brrssnenne KapauoOMHOIIaTUun

OKT', OxoKI'

1 paz3 Brox

Bouman et al., 2021
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ITponomkenne Tabmumpl 1

XUPYPruicCKoOC JICYCHUC

IIO3BOHOYHHMKA

IactposnTeponor/ | Koppekuus nuranus, pH-metpust, ®II'JIC, nyTpuTHBHas 2 pa3a B TOA IIpU HApYIICHUAX Philpot et al., 1999
JIETOJIOT NpEeJI0TBpAIICHUE ACTIHPAIUU OIICHKA
KoHTposb pocTa 1 Macchl Teja UMT, nHeBHUKYU IHUTaHUS, Kaxapie 6 mecsiies Wang et al., 2010
HYTPUTHBHAS OI[CHKA
Ouenka nutanus, pucka acnupanuu, | @II'JIC, HyTpuTHBHAs OLICHKA [To noxazanusam Zambon et al., 2020
BBISIBIICHHE JIeUIMTA Macca Tela,
Brissiienne I'OPB, 3amopos, pucka Vposens BuTamuHa JI 1 KaIbIHs B He menee 2 pa3 B rox B nepssie | Oliveira et al., 2020
acmMpanuy, moa00p ONTHUMAIBHOTO | CBIBOPOTKE KPOBH, 5 ner
TOJIOKEHUS TS IPUHATHS TTHIIH, PEHTT€HOJIOTHYECKHE METOJIBI OLIEHKH
OIIEHKa HYTPUTUBHOTO CTATYyCa, nmucharuu
310pOBbsI KOCTEN
Jloronen / Juarnoctrka aucgariu, oneHka OOTJIC, oneHka opodanuaibHOH 1-2 pasa B roj win 1o Philpot et al., 1999
CTHEIUATUCT IO JKEBAHUS U TJIOTAHUS MYCKYJIaTypbl MOKa3aHUAM
TIIOTaHHFO
Du3noTEePAINeBT, [Toxgnep:xkaHue MOJBUKHOCTH, OyuKInoHaNbHBIE TeCTh, JIOK 2-3 pa3za B roj Wang et al., 2010
3ProTepancBT npodHIaKTHKA KOHTPAKTYP
KonTponbs 00bema qBuxeHn U MFM-32, 06beM ABIKEHUI, PerymsipHo, o Zambon et al., 2020
CHIIBL, PU3HOTEPAIIEBTUIECKOE JUHAMHUKA KOHTPAKTYP HHIWBUAYAIBLHOMY TUIAHY
COIIPOBOXK/ICHHUE
[onnepxanne GyHKIMOHANBHOCTH U | OLIEHKA CHIIBI, TTOIBUKHOCTH 1 pa3 Brog Oliveira et al., 2020
MOOHIILHOCTH, PO(UIAKTHKA U CYCTaBOB, MOOMJIBHOCTH, HABBIKOB
JieueHHe KOHTPAKTYp M CKOJINO03a, CaMOTIOMOIIH
MEPOTPHSTHUS MO YITYUIICHHIO
JIBIXaTEIbHOU (QYHKITHH,
MO3HIIMOHUPOBAHUE
Opromnen OrieHKa KOHTPAKTYp I'onuomMerpust 1 pa3 B roa Jainetal., 2019
OneHka ckonmo3a, KOHTPaKTyp, I'onnomerpus, peHTreHorpadus PerymnsapHo Zambon et al., 2020

OreHka CKon03a, KOHTPAKTypP

I'onnomerpus
Pentrenorpadusi mo3BOHOYHHUKA

4 paza3a 1,5 roma
1 pa3 B 1107

Bouman et al., 2021

OI_ICHKa MOOUIBLHOCTHU CyCTaBOB,
COCTOSHHSA ITO3BOHOYHHKA

He ykaszano

Munnmym 1 pa3 B rox
Yarmie B meproabl OBICTPOTO
pocTa, motepu QyHKIMU HITH
HapYIICHUs IbIXaHUS

Oliveira et al., 2020
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ITponomkenne Tabmumpl 1

[TyasMoHOIOT PanHee BbISBICHUE IbIXATEIbHOM CriupomeTpus, HOUHas He pexe 1 pasa B 6 MecsitieB Wang et al., 2010
HEJIOCTATOYHOCTH MYJIbCOKCUMETPUS WY varie npy nosisieHnn JIH.
OrieHka (DyHKIIAU TBIXaHUS Crupomerpus (OXKEJI B monoskenun | 1 pas B roxa Jainetal., 2019
cus U néxa)
OrneHka (GyHKIMH JBIXaHHUS U PUCKA Munumym 1 pa3 B ron Oliveira et al., 2020
acIupanuu
MoHuTOpHHT (DYHKIIUU TBIXaHUS, Crupomerpust, MIP/MEP, SNIP, 4 pa3a 3a 1,5 roma B paMkax Bouman et al., 2021
BBISBJICHUE radyparMaibHOR [1CB, Y31 nuadparmsl MPOTOKOJIA
JUCHYHKITIH
Ol1eHKa IbIXaTeNbHON CHCTEMEI, ®XXEJI, IICB, SNIP, MIP, MEP, 1-2 paza B roj Wiy 4alie mpu Khan et al., 2023
BBISIBIICHHE HOYHON TUTTOKCEeMHH/ SpO2, monmmucomuOTpadus CHUMIITOMax
anHod, Ha3zHaueHne HMBJI
OHIIOKPUHOJIOT O1eHKa KOCTHOH INIOTHOCTH JencuromeTpus 1 paz Brox Bouman et al., 2021
Ipumeyanue: 6MWT - 6-Minute Walking test, Tect mectumunyTHoit xonb0e1, I0MWT - 10-Meter Walking test, rect xonp0s1 Ha 10 meTtpoB, JIH —
npIxarenpHas HepoctarouHoctb, MPT — wmarnutHo-pe3onancHas Ttepanusi, HWBJI — HewnBasuBHas BenTwisanus Jjerkux, DOIOUC —
¢ubporacrponyonenockonusi, DOKEJI- dynknuonanpHas >ku3HeHHas EMKocTh JNE€rkux, I[ICB — mnukoBas CKOpOCTh BBIAOXA, OKI' —

anekTpokapauorpadus, IMI" — anekrpomuorpadus, IxoKI™ — sxokapauorpadus, D3I — anekrposnnedanorpainus, CHOP INTEND — The Children’s
Hospital of Philadelphia Infant Test of Neuromuscular Disorders, Tect nerckoit 6onpuuIbl Ounagenshuu s OLEHKU JBUTATEIbHBIX ()YHKIUH MIpH
HEHpOMBIIIIeHbIX 3a00neBanuax y muaaenies, HFMS - Hammersmith Functional Motor Scale, ¢pyHkunonanpHasi ABUTaTeNbHAS IIKana XaMMEPMHUT,
HINE — Hammersmith Infant Neurological Examinations, HeBpoJioriuueckas Imikajia oleHka miuaaeHies Xammepemut, MIP - Maximum Inspiratory
Pressure, MmakcumansHoe aaBiacHue Ha Braoxe, MEP — Maximum Expiratory Pressure, makcumanbHOe aaBicHue Ha Beigoxe, MFM-20/32 — Motor
Function Measure, mikana oueHku aBurarensHoit Gynkiun, PBS — Pediatric Balance Scale, nenuatpuueckas mkana Oamanca, SNIP — Sniff Nasal
Inspiratory Pressure, HocoBoe naBnenue npu Biaoxe, PedsQL- Pediatric Quality of Life Inventory, nenuarpudeckas 1kana OlEHKH Ka4eCTBa KU3HU
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BonsmmHCTBO manueHToB ¢ BpOXACHHOW (GopMoi 3a00neBaHUS HE JOCTUTAIOT
HaBbIKA CaMOCTOSITEIbHOM XOJIbObl M HMEIOT CKIOHHOCTb K IIPOIpEeCcCUpYyIOLIEi
MBIILIEYHON aTpOPUH, YTO IPUBOIUT K AePUIIUTY MacChl Tena. B cBs3u ¢ 3TUM, 0CMOTp
racTPOdHTEPOJIOTa U JUETOJOra PEKOMEHIOBAH HE peke ABYX pa3 B roxa. Llensto
HYTPUTUBHOMU MOJIEP>KKH SBIISETCS HE JOCTHKEHNE HOPMATUBHBIX [TOKa3aTeIe Macchl
Tena, a 0becreyeHrne MoJI0KUTENbHON TMHAMUKA B puOaBKe Beca B TeUeHHE roja. B
KauyeCcTBE MEP HYTPUTUBHON KOPPEKIIMH MOTYT IPUMEHSTHCS TUIIEPKATIOPUITHBIE CMECH.
[lpu nHamuuuum pucdaruum, ractpodzodareaibHOTO peQuIIoKca W aCIUPAIMOHHBIX
HEBMOHMM MOJKET MOTpeOOBaThCsl NEPEXOJl HAa DHHTEPAIbHOE IHUTAHUE 4YeEpe3
Ha30TracTpalIbHBINA 30H WK TacTpocToMy [95].

@yHKIMS BHEUTHETO JBIXaHUS TOJKHA OLIEHUBATHCS ITYJIbMOHOJIOTOM KaK MUHUMYM
OJIMH pa3 B roia. Y xaereu crapiie 4—6 JeT MpoBOAUTCA CIUPOMETPUS U U3MEPEHHUE
a¢dexTuBHOCTH Kauuis. B nenom, npu Jr0ObIX HEPBHO-MBILIEYHBIX 3a00JIEBAHUIX
CUMTAETCS, YTO CHIKEHHE (DOPCUPOBAHHOM KU3HEHHOM EmKkocTu n€rkux (DXKEJI)
MeHee 60% OT TOJKHOTO 3HAYEHUS! KOPPEIUPYET C HApYIICHUAMHU JbIXaHUs BO CHE, a
®IKEJT menee 40% accouuupyercs ¢ BBICOKMM PUCKOM HOYHOH THIoBeHTHIsIIAA [1].
B Ttakux cioyyasx HEOOXOAMMO IPOBEIEHHWE HOYHOTO MOHMTOPHUHIA caTypaluu U
YPOBHS YTJIEKUCIIOTO Ta3a (KamHorpadusi), a Npy HATMYUU MaTOJIOTMYECKUX U3MEHEHUHN
— Ha3HAuYe€HHWE HEWMHBa3MBHOW BeHTWwasAuuu J€rkux [115]. YV mammeHTtoB ¢
BBIPQXEHHBIMU AeQOpMaIMsIMU TTO3BOHOYHUKA U MOBTOPSIOIMIMMUCS HHDEKIUSIMU
JBIXaTEIbHBIX MyTeH MOXET ObITh MOKa3aHa KOMIbIOTEpHas Tomorpadus TIpyaHOU
KJIETKU JUISI OLEHKM HaJM4Msl XPOHUYECKUX AaTeNIeKTa30B U KOMIIPECCHUH OpPOHXOB
TeJIaMH TIO3BOHKOB.

@duznoTepanusi HampaBlieHa Ha MPEJOTBPAILIECHUE KOHTPAKTYp, CHUXKEHUE
TMIIOTOHUH, OJ/IEpKAHUE MOJIBUKHOCTU U MPOPUIAKTUKY JAbIXaTEIbHBIX HAPYILICHUH.
PekomennyeTcsi exeaHEBHAs BEPTUKAIM3AIMSA C HCIOJb30BAaHUEM OPTONEIUYECKHUX
armaparoB, peryJIipHbIC YIPAXKHCHUS Ha PACTSHKKY U 3aHATHS MiaBanueM [127].

Oproneanyeckuil OCMOTP U peHTreHorpadus Mo3BOHOYHUKA OJIKHBI IPOBOAUTHCS
€XEroJHO, C YBEITMYEHUEM YaCTOThl 00CIEJOBAaHUIN B MEPUOAbl YCKOPEHHOT'O POCTa U

Opyd TMpu3HaKax mporpeccupoBanus ckonmo3a [135]. Jns mpemoTBparieHus
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MPOTPECCUPYIONTUX CYCTaBHBIX AehopMaIiii TPUMEHSIOTCS OPTE3bl U TYTOPHI, a IS
MOJJEPKAHUS OCAHKH — KOPPEKTUPYIOIINE KOPCETHI.

Kapanomnoruaeckoe o0ciaenoBanme MpOBOAUTCS MIPH OTCYTCTBUHM Kajlod B BO3pacTe
5 u 10 ner, a majee — KaxkAble JBa ToJla M BKIIOYACT 3JIEKTpoKapaAuorpaduio u
sxokapauorpaduto. [Ipu HaIWMYMKM TOKEIONH JbIXaTEIBHOM HEJOCTATOYHOCTH U
WCITOJIb30BAHUHU aIIIapaTOB BEHTWIANMH JIETKUX dXOKapauorpadus MpoBOIUTCS
exerosiHo. [Ipu cyOBeKTUBHBIX kKajno0ax (Hampumep, TaXUKaAPAUU WM TOBBIIICHHON
YTOMJISIEMOCTH) ITOKa3aHO IMPOBEJCHHWE CyToyHOro MoHuTOpHpoBaHus ODKI [95].
Jpyrumu uccieioBaTeIs MM MPeJiaraeTcsl CTPATErus paHHETO BBISBICHUS CEPACYHBIX
HapyIlIeHUH, OCHOBAaHHOM Ha CKPUHHMHT€ OECCHUMITOMHBIX MAIlMEHTOB KaXK/IbIe JIBa rojia
C HCIOJIb30BAHUEM KOMIIJICKCHOM KapIAUOJAUArHOCTUKH, BKJIIOYAIOIICH

aneKTpoKapanorpaduro, cyrounoe mouutopupoBanue IKI™ u sxokapauorpaduto [37].

1.10. Crparteruu Tepanuu

B HacTosmmuii MOMEHT NATOTC€HETHYECKOrO JICYEHUS MEPO3UH-ACHUIIMTHOM
MBIIIIEYHON JAUCTpOoduH, J0KazaBiIiero cBO 3G(PEKTUBHOCTh, HE pa3paboTaHO, HO
aKTUBHO BEIYTCS MCCJICIOBAaHUS 0 HECKOJIBKUM Harpasienusm [25, 53, 93, 106, 135].

CoBpeMeHHbIE CTpaTeruu Teparud MEPO3MHONATUH NPEICTABIIEHBI B TaOIUIE 2.

Tabnuua 2 — DKcrepuMeHTaIbHbIe METOIbI TEPANUHA MEPO3UH-AEPUIIUTHON MBILLIEYHON
muctpoduun (Nguyen u coaBT. ¢ m3MeHeHusiMH ) [93]

Henn Crparerns | Meton/ | IlpemmymecrBa Orpannyenus Mopeas /
npenapar cTaaus
bazanvras 3ameHa Jlamunun- | BoccTaHoBieHHe NmMMyHHO- dyW/dyw
Membpana JTaMUHHUHA- 02, CTPYKTYPBI TeHHOCTh, OOJBIION | (MBIIIN),
02 JIAMUHHUH- | Oa3ajibHOU pa3mep Oelika, JIOKJIMHUYECKa
111, MuHR- | MeMOpaHBI MOJKET sI CTaus
arpuHbI, noTpedoBaThCs
HMHTETPUHBI UCTIOJIb30BaHKe
BTOPOTO BHJIA
Tepanuu
T'enemuyeckas | Ilpomyck IIpomryck 4 | MoXeT 9aCTUIHO 3aBUCHT OT dy2J (mbiin),
KOppexyus 9K30HOB 9K30HA BOCCTAHOBHUTb JIOCTaBKH H JOKITMHIYECKA
MPOAYKIHIO Oenka | criequpuIHOCTH s cTaus
9K30HA
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ITponomxenne Tabmuiie 2

I'enemuueckasn | Penaktu- CRISPR- Teopernuec-kas Pucku dyw/dyw
KoppeKyus poBaHHe Cas9 BO3MOKHOCTb BHELICJICBOTO (MBIIIN),
reHomMa yCTpaHEeHUs pEIaKTUPOBAHMUS, JOKIMHIYECKA
MyTaluu 3¢ PEeKTUBHOCTH s CTaANA
JIOCTaBKH
Anonmo3s Warn6utoper | Omurammn | 3aMemiseT He ycrpanser dy2J, dyw
aromnTo3a IPOTPecCUpo- T€HETHYECKYIO (MbIH),
BaHHE NPUYUHY KIMHHYECKas
(haza 1.
Hccnenoanne
HPUOCTAHOBJIE
HO
Dubpos Antnduobpo- | Jlozapran, | YMmeHsmmaer He oxasriBaer dyW (mbimm),
THYECKHE Monymsausa | Gudpos u IPSIMOTO JOKIMHIYECKA
Ipenaparsl TGF-p ylydniaer BO3/IEMICTBHA Ha s CTaAuA
pereHeparmio JTAMUHHAH
Memabonusm | Perynsmus Metdopmu | Yiyumenue Hewnzyuennsiit dyW (mbimm),
MmeTabo- H MBIIICYHON MEXaHU3M JOKITMHHYECKA
au3Ma byHKIMN JCUCTBUSI. s CTaus
Paznuume adpdexra
B 3aBHCHMOCTH OT
nona
3akiroueHue
Mepo3un-nepumuTHas MBIIIEYHAS nucTpodust ABJISIETCS HauOoJee
pacnpocTpaHéHHOM  (opMO  cpeld  BPOXKAEHHBIX  MBIIIECYHBIX  JUCTPODHIA.
3aboneBaHnMe  OTIMYACTCS  BBIPAXKEHHOM  TE€HETHYECKOM WM KIMHUYECKOU
reTEePOreHHOCTbIO: B OOJIBIIMHCTBE CIy4aeB OHO  MPOSIBISIETCS  TSOKENBIM

HeaMOyJIaTOPHBIM (PEHOTUIIOM C TOJHBIM OTCYTCTBUEM JKCIPECCHUHU JIAMUHUHA 02 B
TKaHAX opraHuzMa. Bmecte ¢ Tem, omucaH u Oosnee MATKUN (PEHOTHN C MO3IHUM
NeOI0TOM, TIPU KOTOPBIX HAOIONAETCs YaCTUYHOE CHMKEHHE COACpKaHUs JIAMUHUHA
02, - TOsICHO-KOHeUYHOCTHas ¢opma 3aboneBanus. [lomoOHast BapuabenTbHOCTH
KIMHUYECKUX TPOSBICHUIN 3HAYUTETHLHO 3aTPYyIHSET CBOCBPEMEHHYIO JAHATHOCTHKY,
OCOOCHHO TPH HETSHKETOM TEYCHWH MEpPO3WHOINATHH, U BEAECT K HECBOCBPEMEHHOMY
OKa3aHUIO0 MOMOUIM OOJIbHBIM. YTIIyOJI€HHOE MOHUMAaHHE CIEKTpa KIMHHUYECKUX U
MOJIEKYJIIPHBIX ~ OCOOCHHOCTEH MEpO3UH-ACPUIIMTHON MBIIIEYHOW  AUCTpodun
npuobpeTaeT 0co0yr 3HAUMMOCTh B CBETE€ aKTHBHOW Pa3pabOTKH TepamneBTHUECKHUX

IIoAXO040B K JICHCHHUIO I[aHHOfI IIaTOJIOTHH.
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I'/TABA 2. MATEPUAJIBI U METObI UCCJIEJOBAHUSA

2.1. MeT0o10/10THSI M CPOKH MCCJIeT0OBAHUS

B ocHOBY nuccepTallMOHHOW pabOThl JIer KOMIUIEKCHBINM aHalu3 KIMHHUKO-
TEHETUYECKUX JAHHBIX TMAalMEHTOB C TMOATBEPKACHHBIM JUArHO30M MEPO3UH-
NeUITUTHON MBIIIICYHOU TUCTPODUH.

HccnenoBanue OCylIECTBISUIOCh B OTAENE TCUXOHEBPOJIOTMU W AIUJIENTOIOTUN
Hay4Ho-uccnenoBaTenbCKOro KIMHUYECKOTO WHCTUTYTa TNE€AUATPUU U JIETCKOM
xupyprun nmenu akajgemuka FO.E. Benprumesa ®I'AOY BO PHUMY um. H. U.
[TuporoBa MunznpaBa Poccum (mupexkrop mnpodeccop, a.M.H. Moposzos [[.A.,
3aBeayromas otaenaom npodeccop, 1.M.H. benoycosa E. /1., 3aBeayroniue oTAeICHUIMU
k.M.H. AptembeBa C.b., k.m.H. [lepmunoB B.C.) B nepuon ¢ 2016 mo 2024 roxel. B
NEepUOJ MCCIECNOBaHUSl TAIUEHTHl TakKXe HAOMIOAINCh B JAPYIHMX MEIUIIUHCKHUX
yupexaenusx Poccuiickon @enepanui.

Cpok o0ciieioBaHusl U aMOYJIATOPHOTO JICUCHUS ONPEACIISIICS UHAUBUIYATBHO JJIS
Ka)XJIOro nmareHTa. Bee marueHTbl HaXOIWIIMCh 10 HAOJII0JIEHUEM HCCIIeI0oBaTeNs B
TEYEHUE BCEr0 CpOKa TPOBENEeHUS pPAOOTBI C OCYIIECTBICHHEM IOBTOPHOTO
JMHaMU4ecKkoro oocnenoBanus. C y4eTOM PETPOCTIEKTUBHBIX JaHHBIX MaKCUMaIbHbIN
nepro ] HabJIFOACHUS 3a TIAIIMEHTOM COCTaBmII 14 ner.

B pabote mnpoBoawics peTPOCTIEKTUBHBIN aHAIW3 C CepUel MPOCHEKTHBHBIX
HAOJIIOJICHUM KIMHUYECKOW KapTHHBI, JAHHBIX JA0OPAaTOPHBIX U MHCTPYMEHTAIbHBIX
VCCIIEIOBAHUM NMAUMEHTOB. PETPOCIEKTUBHBIN aHAIN3 OCYLIECTBIISJICA 10 UCTOPUSIM
00JIe3HW W JAHHBIM TEHETUYECKOTO TECTUpPOBaHMS. TakKe YUYUTHIBAIUCH JTaHHBIC
KaTaMHe3a.

BonpmuHCTBY ManueHToB ObUIO MPOBEACHO KOMILIEKCHOe oOcienoBanre B HUKU
NeauaTpul W JETCKOM xupyprum uMmeHu akaaemuka [O.E. BenpTumesa, 4vacTh
MaryeHToB (B T.4. JOCTUTIIAX COBEPIICHHOJETHS) OblJJa OCMOTpEHa B paMKax
aMOyJaTOPHOTO TIpHieMa, TAKXKe TPOBOAWIICS aHAIN3 MEIUIMHCKOW TOKYMEHTAaIlUu

(aMOyJaTOpHBIX KapT, BBIMMCOK W3 CTAIlMOHAPOB, KOHCYJIbTATUBHBIX 3aKIHOUYECHUM
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CrIcoualaInuCTOB, AAaHHBIX Ha60paTOpHBIX, HHCTPYMCHTAQJIbHBIX MW TCHCTUYCCKUX

HCCJI@,Z[OB&HPIﬁ) A0 U I10CJIC OYHBIX OCMOTPOB.

2.2. O0masi XapakTepucTUKA NAIHEHTOB

B uccrnenoBanue BkitoueHb! 114 manueHToB ¢ MEpO3UH-ACPUIIUTHON MBIIICYHON
nuctpodueit uz 99 cemeii. Yucio cubcoB B 00111eii BeIOOpKe cocTaBuio 27/114 (23,7%)
yenoBek, 87/114 (76,3%) OonbHBIX OBUIM W3 pa3HBIX ceMmeil. Bce manueHTs ObUH
paseiieHbl Ha 2 TPYIIbI B 3aBUCUMOCTH OT (opmbl 3aboneBanus: 100/114 (87,7%)
4eJioBeK umenu BpoxaeHHyo dopmy (BMJ 1A), 14/114 (12,3%) yenoBek crpamanu
nosicHo-koHeuHoctHo ¢opmoit  (ITKMJI P23). Taxxke rpynna BMJ[ 1A Obuia
paszienieHa Mo HaJIMYMIO amMOyJaTopHOro cratyca B aHamuese: 8/100 (8%) denmoBek
KOTrJa-J11M00 UMENH CIOCOOHOCTh XOJUTh CaMOoCTOSITeNbHO, Y 92/100 (92%) nanueHToB
OTCYTCTBOBAJIa CAMOCTOSITEIbHAS X0/1b0a Ha MPOTS>KEHUH BCETO MEPHO1a HAOIIOICHUSI.
Pacnipenenenue no oy B 00111€# BEIOOpPKE OBLIIO TTpakTUyecku paBHoe: 56/114(49,1%)
NalMEHTOB >XeHckoro mnoisa, 58/114 (50,9%) nmauueHtoB Mykckoro mona. B rpymme
BMJI 1A cooTHOIIEHHE JUI] )KEHCKOTO M MY>KCKOTO MOJIa TaKkKe ObLIO COMOCTaBUMO:
52/100 (52%) u 48/100 (48%) coorBercTtBeHHO. B rpymnme IIKMJ[ P23 npeobmananu
HaIMeHTHI My»cKoro noja - 10/14 (71,4%).

Habmronenue 3a 111 manueHTamMu OCYIIECTBIISIIOCH ¢ JETCKUX JIET, 3 TalHUeHTa
BKJIIOUEHBI B HCCJIEIOBAaHUE BO B3POCIIOM BO3pacte. Bo3pacT maireHTOB HA MOMEHT
MOCJIEAHEr0 OCMOTpa BapbupoBaj OT 6 MecsueB ku3HU 10 52 ner. lllecTh mauneHToB
ymepiau B mnepuon uccienoBanus. [Ipu BMJ] 1A Bo Bcex cnyuasx 3a0oJieBaHUE
NeOI0TUPOBANIO C POXKACHUS WM B MEpBble Mecsibl xku3uu, npu [IKMJ[ P23 nepssie
CHUMIITOMBI TIOSIBIISIMCH B uana3zoHe oT 0 go 9 net xwu3uu (Me = 1,0 [0,0; 2,0] rox).
Menunana Bo3pacTa MoATBEPAKACHUS Irarno3a cocrapwia 3 roaa [1,0; 7,0]: y nauneHToB
C BpoOXJeHHOU (opmoii Obuta paBHa 2 roaam [1,0; 6,0], y mamueHTOB C MOSICHO-
KOHEeYHOCTHOHU (hopmoii — 8 rogam [4,0; 12,0]. BpeMs 3aaepKku MOCTAaHOBKH TUAarHO3a
TaK»Xke cooTBeTcTBOBaNO 2 roxam [1,0; 6,0] mpu BM/I 1A, 4,0 [1,0; 11,0] ronam nipu

[TKM/JI P23, 3,0 [1,0; 6,0] romam B o0111eit BeiOOpke. MakcUMalbHBIN CPOK 3aI€PKKU
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MOCTAHOBKM JHMarHo3a coctaBui 46 neT npu BpoxJIeHHOHM u 20 JeT mpu mHosICHO-

KOHEUYHOCTHOU (popmax. OO1ue JaHHbIe TAIIMEHTOB MPEICTaBICHBI B Ta0auIe 3.

Ta6nuna 3 — XapakTepucTuka Bce

yrmbl ucceneaoanus (N=114)

JUarHo3a, JeT;

Me [Q25%; Q75%)]

BM/I 1A [TKM/JI P23 | Bcs BeiOopka
Yucno manuentos, N (%) 100 (87,7%) 14 (12,3%) 114 (100%)
[Ton maueHToB:
MY>KCKOU 48 (48,0%) 10 (71,4%) 58 (50,9%)
KCHCKHIA 52 (52,0%) 4 (28,6%) 56 (49,1%)
Yucno 60IbHBIX CHOCOB 20 (18,0%) 7 (43,0%) 27 (23,7%)
Yucno narueHToB u3 pasubix cemeli | 80 (82,0%) 7 (57,0%) 87 (76,3%)
AMOyaTopHBIN CTaTyC B aHAMHE3e:
amMOyJTaTOpHBIE MAIIUCHTHI 8 (8,0%) 14 (100%) 22 (19,3%)
HeaMOYJIaTOPHBIE MAIIHCHTHI 92 (92,0%) 0 92 (80,7%)
YMmepiie nanueHThl 6 (6,0%) 0 6 (5,3%)
Bo3spacr ne6rora, et 0,0[0,0;0,0] | 1,0[0,0;2,0] | 0,0[0,0;0,0]
Me [Q25%; Q75%]
Bospact Ha momeHT mociemnero | 7,0 [3,5; 11,5] 10,0 [5,0; 7,0[4,0; 12,0]
HAOIIOEHHUS, JIET 15,0]
Me [Q25%; Q75%]
Bospact noarBepskaenus quarnosa, | 2,0 [1,0; 6,0] | 8,0 [4,0; 12,0] | 3,0[1,0; 7,0]
JIeT;
Me [Q25%; Q75%]
MeTtoa moATBEPIKACHUS AUAarHO3a:
TCHETUYCCKUH aHaTN3 98 (98,0%) 14 (100%) 112 (98,2%)
ouoncus (MI'X) 11 (11,0%) 0 11 (1,8%)
Bpems 3agepxku  mocranosku | 2,0 [1,0; 6,0] | 4,0[1,0;11,0] | 3,0[1,0; 6,0]

Ipumeuanue: UNT'X — ummyHHorucroxumus, HUBJI — HenHBa3uBHASI BEHTWIISALMUS JIETKUX
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Kpurepuu BriIl0UeHUs] NALMEHTOB B UCCJIEIOBAHUE:

1. Jletu, mOApPOCTKM M B3pOCIbIE MAIlMEHTHl JIOOOr0 BO3pacTa MYKCKOIO U
KEHCKOTO T0J1a ¢ MEPO3UH-ACPHUIIUTHON MBIIIIEUHON TUCTpOdUEii.

2. Jluaraos Mepo3uH-AePUIIUTHON MBIIIEUHON TUCTPOPHUU MOATBEPKICH JaHHBIMU
reHEeTHYECKOro 00CIeI0BaHNS HA OCHOBAHUU HAJIMYMS y MAllMeHTa ABYX KOMITayH/ -
TETEPO3UTOTHBIX WJIM TOMO3WUTOTHOM MyTamuu B TeHe LAMAZ2, He sBistrontumMucs
NOOpPOKAYECTBEHHBIMU ~ W/WJIM  MMMYHHOTHCTOXUMHUYECKHM TIPU HCCIEAOBAHUU
OMOTCUYU MBIIIIEYHOU TKAHU (CHU)KEHUEM WJIU OTCYTCTBUEM MapKEpPOB MEPO3UHA).

3. ToanucanHoe WHGOPMHUPOBAHHOE COTJIACME HA y4yacTHE B MCCIEIOBAaHUU U
00paboOTKy MEPCOHATILHBIX JJAHHBIX.

Kpurtepuu uck/ioueHusi NalUeHTOB U3 UCCIET0BAHMS

1.  TlamueHThI ¢ JPYTUMU HEPBHO-MBIIICYHBIMU 3a00JI€BAaHUSAMHU, HE CBSI3aHHBIMU
¢ BapuanTamu B reae LAMAZ.

2.  TlamueHTsl ¢ KIIMHAYECKO-IUArHOCTHICCKON KapTHHOW MEpO3UH-Ie(HDUITUTHON
MBIIIEYHON AUCTpodUU 0O€3 TEeHETUYECKOrO WM HUMMYHHOTHCTOXMMHYECKOTO
MOATBEPKACHUS TUAarHO3a.

3. [TanieHTHI ¢ ONHMM HaljeHHBIM BapuaHToM B TeHe LAMAZ2, a Ttakke
MalMeHThl, y KOTOphIX ojaHa u3 wmyrauuii B reHe LAMAZ2 Obuta npusHana
T0OpOKaYeCTBEHHOM (monmumopduzMom) npu OTCYTCTBUU
UMMYHHOTUCTOXHUMHYECKOTO TIOJITBEPKACHUS IO OMOTICHH MBIIIICYHON TKAHH.

B pesynprare B palboTy BKJIIOYEHO 2 MalME€HTa TOJBKO Ha OCHOBaHUU

TUCTOJIOTUYECKOTO HCcieoBaHus W 112 manueHTOB Ha OCHOBAaHUU T€HETUYECKOTO
uccinenoBanus, y 11 W3 KOTOpBIX TakXe UMEIOCh WMMYHOTHCTOXUMHUYECKOE

MNOATBCPKACHUC 11O MBIIICYHOMY 6I/IOHTaTy.

3.3. Metoabl HCCIeA0BAHUSA

O6cnenoBanne OOJBHBIX C MEPO3UHOMIATUSMHU BKJIIOYAJIO B CEOSI:
1. Coop anamuesa. Ocoboe BHUMaHHE YIEISIIOCh BO3PACTy Je0roTa 3a001eBaHusl,
MEepBBIM  CHUMIITOMAaM, XapakTepy TeueHus  3a00JieBaHUs, JIOCTUTHYTOMY

MAaKCUMAJIbHOMY JBHUI'aTCJIIBHOMY HABBLIKY, HAJINYHUIO PCKKYPCHTHBLIX 3360H€BaHHﬁ,
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MIPOBEJICHHBIM OIEPAaTUBHBIM BMEIIATEIbCTBAM M TMOKA3aHUSIM K HHUM, BO3pacTy
MIOCTAHOBKM JMAarHo3a U BpEMEHHU MOATBEP>KIEHUS JUarHo3a OT Havasia 3a00J1eBaHusl.

2. T'eneamormueckwii  aHajaW3  POJOCIOBHOM  CEMbU  JIJI1  BBISBJICHHS
HACJICCTBEHHOM OTATOLICHHOCTH IO HEPBHO-MBIIICYHOM MATOJIOTHH, BAPUAHTOB
HacJieIoBaHus MyTalui (de NOVO Win OT poauTeei).

3. Omenka (¢EHOTUNIMYECKUX OCOOEHHOCTEH U (PU3MUECKOTO  Pa3BUTHS,
BKJIIOYABIIETO pPOCT, Maccy Tena, BbluucieHue MMT (uHmekca Macchl Tena).
CocTosiHME MUTaHUS OI[EHUBAIOCH CUTMaJbHBIM METOJOM C MOMOIIBI0 UHJAEKca Z-
Score - mokasaTessl CTaHJAPTHBIX OTKJIIOHEHHM, Ha KOTOPBIA HCClelyeMas BEIUYnHa
OTJIMYAeTCs OT MeEQuaHbl CTaHAApTHOM mnonyiasauuu. Benuuuna  Z-score
PacCUMTHIBACTCS U OLICHUBAETCS ISl Pa3HbIX MapaMeTpoB (MaccChl Tela K BO3PacCTy,
JUTMHBI Tesa K Bo3pacty, UMT k Bo3pacTy, Macchl Tena K ITTMHE Tella), OJJHAKO OJHUM
13 HauboJsiee JOCTOBEPHBIX KPUTEPHUEB TUATHOCTUKU PACCTPOMCTB MUTAHUS BO BCEX
BO3PACTHBIX KaTErOpHsiX siBsieTcsl MHJekc macchl Tena (MMT), mostoMy HMEHHO
cootHomenre UMT/Bo3pact ObUTIO BHIOPAHO B JAHHOM HCCJIEIOBAHUM JUISI OLEHKU
cocrosHus nurtanud. /g Berumcienus wuHaekca Z-score UMT x  Bospacty
UCIOab30BaMKCh KanbKyasiTopel WHO Anthro ms mereit go 5 ner u WHO Anthro Plus
Ui aeTedt 5 jer m crapmie ¢ odunmanbHOro caira Bcemupnoit Opranuzanuu
3npaBooxpaneHus [140]. CocTosiHME THUTaHWS PACCYMTHIBAIOCH HA OCHOBAHUH
pa3pabOTaHHBIX AMEPHUKAHCKUM OOIIECTBOM MAapeHTEPATIbHOTO M JHTEPATHHOTO
nutanus (A.S.P.E.N., American Society for Parenteral and Enteral Nutrition) u
npuHATHIX B P® kputepueB paccTpoiCTB NMUTAaHUS C OIEHKOW HHIeKkca Z-SCore
unaexkca wmaccel tena (MMT) k Bospacty. Cormacio A.S.P.EN., xkpurepuu
HEJ0CTAaTOYHOCTH MUTaHMs 1Mo cooTHoIeHHI0 IMT k Bo3pacty (mokaszatenb Z-SCOre)
cnenyrommue [141]:

+1 SD — HopMa,

ot -1,0 no -1,9 SD- nerkas crenenb HenocrarouHocTu nutanus (bOH),

ot -2,0 1o -2,9 SD - cpenuss crenenp HenocTaTouHocTH nutanus (bOH),

> -3 SD — Tspkenas creneHb HepocTaTouHOCTH nuTanus (BOH).

Kpurepun wu30biToyHOCTH mnHUTaHus 10 cooTHomieHuto HMIMT k  Bospacty

(mokazarenpb Z-SCOre):

40



ot 1,0 10 1,9 SD — n30nITOUHAs Macca Tena,

ot 2 10 2,5 SD — oxupenue 1 crenenu,

ot 2,6 1o 3,0 — oxxupenue 1 crenenu,

ot 3,1 10 3,9 — oxupeHue 3 CTerneHu.

4. Omenka coMatuueckoro ctaryca. C 0cCOoObIM BHHMaHHEM YYHUTHIBAJIOCH
OTCYTCTBHUE WM HAIWYUE KOHTPAKTYp U JAepopManuii MO3BOHOYHHKA, COCTOSHUC
JBIXaTeIbHOM CHCTEMBl M pEeClUpaTopHas IOJJEP)KKA, COCTOSIHUE CEpJACUHO-
COCYIUCTOM CHUCTEMbl M TIpUEM KapAUONPOTEKTUBHOM TEpamuu, COCTOSHHE
KEJTYI0YHO-KUIIIEYHOTO TpaKTa M HEOOXOAUMOCTh B YCTAHOBKE IaCTPOCTOMBI.

5. OrmeHka HEBPOJIOIHUYECKOI'O CTaTyca 1o CTaHaapTHOH MeToauke [21].

6. OreHKa MOTOPHBIX HaBBIKOB IIPOBOMIACH COTIIACHO HOPMaM, TPE/II0’KEHHBIM
Bceemupnoit Opranuzanueit 3apaBooxpanenus (BO3) [140]. ITo manaeim BO3,
BBIZICISICTCSI TIECTh OCHOBHBIX JIBUTATEIBHBIX HABBHIKOB. HopmanbHBIE HHTEpPBAIIBI
OCBOEHUS HABBIKOB CIIEYIOLINE:

- cujieHue 0e3 MoaAepKKu — oT 3,8 110 9,4 MecsIeB )KU3HU

- CTOSIHHE C oaAepkKor — oT 4,8 o 11,7 mecsieB ku3uu

- moJ3aHue oT 5,2 10 13,9 mecs1eB KU3HU

- Xoap0a ¢ moIep kKo ot 6,0 10 14,1 MecsieB KU3HH

- CTOsIHUE 0€3 MOJAEPKKU — OT 6,9 1o 17,4 MecsiieB Ku3HU

- caMOCTOsATeIbHasA X0ap0a — oT 8,2 10 18 Mecs1eB KU3HMU.

ITon caMmocTosiTensHOM X000 MOHUMAJIACh BOBMOKHOCTh MMPONUTH HE MEHEE 5
maroB 6e3 Mo IepKKH.

C yyeToM BBIpaXEHHOM 3aJIEp’KKH MOTOPHOT'O Pa3BUTHS Y OOJBIITMHCTBA
MaIMEHTOB TOMUMO BBIIIIENEPEYUCICHHBIX HABBIKOB TAK)KE OLICHUBAJICH
CIOCOOHOCTH YAEpPIKaHHUs TOJIOBBI U CUICHHE C MOAAEPKKOM [3].

7. JlBurareibHbIC BOBMOXKHOCTU MAIMEHTOB TaKXKE OI[EHUBAIUCH IO CJICTYIOIIUM
MOTOPHBIM IIIKaJIaM:

- IlIxana BSID-111 (Bayley Scales of Infant Development 111, Illkana beiinu mis
MJIQJICHIIEB U JeTed MIAIIIEro BO3pacTa, TPEThE HU3/IaHHE): KOMIUIEKCHBIM TeCT
OIICHKH pa3BUTHUS JIeTe B Bo3pacte OT 16 mHel a0 42 MecsieB Xu3HU. B manHoMm

HCCICAOBAHMHN IIaIUCHTAM IIPOBOIAMJIOCH TCCTHPOBAHUC II0 IHKAJC I(pyr[HOﬁ
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MOTOPHKH, KOTOpas BKIIOYAET B C€0S OLEHKY CIEAYIOMUX (PYHKIHA: JBUKCHHMA
TYJIOBUILIA M KOHEYHOCTEH, CTAaTUYECKOE TMO3UIIMOHUPOBAHUE, JIMHAMUYECKHE
IBIDKEHUS (JIOKOMOITMS W KOOpJAWHAIWsA), OajllaHC, MOTOPHOE IUIaHUPOBAHHE.
KoHeuHbIM pe3ysibTaToM OIEHKH ObLJIO 3HAYEHHUE MPOILICHTUIIS, KOTOPOE YKa3bIBaJIO
NoJIoKeHHe peOeHKa OTHOCUTENBLHO JAeTel B cTaHapTHOM BhIOOpKe. OlieHKa Mo miKaie
beilin ocymecTBisach NayeHTam MpOCHEKTUBHOW IPyNIbl MUHUMYM OJIMH pa3 3a
nepuos HaOmoneHus. I[lammeHTam, BO3pacT KOTOpPHIX Ha JajdbHEHIIMX BU3HTAX
npeBbIickI 42 Mecsla )XKU3HH, MPOBOIMIOCH TecTupoBanue no mkaie MFM-20.

- Tect onenku moropuoit pynkuumun MFM (Motor Function Measure): mkana
OLICHKH, pa3paboTaHHas M BaJIMJUPOBAHHAS JJII HW3MEPEHHs JIBUTATEIbHBIX
BO3MO’KHOCTEI MallMEHTOB C HEPBHO-MBIIICUYHBIMU 3a00seBaHusIMU. [loBTOpsiemas c
Te4eHHeM BpeMeHH 1kaia MFM no3BossieT olleHuTh U3MEHEHHUSI MOTOPHOU (PYHKIHH
MalMEHTa U CKOPPEKTUPOBATH Iporpammy peadbunurtanuu. Tect MFM oxBatbiBaet Bce
YPOBHM JIBUTATEJIbHBIX BO3MOXKHOCTEW MalMEeHTa: KpynHyro MoTtopuky (D1), cumry
aKCHAaJbHOW U MPOKCUMAaJIbHOM MycKynatypsl (D2), a Taxke Menkyro motopuky (D3).
Jannas mkana paspaborana B AByX Bapuantax: MFM-20 mis manuenToB ot 2 10 6
aet u MFM-32 i nereit crapiie 6 et U B3pocibiX. TeCcT UMEET YeThIpeXOallIbHYIO
CUCTEMY OLIEHKH, UTOIOBBIE PE3YJIBTATHI BEIPAKAFOTCS B IPOLICHTAX.

8. Jlns OLEHKH SMOIMOHATIBHBIX, KOTHHUTHBHBIX W BO3MOXXHOCTEH MAIMEHTOB
NpPOCIEKTUBHOM Trpymmbl npuMeHsiiack mmkana DP-3 (Developmental Profile 3),
BaJlIMpoBaHHas B Poccuu u mipeicTaBisonias coO0d OMPOCHUK JJisl POJIUTEINCH/
3aKOHHBIX IMpEJCTaBUTENE nmarueHToB B Bo3pacte oT 0 mo 12 ner 11 mecsues. Tect
DP-3 oxBarhiBa€T HECKOJNBKO cdep pa3BUTHS: JIBUTATEIbHYIO, aJalTHBHO-
MOBEJEHYECKYI0, KOTHUTHUBHYIO, COIIMAJIbHO-3MOIMOHAIIbHYIO, OOIIEHUE, a TaKXKe
BKJIFOYAET CYMMAapHYIO OLIEHKY BCeX HaBbIKOB. [I[puHMMas BO BHUMaHuE OCOOEHHOCTH
TE€YeHUs 3a00JIEBAHUS U CBSA3aHHBIE C HUMH HU3KUE PE3YyJIbTATHI 10 IBUTATEILHON U
aJanTUBHO-TIOBEICHYECKOH IIIKaJaM, B JaHHOM HMCCJIEIOBaHUU OOLIMil 0asul o BceM
chepaM HE yUUTHIBAJICS.

9. KiinHnueckue aHajiu3bl KPOBU U MOYM, OMOXUMHUUYECKHUI aHalIU3 KPOBH (YPOBEHb
aKTUBHOCTH KpeaTHH(POC(HOKHHA3BI, TITIOKO3bI) MPOBOAMIUCH ISl OLEHKH OOILIEro

COMATHU4YCCKOI'O COCTOAHUA ITalIUCHTOB.
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10. OueHka COCTOSIHUSL CEPIEYHO-COCYAMCTON CHUCTEMBI: AJIEKTpOKapauorpadus,
sxokapauorpadus TPOBOJWINCH BCEM NAlMEHTaM; CYTOYHOE MOHHUTOPUPOBAHUE
CEpJICYHOT0 PUTMA U OCMOTP KapAUO0JIOTa BBHITOIHSIIMCH MIPH HAJTMYUN TTOKa3aHUH.

11. MuHepanbHasi TNIOTHOCTh KOCTHOM TKaHU OIIEHMBAJACh MO YPOBHIO OOIIETO U
MOHU3UPOBAHHOTO  KaJbIus, docdopa, 250H  Burammna J[  (25-
THIPOKCUKANbIM(eposia) B OMOXMMHUYECKOM aHallu3e KPOBH y BCEX MAIMEHTOB;
OOJIBHBIM cTaple 6 JEeT MO MOKa3aHUsIM MPOBOJUINCH peHTTeHoTpadus KUCTEN s
OLICHKH KOCTHOTO BO3pacTa, JEHCUTOMETPHs MO3BOHOUYHUKA U BCErO Tela, OCMOTP
SHAOKPHUHOJIOTA.

12. JInsg OLEHKH COCTOSIHUSI OINOPHO-JIBUTaTEIBHOrO amnmnapara HTpUMEHsIACh
peHTreHorpadus MO3BOHOYHUKA U Ta300€IPEHHBIX CyCTaBOB, OCMOTp OpPTOIE/Ia.

13. CocTosiHuE ABIXATEIBHOW CHCTEMBI OLIEHWBAJIOCH IO PE3yJibTaTaM KHUCIOTHO-
OCHOBHOTO coctosinue kpou (pH kposu, pCO2), cnupomMeTpun AETSIM cTapiie S JeT,
HOYHOM TMYJIBCOKCUMETPUU W/WIA KapAUOPECHUPATOPHOMY MOHHUTOPHUHTY, TIO
MOKa3aHUsM IPOBOJUIICS OCMOTP IYJIBMOHOJIOTA.

14. CrumynauuoHHas 3nektpoHeiipomuorpadus (OHMI) wu  wuronbuaras
anekrpomuorpadpus (uOMI') BbINOMHSANMCH ISl HMCCIEAOBAaHUS AJIEKTPUUYECKON
aKTUBHOCTH TNEepU(PEpUUECKUX HEPBOB M MBILII] BEPXHUX M HIXKHUX KOHEUHOCTEH.
Hccnenosanus npooawinch Ha npudope ¢upmbl Nicolet (CIILIA) ¢ momorbo
nporpammuoro ooecrneuenus «Viking Questy.

15. MarauTHoO-pe30HaHCHasi ToMorpadus MpIL Oepa U TOJIEHU MPOBOIMIIACH HA
MarHuTHbIX ToMorpadax Philips Intera manpspkeHHOCTBIO MarHuTHOTO Mot 1,5 T u
SIGNA Architect 3.0 T B Tpex B3aMMHO MEPIECHINKY/ISPHBIX MPOCKIHIX B PEKUME
T1- u T2- B3BemeHHbIXx u300paxkenud u FLAIR co crangapTHbIM 11arom
ckanupoBanusa. Crenenp (QuOpo3a oOlEHUBAIACh COIVIACHO IIIKaje CTENeHen
JIeTeHepaliy MbIIIeYHON TKaHu (Moaudukaims no E. Mercuri, 2002 [4, 88], rae:

0 - HopMasibHasE MBIIIICYHAS] TKAHb;,

1 - HauanbHBIE POSIBIICHUS (EHOMEHA «U3bEICHHBIX MOJIbIO)» MBIIIIEUHBIX BOJIOKOH

C HEOOJIBIIMMH YYaCTKaMH MoBbIIeHUs MP-curnana;
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2a - TIO3THUE MPOSBICHUS (PEHOMEHA «U3bEECHHBIX MOJIbIO» MBIIMICYHBIX BOJIOKOH
C MHOTOYMCIICHHBIMH  OTJAEJIbHBIMU  Yy4YaCcTKamMH moBbllieHuss MP-curnana,
HAYMHAIOIIMMHUCS CIUBATHCA, ¢ BoBiiedeHHEM 110 30% oO0beMa KOHKPETHON MBIIIIIBL;

2b - mo3mHUe TposiBiicHUS (PEHOMEHA «M3bEACHHBIX MOJIBIOY» MBIIICUYHBIX BOJOKOH
MHOTOYHMCJICHHBIMA ~ OTJEJbHBIMM  yYacTKaMu  TOBbIIeHus  MP-curnana,
HAaYMHAIOLMMUCA CIIUBaThCs, ¢ BoBieueHuEM OT 30 no 60% oObeMa KOHKPETHOU
MBIIIIIBI;

3 - MOSIBNICHUS PA3MBITOCTH M HEYETKOCTU U3-3a CIMSHHS HEe MeHee 3 oOsacTeil B
OJIHOM MBINIIE ¢ NOoBbIIIeHueM MP-curnana;

4 - mocnenHsAs CTaaus Jerpajaldyd  MBIIIEYHOM TKaHU, 3aMEIlIeHHE ee
COCAMHUTEIPHON M JKAPOBOM TKAHSAMHU C TNOBBIMIEHHBIM MP-curnamom, mnpu 3Ttom
Pa3IUYUMBI KOJiblIa (haclivii U HEPBHO-COCYAUCTHIC MTYyUKH.

16. MarautHO-pe3oHaHCHass ToMorpadusi TOJOBHOTO MO3ra OCYIIECTBISUIACh Ha
MarHuTHBIX ToMmorpadax Philips Intera manpspkerHOCTBIO MarHuTHOTO ot 1,5 T m
SIGNA Architect 3.0 T B Tpex B3aMMHO NEPIECHINKY/ISPHBIX MPOCKIHIX B PEKHME
Tl1- m T2- B3BemeHHbix u3o0paxkennit um FLAIR co crangapTHeIM 11arom
CKaHMPOBAHUSI.

17. Dnextposnnedanorpadus (331°) OGoapcTBOBaHUS MPOAOTHKUTEIBHOCTHIO 20
MUHYT C TIPOBEACHUEM (PYHKIIMOHATBHBIX TPOO BBIMOIHSIACH MAIMEHTaM 0e3 xKayiob
U ONWIENTUYECKUX TmpucTtynoB. [laneHtamM c onuiencued Wik HaJIudueM
AMWJICNTUYECKON AKTUBHOCTH TPOBOAUIIOCH BUI€0-DI] -MOHUTOPUPOBAHUE THEBHOTO
WJIK HOYHOTO CHa (He MeHee 4-X yacoB). D3I npoBoauiachk Ha anmaparax Nicolet EEG
(Nicolet Biomedical, CIIIA), cucteme Bumeo-29I" Mmonutopunra «Mumap» (Poccus)
u cuctema Buseo-231 monutopunra EBN «BE Plus» (Mramus).

18. ns moOATBEpXKIEHUS JUArHo3a M YTOYHEHHUs XapaKTepa TMOBPEKICHUS
MBIIIICYHBIX BOJIOKOH YacCTH TMAIMCHTOB MPOBOJMIACH OMOIICHS MBIIICYHOW TKAHU C
IPOBEICHUEM HMMMYHOTHCTOXUMUYECKUX TIp0o0. OCyecTBsIach MyHKIIMOHHAS
Ouoricust YeThIpeXriaaBoil MeIIBI Oempa (m. quadriceps femoris) urmoit beprctpoma
auaMeTpoM 5 MM. JlaHHAs MBIIIA CUMTACTCS ONTUMAIBLHOM Jig 3a00pa Marepuasa
Py MPOKCUMAIIbHOW MBIIMIEYHOW CIa00CTH B CBSI3M C W3YYEHHOCTHIO MaTTEpHA

pacnpeiesieHus] TUTIOB MUOHOB. bUOIICHIO MPOBOWIM MOJ MECTHOM aHECTE3UEH WU
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HapKo3oM (g nereit muaamie 5 et). Mopdonornyeckuil aHaiau3 OCYIIECTBISIIN C
MIOMOIIBI0O CBETOBOM MMKpOCKONUM mpu momoinu mukpockorna Nikon Eclipse Ni
(Nikon Corp.; Anonms) (oxkpacka mapaWHOBBIX M 3aMOPOXKEHHBIX CPE30B,
rUCTOQEPMEHTOXUMHUYECKAsT 1 UMMYHOTHCTOXMMHUYECKAs OKpacka) W AJICKTPOHHOU
MUKPOCKOIIMM ~ COTJIACHO  TPOTOKOoJaM  mpowm3Boautesiei. Ilpu mpomenaeHnn
MMMYHOTHCTOXUMHUYECKUX PEaKIMil HMCIOIB30BAIM KOMMEpUYeCKne aHtutena 1M
Novocastra k cieyromuM KOMIIOHeHTaM MbltiiedHou Tkanu: guctpodun (NCL-Dysl
(rod domain), NCL-Dys2 (C terminus), NCL-Dys3 (N terminus), NCL-DysA (rod
domain), NCL-DysB (N terminus)), capkorjMkaH o, CapKOIJIMKaH 3, CAapKOITIHKaH v,
capkoriimkaH 0, nuchepnun, komared VI, namunun 02 (mepo3un) (NCL-MEROSIN,
ki1oH Mer3/22B2), smepuH, JIeCMWH, aKTWH, MHO3WH, KaBeoiaudH, MHC (major
histocompatibility complex, riaBHBII KOMIUIEKC THCTOCOBMECTUMOCTH ).

19. T'enermveckas JIUArHOCTHKA OCYIIECTBISIACH HECKOJBLKHUMH METOJIAMU:
WCCICOBAHUS METOJIOM  BBICOKOIIPOM3BOAUTEIBHOTO  cekBeHupoBaHus (Next
Generation  Sequencing (NGS) - cekBeHHUpOBaHME HOBOTO  ITOKOJICHHS):
CEKBEHHUPOBAHHWE 10 TapreTHhIM MaHensiM («HepBHO-MbIIeuHbIe 3a00JICBAHUY,
«bornbiiass  HeBpoliorMuYecKash MaHelb», «BpoxkaeHHble MHOMATHMY), TOJTHOE
CEKBEHUPOBAHME DK30Ma, MOJHOE CEKBEHHPOBAHHE I'€HOMA; a TAKKE MPUMEHSIIUCH
JpyTre MOJIEKYISIPHO-TEHETHUECKUE METO/IbI: IIOUCK BapuaHTOB uKcia konuit (MLPA
(multiplex ligation-dependent probe amplification, MyIbTHUIUIEKCHAS TUTa3HAS IICTTHAS
peakims), XPOMOCOMHBIM  MHKpoMmarpuuHbli  aHamm3  (XMA));  mpsimoe
cekBeHupoBanue 1o Conrepy. OObeM UCCIENOBAHUS OMNPEACISICS HMCXOAS U3
MOJIYYCHHBIX T'C€HETHYECKUX JaHHBIX. YUYUTHIBas JABHOCTh T'E€HETUYECKOTO
TECTUPOBAHUSA Yy HEKOTOPHIX TAIMEHTOB, TMPOBEJACHUE aHalIW3a B Pa3HBIX
1abopaTopusX, a TAKXKe 3HAUUTEIILHOTO HAKOIUICHHUS HOBBIX TEHETUUECKHUX JTAHHBIX B
MOCJICTHUE TOABI, pe3yJabTaThl BCEX TMAIMEHTOB OBUIM TEPECMOTPEHBI C
rcnons3oBanremM Coo0OIiecTBa no redoMuke ueiaoBeka VarSome, 6a3 maaaeix ACMG
(The American College of Medical Genetics and Genomics), ClinVar, LOVD (Leiden
Open Variation Database). Bce BapraHTbI HyKJICOTHAHOM TOCISIOBATSIBHOCTH ObLIH
KJIaCCU(DUITMPOBAHBI  COTJIACHO  PyKOBOJICTBY MO  HMHTEpPNpETAIMUd  JTaHHBIX

nocnenoBarenbHocTr JIHK yenoBeka mo crneayronmm xapakrepuctikam [19]:
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ratoreHHsIi (pathogenic);

*BeposTHO naToreHHsli (likely pathogenic);

*HEOIPEACIICHHOT0 3Ha4YeHMs (uncertain significance);

*BeposATHO JNoOpokauyecTBeHHBIH (likely benign);

100poKauecTBeHHBIN (benign).

B pesynbpraTe M3 nepBoHavdaidbHOW rpynnsl B 118 demoBek ObLIO HMCKIOYEHO 4
NalUeHTa, Yy KOTOPBIX OJUH U3 JBYX BBIABICHHBIX BapHaHTOB HYKICOTHIHOU
nocnefoBareabHoctTd B reHe  LAMA2  6pin kjmaccupUIMpoOBaH — Kak
N00pOKAaYECTBEHHBIN U, COOTBETCTBEHHO, HE MOT SIBJISTHCS IPUUUHOMN 3a00JIeBaHus, a
JanbHeHIIast reHeThuecKass Wi MIMMYHHOTUCTOXMMUYECKAsl TUarHOCTHKA HE CMOTJIa
OBITH MTPOBE/ICHA 110 PA3HBIM MPUYUHAM.

CexBeHupoBaHuE BbIsIBICHHBIX B TeHe LAMAZ BapuaHTOB HYKJICOTHIHOM
nocienoBarenpHocTH N0 CaHrepy mnpoBeneHo 112 manmentam. CekBEHHpPOBAHUE
BBISIBIICHHBIX B TeHe LAMAZ BapmaHTOB HYKJICOTHIHOW MOCIEAOBATEIIBHOCTH IIO
CoHrepy poautesniell MalMeHTOB ObUIO BBIMONIHEH Y 91 O0OJBHOTO, aHaau3 HE ObLI
MPOBEJEH Y MAIMEHTOB, Y KOTOPBIX OJUH WM 00a pOauTelNis ObUIM HETOCTYITHBI AJIs
uccienoBanus (MOTepsi CBSA3HU, CMEPTh).

20. Craructuyeckass o00pabOTKa JaHHBIX MPOBOAMIACHE C NPUMEHEHUEM
nporpammHoro makera SPSS Statistics Bepcuu 26.0 (IBM, CIIIA). Bo Bcex ciydasix
UCIOJIb30BAIMCH JIBYCTOPOHHUE BapUaHThl CTATUCTUYECKUX KpuTepueB. Hynesas
rUnoTe3a oTBeprajach Hpu ypoBHe 3HauuMocTH p <0,05 (mpu anocTepuopHBIX
MOTIAPHBIX CPABHEHUSX — MPU CKOPPEKTUPOBAHHOM ypoBHE 3HauuMocTH padj <0,05).
Tun pacnpenenenrs KOJIMYECTBEHHBIX MEPEMEHHBIX OIEHUBAJICS IYyTEM aHau3a
YaCTOTHBIX TUCTOTPaMM, a TakXke C moMoinbio kputepus Kommoroposa-CMmupHOBa
(mpu N >50) wmm Ilanmupo-Yunka (mpu N <50). [lockonbky pacnpenencHue
OOJIBIIMHCTBA KOJMYECTBEHHBIX IEPEMEHHBIX HE COOTBETCTBOBAIIO HOPMAILHOMY, ISt
MX OIMHUCaHUS MCIOJh30BAIMCH MeIWaHa W KBAPTHIIM, TAK)KE YKA3bIBAJICS JHMAIa30H
3HaueHuid. JImsi  omMcaHWs ~— PaHTOBBIX W KATETOPUATBHBIX  MEPEMEHHBIX
MCTIONB30BAIMCH YacTOTa M J0Js (B MpoIeHTax). s cpaBHEHUS IBYX HECBSI3aHHBIX
TPYyNIl MO KOJMYECTBEHHBIM TMEPEMEHHBIM C HOPMAJBHBIM paclpeeiCHueM

npuMmeHsuicss T-TeCT sl HECBSI3aHHBIX COBOKYMHOCTEW. /sl CpaBHEHHsI JBYX
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HECBS3aHHBIX TIPYIII 10 KOJWYECTBEHHBIM IIEPEMEHHBIM C HEHOPMAJIBHBIM
pacupeesieHueM M PaHIOBBIM IIEPEMEHHBIM NMpUMEHsICA TecT MaHHa-YutHu. [[ns
CPaBHEHMS JBYX HECBA3aHHBIX TIPYyINIl II0 KATETOPUAJIbHBIM IIEPEMEHHBIM
UCIIOJIb30BAJICS TecT Xu-KBajapaT lIupcoHa, a mpu HaJIWYMM OTPAHUYEHUH K €ro
IPUMEHEHUIO — TOUHBIA KpuTepuid Ouiepa. i1 cpaBHEHUS TPEX HECBA3AHHBIX IPYIII
[0 KOJMYECTBEHHBIM NEPEMEHHBIM C HOPMAJIbHBIM DPACHPEACIICHUEM ITPUMEHSIICS
nucnepcuoHHbil aHanmu3 (ANOVA). B ciyuyae BBISIBICHUS 3HAYUMBIX pPa3IHudid
IIPOBOAWINCH  AallOCTEPUOPHBIE  IIOMApPHBIE CpaBHEHWs. /s 1ompaBku  Ha
MHO’KECTBEHHbIE CpaBHEHUS NpUMeHsuica MeToa bongepponu unu T3 Jlannera. [na
CpPaBHEHUS TpEX HECBA3AHHBIX TIPYNIl [0 KOJMYECTBEHHBIM IIEPEMEHHBIM C
HEHOPMAJIBHBIM PACIPENICICHHEM W PAHTOBBIM IIEPEMEHHBIM IPUMEHSIICS TECT
Kpackena-Yommuca. B ciiydae BBIABICHMS 3HAUMMBIX pas3IMuUil  IPOBOJUIKCH
aroCTEPUOPHBIE MOMAPHbIE CpaBHEHHUS. lJI1 TONIPaBKU HA MHOKECTBEHHBIE CPDABHEHHM S
npuMeHsuicss Meron [lamma. Jlma cpaBHEHHMsT TpeX HECBSI3aHHBIX TIPYII 11O
KAaTeTOpUaIbHBIM IIEPEMEHHBIM MCIOJIB30BaICA TecT Xu-kBaapar Ilupcona, a npu
HaJIMYMU OTPAHUYCHHUM K €T0 IPUMEHEHHIO — TOYHBIN KpuTepui @umepa. B ciryqae
BBIBJICHUS 3HAUUMBIX DPa3iM4yuid [POBOAWIWCH allOCTEPUOPHBIE  IIONApHBIC
cpaBHEHMsA. [l IONpaBKM HAa MHOXKECTBEHHBIE CPAaBHEHUS IIPUMEHSJIICA METOJ
Bboudepponu. s cpaBHEHMs] HECBSI3aHHBIX TPYIII MO MOKa3aTeasiM, KOTOPbIE MOTJIU
OLICHUBATBCA HEOAHOKPATHO Yy OJHUX M TeEX XK€ YYAaCTHHUKOB, HCIIOJIb30BAIACH
JUHENHas cMemaHHas monenb. s cpaBHeHUs OoJiee IABYX CBSI3aHHBIX TPYII IO
PAHTOBBIM IEPEMEHHBIM (MAKCUMAJIBHBII MOTOPHBI HABBIK) IPUMEHSJICS TECT
®puamana. B ciydae BbIABICHUSA 3HAYUMBIX Pa3JIMYUi IIPOBOIUIINCH AlIOCTEPUOPHBIE
IIOINIapHbIE CpaBHEHHUA. [[1s MomnpaBKM Ha MHOXECTBEHHBIE CPABHEHMS MPUMEHSIICS
meToq bordepponu. /st olleHKH CBSI3U MEXIY KOJIMYECTBEHHBIMU NEPEMEHHBIMU C
HEHOPMAJIbHBIM paclpeeJICHUEM W/WUIM PAHTOBBIMU TEPEMEHHBIMU TMPUMEHSIICS
koaddunmenT koppensiuuu Crnupmena. OlleHKa TECHOTBI CBSI3W MPOBOJAUIIACH C

OOMOMIBIO MKAJIBI Yemmoka.
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I'nmasa 3. PE3YJIBTATBI UCCJIIEJOBAHUA

3.1 /Ie0r0T 3200/1€BaHUs

Bce mnamuenTtsl ¢ BpoxaeHHON ¢Gopmol 3a00JeBaHUS HMMENH KIMHUYECKUE
NpOSIBJIICHUST C TEpBBIX MecsimeB xu3HU. Menuana [Q1l; Q3] Bospacrta nebrora
coctaBuia 0,0 [0,0; 0,0] neT kak B HeaMOyJIaTOPHOM, TaK U B aMOYJIaTOPHOM Tpymmax.
Camblif mo3nHuit Ae00T 3apuKCUpOoBaH y maruenTa B 3 Mecsna. Crnaboe 1ieBeeHne
J10/1a, TOBOpAILEe O BHYTPUYTPOOHOM Hayase 3a0osieBaHUs, OTMeHaioch y 9 u3 50
NAIMEHTOB, O KOTOPBIX MMEIUCH JAaHHBIE MEPUHATAILHOTO aHAMHE3a, YTO COCTABUIIO
18,0%.

[lepBbiMU cuMnTOMaMu 3a00JIEBaHUS MPU BPOXKICHHON (GopMe ObUIM: MBIIICYHAs
TUIIOTOHUSA U apeQuieKcus, 1Mo3a <JIATYIIKW», OETHOCTh NBUKEHUN, TUXUHN I1ad (Tak
Ha3bIBAEMbII CUMITOMOKOMILIEKC «BSJIOTO» PEOECHKA), TAK)KE OTMEYAIUCh TPYAHOCTU
KopmiieHUs! (cinaboe cocaHue, IJIOXOW Habop Macchl), peclupaTopHble HAPYIIECHUS
(CKOIJIEHHE MOKPOTHI B JIbIXaTEIbHBIX MYTAX, BHYTPUYTPOOHAs] THEBMOHMUS, TIaJICHUE
caTypaluu), oproneanyeckue nedopmannu (BpokIeHHas JBYCTOPOHHSS KOCOIANOCTh,
BPOXKJICHHBIE BBIBUXHM Ta300€IpEHHBIX CYCTAaBOB). 3a4acTyl0 JeTH HaOII0JaINCh
CTAIl[MOHAPHO B OTJICJICHUH MAaTOJOTMH HOBOPOXKICHHBIX WIIM B YCIOBHIX PEaHUMALIUH,
B TOM uucie Ha 30HAOoBoM mutanuu u WBJL. 12/100 (12%) manueHTOB uMenn
HOPMAJIbHBIN MBIIIEYHBIA TOHYC MPU POXKACHUHU. B 11€10M KIMHUYECKHUE MPOSIBICHUS
3a00JIeBaHUs 3apETUCTPUPOBAHBI HE MO3XKE TPEX MECALEB )KM3HU U MO CPOKY J1e0roTa
HE OTJIMYAJIUCh Y aMOyJIaTOPHBIX M HEaMOyJIaTOPHBIX JIMIl C BPOXKIECHHOUW (opmon
(p=1,000).

ITpu IIKM/JI P23 Bo3pact ae6rora 3HaumMo otiuyaics or BMJ[ 1A (p <0,001):
MepBbIE CUMITTOMBI TTOSIBIJIUCH B 1rana3zone oT 0 10 9 net xu3Hu. boibHbIe ¢ 1e010TOM
Ha mepBOM roay xu3Hu (6/14, 42,9%) umenu Jerkyr WM YMEPEHHYIO MBIIICYHYIO
TUTMIOTOHUIO, IPUOOPETANIN IBUTATEIbLHBIC HABBIKH 110 BEpXHEH rpaHUIlE HOPMBI WIIH C
TEMIIOBOH 3a/iepKKOil. J[pyrux nmpu3HakoB 3a00JIeBaHUS B MJIAJIEHYECKOM BO3pACTE HE
OTMeuasoch. boiiee BoIpa)KeHHBIE K€ KIIMHUYECKHE MPOSIBICHUS CTAIM 3aMETHBI T10CIIE

OCBOCHMS CaMOCTOSITCILHOU XOIH)GBI N BbIpAXKaJIUCh B U3MEHEHHOU ITOXOOKE,
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TPYAHOCTSIX BCTaBaHWsSI C T10Jia, NPHUCEAAHUST HA KOPTOUKU. Y BCEX OCTaJbHBIX
nanuenToB ¢ [IKM/I P23 (8/14, 57,1%) nepBbIMU KIMHUYECKUMU MPOSIBJICHUSIMHU CTAIIN
HapyIIeHUsI TOXOJIKH, YacThle MaJleHUs], TPYAHOCTH Npu Oere, MoAbeMe MO JIECTHHUIIE,
YTOMJIIEMOCTb TP X0]1b0€, (OpMHUPOBAHUE KOHTPAKTYP B TOJCHOCTOIHBIX CyCTaBaX.
Onun nanuent ¢ ITIKM/J] P23 na MOMEHT nocieHero ocMotpa B 1 rox 9 mecsies numen
HapyIIEHUS TMOXOKH, CHIDKCHHBIE CYXOXKIIbHBIC PEIICKCHl C PYK U YETHIPEXTIIaBON
MBIIIIIBI Oepa U MPUMEHSIT MUOTIATHYECKUE TPUEMbI B TOBCEHEBHON aKTUBHOCTH, IPU
TOM Yy HEro OTMEUaJiCi HOPMAaJbHBIA MBIIICYHBIM TOHYC, a TaKXe OTCYTCTBOBaja
runotpodust M. [IpumedarensHo, YTO y JAHHOTO MallMeHTa MPU POKIACHUU ObLIa
YMEPEHHO BbIpa)KCHHasi TUIIOTOHUS W 3aJep>KKa MOTOPHOTO pa3BUTHSA B IEPBOM
MOJIYTOAMH KU3HU, 110 BCEH BUAMMOCTH, CBSI3aHHBIE C OTATOIICHHBIM MMEPUHATAIHHBIM
aHAMHE30M. YUWTHIBasg BOCCTAHOBJICHHE JBUTATEIbHBIX (PYHKIUH M MBIIIEUHOTO
TOHYCAa, UCTUHHBIN AeOIOT 3a00JIeBaHus y peOE€HKAa MOT IPOSIBUTHCS TOJIBKO C HAYaJIOM

CaMOCTOSITEJILHON XOILOBI.

3.2. MotopHoe pa3zBuTHE

Mepo3un-aedunutHas MblIeuHass AUCTpoduUs SBISETCS OAHOW H3 Hauboliee
TSDKEITBIX (POPM BPOKICHHBIX MBITIICYHBIX TUCTPOMHIA, YTO MPOSIBISICTCS B TOM YHCIIC B
PE3KOM OTPAaHWYEHUM MOTOPHBIX HaBBIKOB. bojblIMHCTBO manueHToB ¢ BMJ[ 1A
CMOTJIH CHJIETh CAMOCTOSITEIIBHO (HE3aBHCHMO OT TOTO, OBLIH JIM MAIIMEHTHI TTOMEIIICHBI
B OTy o3y wid jgocturim ee camu), s 69/100 (69,0%) dwemoBek 310 cTajio
MaKCHMaJbHBIM JIOCTHTHYTHIM HAaBBIKOM. Bcero HaBBIK CHACTh TOCAKCHHBIMU
npuoopean 86/100 (86,0%) marueHTOB B cpefHeM B Bo3pacte 17 mecsies. Jpyrue
MaKCUMAaJIbHO JTOCTUTHYTBIC HAaBBIKM paCIpeACIHINCh clieAyronmM oopazom: 3/100
(3,0%) He umeroT HUKakKux HaBbIKOB, 2/100 (2,0%) ynepKUBarOT rojIoBy BEPTUKAIBHO,
9/100 (9,0%) cuasar ¢ nogaepxkoit, 3/100 (3,0%) crosat ¢ mogaepxkoit, 1/100 (1,0%)
ctoutr camocrositenbHo, 5/100 (5,0%) xomar ¢ momaepxkkoi, 8/100 (8,0%) xomsar
camocTosTeNIbHO (pUcyHOK 3). X0oap00l ¢ MOJACPKKON CUHUTAIOCH MEPEMEIICHUE C
WCIIOJIb30BAaHUEM OPTE30B (ammaparhl Ha TOJEHOCTONHBIE CYCTaBhl, armapaThl Ha

T'OJICHOCTOIIHBIC MW KOJICHHBIC CYCTaBbl, alllliapaTbl Ha T'OJICHOCTOITHBIC, KOJICHHBIC U
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Ta300€/JpeHHBIC CYCTaBbl), BHEIIHEH OMOpHI (mepuiaa, MeOelb) WM C TOMOIIBIO
B3pOCIIOTO.
Tpu manueHTa, HE MMEBIIMX HUKAKAX MOTOPHBIX HaBBIKOB, OBLIM OIICHCHBI HA

MIepBOM To/1y KU3HU (B Bo3pacTe 6, 7 u 10 Mecsies).

MakcuManbHbIN OOCTUMHYThLIA ABUraTe lbHbIA HaBbIK Yy NaukneHToe ¢ BM 1A (N=100)

HaBbikn
He umeloT HaBbIKOB
YAepKunBaloT ronoey BepTHKaibHO
CWAAT C NoAAepXKoWn
CnAAT camMocToATeNbHO
CTOAT € NOAAEPIKKONA
CTOAT caMoCToATE/IbHO
XoaAT ¢ noaaepx Ko
XOAAT CAMOCTOATENbHO

86

Pucynok 3 — MakcuManbHbId TOCTUTHYTBIM JBUTATEJIbHBIA HABBIK Y MAlMEHTOB C
BPOXKJIEHHON MEPO3UH-IePHUIIMTHOM MBITIIEUHON AucTpoduen 1A Tuna

8/100 (8,0%) marueHTOB, OCBOMBIINX HABBIK CAMOCTOSTEIIEHO X0Ib0bI, COCTABUIIH
amOynaropuyto rpyniny BM/] 1A. I1og amOynaTOpHOCTHIO TOHMMAJIACh BO3MOKHOCTD
npoiTi S5 u OoJiee IMIaroB CaMOCTOSITENBHO 0€3 MCMoJb30BaHMs onopbl. CpemnHuid
BO3pAcCT Hauajia XoJp0bl cocTaBmi 42,3 + 18,6 Mecsi1ia 1 BapbUpoBas B Auarna3oHe ot 18
(1 rox 6 mecsitieB) o 72 mecsues (6 net). He y Bcex 607IbHBIX aMOyIaTOPHBIN CTaTyC
OBLJT OJIMHAKOB: TPH MAIIMEHTA MOTJIM COBEPIIUTH TOIBKO HECKOIBKO CAaMOCTOSTEIHLHBIX
IaroB B Mpejeiiax KOMHAThI, IMSITh MalMEHTOB MepeMelaluch Ha OoJiee JalbHUE
paccTOsIHUS B HECKOJIBKO coTeH MeTpoB. Onuu maruenT (1/8, 12,5%), koTopsiii panee
MOT' XOJUTh CaMOCTOSITEJILHO, B BO3pacTe TpeX JIET YTPaTWUJ HABBIK U B HACTOSIIUM
MOMEHT TepeMeniaeTcsi ¢ noaaepkkoit. [IpuunHoi morepu amOynaTOpHOro cTaTyca

cTayio (OPMHUPOBAHNE KOHTPAKTYP B TOJICHOCTOTHBIX CyCTaBax.
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Hopaa: 918 mec

BMQ 1A NKMAR23 BMQ1A NKMAR23 BMAQ 1A nm.um‘ BMA 1A NKMAR23 BMO 1A MKMO R23 BMO 1A NKMA R23 BMO 1A NKMA R23

YAEPKUBAET %ﬂ' 5 C%& CTOMT Xn?gﬂ 2 CTOUT XO%!
ronoay C NORREPXKON CAMOCT! HO C NORAEPKKO C NOAREPKKOH CAMOCTOATENLHO  CAMOCT!

Pucynok 4 — Bo3pacT oCBOE€HMSI MOTOPHBIX HABBIKOB B MECSIaxX MPU BPOKICHHON U
NOACHO-KOHEUYHOCTHOUW  ¢opmax Mepo3uHonatuu. Cepas 30Ha COOTBETCTBYET
HOPMaJIbHOMY UHTEPBAJy Pa3BUTHSL.

Bo Bcex ciayuasx BM/] 1A ormeuanach 3aepkka NpUOOPETEHUS ABUTATEIbHBIX
HaBbIKOB. CpelHUil BO3pAcT OCBOCHMSI MOTOPHBIX BEX ObUI CIEAYIOIIMM: yAEpKAHUE
roioBel - 8,0 £ 7,2 mecsaues, cuaeHue c noaaepxkkoud - 17,3 + 12,7 mecsues,
CaMOCTOsITeNIbHOE cujieHue - 16,8 + 8,9 MecsiieB, CTOsTHUE ¢ MOAIEPKKOH - 34,6 & 38,1
MECSIIIEB, CAMOCTOATENIbHOE CTOSTHHE - 48,0 MecsIeB, Xoap0a ¢ MOoaACpKKO - 44,6 +
26,7 MecsI11eB, CaMOCTOsITENIbHAS X01b0a - 42,3 £ 18,6 mecstieB (pucyHok 4, Tabuia 4).

3a nepuoa HaOmoaeHust 8/97 (8,2%) ManMeHTOB MepecTain YIAEpPKUBATh TOJIOBY
(menmana Bo3pacta 114 mecsues [90,0; 156,0]); 2/95 (2,1%) moTepsii crmocoOHOCTh
cuaeTh ¢ nmoaaepxkkon (Me=156 mecsues [132,0; 180,0]); 13/86 (15,1%) nepecramu
cuneTh camocrositenbHo (Me=120 mecsmie [108,0; 144,0]); 2/17 (11,8%) motepsu
HaBbIK CTOSIHUSA ¢ noaaepxkoi (Me=132 mecsa [108,0; 156,0]); 1/11 (9,1%) nepectan
CTOSITh caM B Bo3pacte 156 mecsues, 2/13 (15,4%) nmotepsin cmocoOHOCTh XOJIUTh C
noanepxkoit (Me=27 mecsiues [18,0; 36,0]); 1/8 (12,5%) yTpatun caMmoCTOATENbHYIO
X060y B 36 MecsiieB (Tabnuna 4).
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Tabmuia 4 — Bo3pacT 0cBOGHHS M yTpaThl MOTOPHBIX HABBIKOB TIPH Pa3HBIX (hopmax
MEpO3UH-ICPUITUTHON MBITIICYHON AUCTPOhUU

Bcee BMJI 1A BMJI 1A BMJI 1A NKM/I
MAIMEeHThbI (Best HeaMOyJIaTOpHbIE | aMOYJIATOPHbIE P23
rpynmna)

Bospact
JIOCTHOKCHHS
MaKCHUMaJILHOTO 23,5+19,4 | 24,8 +20,6 23,0 £20,1 42,3 £ 18,6 154+2,7
MOTOPHOT'O
HaBbIKA, MECSIIHI
Bo3pact npuodperennsi HaBbIKa, MeCSIbI
VY nepxuBaet 73+7,0 8,072 8,0£6,7 8,1+11,5 2,7+.9
rOJIOBY
Cuaur ¢ 163+12,4 | 17,3+12,7 18,0+ 12,9 12,1 £9,8 73+1,4
MOJIEPKKOU
Cupmut cam 15,4+ 8,8 16,8 £ 8,9 16,6 = 8,2 19,0+ 16,8 82+29
Crour ¢ 18,8+24,5 | 34,6+ 38,1 37,8 £40,6 15,0 10,3 +1,7
TIOJIJIEP>KKOU
Crour cam 16,4 +9.4 48,0 48,0 - 14,0 £2,6
Xoaur ¢ 273+24,0 | 44,6 +26,7 45,8 £ 35,1 43,7+ 21,0 12,7+2,5
TOJIJIEP>KKOU
Xoaut cam 252+172 | 423+ 18,6 - 42,3+ 18,6 15,4 +£2,7
Bo3pacT yrparsl HaBbIKa, MeCSILbI
VY nepxxuBaet 120,0 + 120,0 + 120,0 + 36,3
TOJIOBY 36,3 36,3 i i
Cugur ¢ 156,0 + 156,0 £ 156,0 £ 33,9
TTOJICPIKKOU 33,9 33,9 i i
Cugur cam 130,6 + 130,6 £ 130,6 £ 36,5

36,5 36,5 ] ]
Crour ¢ 132,0 £+ 132,0 + 132,0 +£ 33,9
MOJIEPKKOM 33,9 33,9 i i
Crour cam 156,0 156,0 156,0 - -
Xomurt ¢ 27,0+£12,7 | 27,0+ 12,7 27,0+ 12,7
MIOJJEPKKOU i i
Xoaur cam 36,0 36,0 - 36,0 -

B rpynne IIKM/I P23 Bce manueHTsl OCBOMJIM OCHOBHBIE BEXH MOTOPHOTO Pa3BUTHSA
(pucyHok 2). He y Bcex mNalMeHTOB [BUIaTEIbHOE PAa3BUTHUE COOTBETCTBOBAJIO
JEKPETUPOBAHHBIM CpPOKaM; C 3aJep>KKoil Hauanu cuaeth - 4/14 (28,6%), cTosath ¢
noaaepxkkoit - 4/14 (28,6%), xoauth c¢ mnomaepxkkon — 3/14 (21,4%), cTOSThH
camoctosarensHo — 1/14 (7,1%), xoauts camocrositenbHo - 1/14 (7,1%). Cpennuit
BO3pACT Hauajla CaMOCTOSATENIbHOM X0/1bObI cocTaBu 15,4 + 2,7 mecsitieB. Toabko oauH
YeJIOBEK C MOSICHO-KOHEYHOCTHOM (hOpMOii Hauas X0IUTh M03Ke HOPMBI — B 19 Mecs1ieB,

eme 3 manueHTa OCBOMJIM CAMOCTOATEIbHYIO XOAbOy B 18 MecsieB, 4To sBIsSETCS
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BepxHeil rpanuteit Hopmbl. Hu ogua manuent ¢ [TIKMJI P23 3a nepuonx HabmroaeHus He
MOTEPST MOTOPHBIX HABBIKOB.

Cpoku OCBOEHHMS TaKMX MOTOPHBIX Be€X, Kak yzep:kanue rojoBel (p<0,001),
camocrositenbHoe cuaeHue (p<0,001), camoctosarensHas xoas0a (p<0,001) mocToBepHO
ommmyanuchk B rpynmax BMJI 1A u IIKMJI P23, Bo3pact OCBOEHHUS CTOSIHHUS C
noanepxkoit (p=0,056) u 6e3 (p=0,143) 1 xoas0s1 ¢ mogaepxkoit (p=0,103) He mocTUT
CTATUCTUYECKU 3HAYUMBIX OTJIMUMUA MEXAy AByMs (opmamMu 3a00jieBaHUs, XOTS BO
BCEX Cllydasx ObUT 3HaunTENbHO BbilIe Ipu BM/I 1 A. BeposATHO, 3TO CBA3aHO ¢ MaibIM

KOJIMYCCTBOM YCJIIOBCK, KOTOPLIC HpI/IO6peJII/I O9TH HAaBBIKH.

3.3. deHOTHNHYECKHE 0COOEHHOCTH H KJIMHHYECKAS KapTHHa

3200J1IeBAHUSA

[lanpeHTBl C MEPO3UH-AEPUIMTHOW MBIIIEYHOW JUCTpOo(dHE YacTo HUMEIOT
(deHoTUnuYecKkue 0COOEHHOCTH, KOTOPbIE OTJIMYAIOT UX OT APYruX (pOopM MHUONATHH.
MpI poBeNId OLIEHKY NapameTpoB, KOTOPbIE HAaMOOJEe YacTO BCTPEHAIMCH Y HAIIUX
nanueHToB. Huxe B Tabnuiie 5 npuBeseHa 4acToTa HAIMYMS OTJENbHBIX MOKa3aTelen

y TAILIMEHTOB C MEPO3UHOIIATUEMN.

Tabmuma 5 — XapakTepHble 0COOCHHOCTH (DEHOTHINA M KIMHUYECKON KapTUHBI Y
NAIMEHTOB C MEPO3UH-ICPUITMTHON MBITIIEUHON AUCTpOoduen
IIpusnak BM/I 1A BM/ 1A | IIKM/J P23 Yposens | BeiOopka B
(HA) (A) 3HAYUMOCTH HeJaoM
P)
Mbvuweunas cunomonus | 87/87 8/8 (100,0%) | 13/14 (92,9%) | 0,202 108/109
(100,0%) (99,1%)
Crudicenue 87/87 (100%) | 8/8 (100%) | 14/14 (100%) | <0,001 109/109
CYXOIHCUTIbHbLX (100%)
pedghnexcos:
- Apeghnexcus | 86/87 (98,9%) | 6/8 (75,0%) | 8/14 (57,1%) | <0,001 100/109
(91,7%)
- Tunopedgpnexcus | 187 (1,1%) 2/8 (25,0%) | 6/14 (42,9%) | <0,001 9/109 (8,3%)
Pueuonocmo 56/70 (80,0%) | 4/7 (57,1%) | 12/14 (85,7%) | 0,276 72/91
N0360HOYHUKA (79,1%)
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[Tponomkenne Tabmuipt 5

Mbuueunas 87/92 (94,6%) | 8/8 (100,0%) | 12/14 (85,7%) | 0,272 107/114
aunompous.: (93,9%)
- Jlupghysnasn | 86/87 (98,9%) | 8/8 (100,0%) | 5/12 (41,7%) | <0,001 99/107
(92,5%)
- Axcuanvnas | 1 (1,1%) 0/8 (0,0%) 7112 (58,3%) | <0,001 8/107 (7,5%)
- [Ipoxcumanvrasn | 1 (1,1%) 0/8 (0,0%) 4/12 (33,3%) | <0,001 5/107 (4,7%)
Icesooeunepmpogpuu | 0/87 (0,0%) 0/8 (0,0%) 3/14 (21,4%) | 0,002 3/109 (2,8%)
Maxkpoenoccus 14/86 (16,3%) | 0/8 (0,0%) 1/14 (7,1%) 0,590 15/108
(13,9%)
Tunomumus 72/100 3/8 (37,5%) | 0/14 (0,0%) <0,001 75/114
(78,3%) (65,8%)
Juzapmpus 65/82 (79,3%) | 5/8 (62,5%) | 2/14 (14,3%) | <0,001 72/104
(69,2%)
Inazoosucamenvhvie 32/80 (40,0%) | 0/8 (0,0%) 3/13 (23,1%) | 0,044 35/101
HapyueHus: (34,7%)
- Oepanuuenue 63opa | 20/32 (62,5%) | 0/8 (0,0%) 2/3 (66,7%) 1,000 22/35
86epx (62,9%)
- Ozpanuuenue 63opa ¢ | 13132 (40,6%) | 0/8 (0,0%) 1/3 (33,3%) 1,000 14/35
CMOPOHbL (40,0%)
- Kocoznazue unu | 11/32 (34,4%) | 0/8 (0,0%) 1/3 (33,3%) 1,000 12/35
ocpanuyenue (34,3%)
KOH8ep2eHyuU
~ [Tmos | 10/32 (31,3%) | 0/8 (0,0%) | 0/3 (0,0%) 0,369 10/35
(28,6%)
Honuxoyeghanus 34/86 (39,5%) | 0/8 (0,0%) 0/14 (0,0%) 0,001 34/108
(31,5%)

Ipumeuanue: BMJI 1A (HA) — neamOynatopusie nauuentsl ¢ BMJI 1A, BM/I 1A (A) — mauueHTsI ¢
BM/JI 1A, umeBmme amOynatopHblii ctaryc B aHamHese, [IKMJI P23 — moscHo-koHeuHOCTHas
MBIILIEYHAs JUCTpOous il 23

Haubonee xapakTepHbIMU TPU3HAKAMU MEPO3UMHONMATUM OBUIM  MBIIICYHAS
runotonust (108/109 (99,1%)) u cHmxkenue cyxoxuibHbIX pedaekcoB (100%).
MpliieyHasi TUIIOTOHUSI BBISIBJIEHA y BCEX IMAIIMEHTOB C BPOXKJIeHHOU hopmoit u 13/14
(92,9%) nmui ¢ mosicHO-KOHEeYHOCTHOHM (popmoit. JInmb ogun marmuent ¢ ITIKM/JI P23
UMEJI HOPMaJIbHBIM MBIIIEYHBIM TOHYC. Y TIOAABJISAIONIETO 4YHCTa OOJBHBIX

OTCYTCTBOBaNU CcyxoxuiabHble peduexcol (100/109 (91,7%)), HO TOCTOBEPHO HaIlle
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apednexcus orMevanach npu BpoxaeHHou gopme (p<0,001), Torga Tak mpu mosicHO-
KOHEYHOCTHOM (hopMe MOYTH B MOJOBUHE CIIy4aeB PErUCTPUPOBAIMCH CHUIKEHHbIE
pedutekcsl (6/14 (42,9%)).

Mpimmeynas runotpodus Takke oTMedanach y OosbImMHCTBAa O0JbHBIX (107/114
(93,9%)). YV nun ¢ BpoxzaeHHoOU ¢dopmoii mnpeBanupoBai audy3HbIA XapakTep
TUNOTPO(UN HE3aBUCHMO OT CTaTyca XOAbOBbI, y JIUI] C MOSCHO-KOHEYHOCTHOM opmoi
yaiie oTrMmeuanack runorpodus axcuanbHoil (7 (58,3%)) w/mnmu nmpokcumanbHOU (4
(33,3%)) myckynatypbl. OtnuuntensHbiM mpuszHakoMm [IKMJ[ P23 Owimo Hammuume
MICEBJIOTUNIEPTPOPHUI HMKPOHOXKHBIX W/ MM OpaxuopaguaibHbIX U TpamnelUueBUIHBIX
MBIIIIL, KOTOpBIe ObLTH 3adukcupoBanbl y 3/14 (21,4%) mui. HecmoTtpst Ha Maitoe 4uciio
NAI[MCHTOB C MBIIICUHBIMH TICEBJOTUNEPTPOPHUSIMH, TONydeHA CTaTUCTUYECKas
3HauYMMasi pa3HUIla MeXy 1ByMs Gopmamu 3aboneBanus (p=0,002).

Makpornoccust peructpuponanack y 15/108 (13,9%) nmanueHTOB, HECKOJIBKO Yalle
BCTpeuajach MpU BPOXKICHHOU (hopMe 3a00JeBaHUs, OJTHAKO TOCTOBEPHBIX OTIMYMIA
MeXay JAByMsa (opmamMu He noiay4yeHo. [MmoMuMmusi nMena pasHyl CTElEHb
BBIPXEHHOCTH: OT JIETKOW CIa00CTH MBIIII, BBISBISIEMON MPH MPOBEIECHUH MPOO, 110
TSDKEJIBIX MPOSBICHHUM, YXYIIIAIONUX KAa4eCTBO JKU3HU (OTCYTCTBHE IOJIHOTO
CMBIKaHUSI TJ1a3HBIX I1eJIeH, HEBO3ZMOKHOCTh YJIBIOHYTHCS WM OCKAJUTHCS, IOCTOSHHO
IMPUOTKPBITHIA POT, HAPYILIEHHOE 3BYKOIpOU3HOIIEHHE). B Hamell BbiOOpke ci1abocTh
JIUIEBBIX MBI TpUCyTcTBoBasia y 75/114 (65,8%) manuMeHToB W TOJBKO TpU
BpPOXKIACHHON (opme 3abonieBaHus. Y MHOTHX IAllMEHTOB OTMeEuajach BBITSHYTas
dbopma nuila, KOTOpasi B COBOKYMHOCTU ¢ TUTIOMUMHMEN TpHJiaBalia JIUIY XapaKTEpHbBIN
dbenotun (pucyHok 5). HuzapTpus Takxke okazajach XapaKTEpHOM OCOOECHHOCTHIO
MEpO3UH-Ae(PUIUTHON MBIIIEYHON AUCTpoduu, peructpuposaiack y 72/104 (69,2%)
4eJIOBEK BO BCEX TIpYyIIax, HO JIOCTOBEPHO dHalle BCTpeyanach y HeaMOyJaTOPHBIX
6onpHBIX ¢ BM/] 1A no cpaBuenuto ¢ ITIKM/JI P23 (p<0,001).

@DeHOTUITUYECKHEe OCOOEHHOCTH TAIMeHTOB C pa3HbIMH (OpMaMu MEPO3UH-

Ne(UIIUTHON MBIIIEYHOW MuCcTpodueit mpecTaBIeHbl HA PUCYHKE 5.
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Pucynok 5 — IlanueHTsl ¢ MepO3UH-AEPUIIMTHON MbIIeyHOW auctpodueir. A-E —
NalMeHThl ¢  BPOXACHHOM (opmoit  3aboneBaHus, He JOCTUTIIME dTamna
caMoCTOsTeNIbHOM X0ab0bl. K — amOynaTtopHasi malueHTKa ¢ BPOKIECHHOU (hopmoi
3a0oneBanus. 3-J1 — maMeHTsl ¢ MOsICHO-KOHEYHOCTHOM (hopMoii 3a001eBaHMsL.
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Y tpetn Oombubix (35/101 (34,7%)) ObUIM BBISBICHBI TJA30]BUTATECIHHBIC
HapyIIEHUs, TaKue Kak odTaabMonapes, HapyleHre KOHBEpreHIMU, KOCcoria3ue, NTo3.
Odranbmonape3 Mpu MEPO3WHOMATUN TPOSBISIICS HM30JUPOBAHHBIM OTPaHHUUYECHUEM
B30pa BBepx (22/35 (62,9%)) unu B ctoponsl (14/35 (40,0%)) m ux coueTaHueM.
Kocornasue w/unm HapyuieHue KoHBepreHuu otmedeHsl y 12/35 (34,3%) GonbHBIX,
eme pexe Berpeuaics nro3 - 10/35 (28,6%) u Obln1 3auUKCHpOBAaH TOJIBKO B
HeamOymnaTopHoi rpynne BMJI 1A. Bce ocrayibHbIC TJ1a30/IBUTaTelIbHBIC HAPYIICHUS
MPAKTHYECKH B PaBHOW MEpe BCTpPEUaINCh KakK MpU BPOXKIACHHOM, TaK U MPU MOSICHO-
KOHEYHOCTHOM (hopmax 3a00sIeBaHUS.

bonbsme Ttpetu OonbHbIX (34/86 (39,5%)) BMJ 1A umenu nonmxonedanbHyIO
dbopmy depena, mpu ATOM OHa ObUla XapakTepHa TOJBKO Jii HeaMOyJIaTOPHBIX
MalKMEeHTOB U HE BCTpeUanach y Xoaauux nauueHToB HuU ¢ BMJI 1A, vu ¢ IIKM/] P23.

Purngnocts mo3BoHouHMKa BbIsiBIIeHA Yy 72/91 (79,1%) OonbHBIX. B HEKOTOpBIX
Cllydasx OTMEUajoCh OTpAaHMYCHHE BMKCHHM B OJHOM OTJAETEC MO3BOHOYHHKA
(wefiHOM, TpPYAHOM WIM TMOSICHUYHOM), HO HamOojee pacnpocTpaHeHa Obuia
PUTUIHOCTh BCEX OTJEIOB TO3BOHOYHOTO CTOJ0a, UYTO TMPHAABAIO MAIUCHTY
XapaKTEpHBIA BHUJ C BBIIPSIMICHHON CIHMHOW M CTIaXKEHHBIMH (PU3MOIOTHYECKUMU
U3rubamMu Mo3BOHOYHHUKA. PUTHIHOCTH TO3BOHOYHHKA ITPUCYTCTBOBAJIA Y MTAIIUEHTOB BO
BCEX IPYIIAax ¢ BHICOKOH 4yacToTol BetpeyaemocT: BMJI 1A HeamOynaTopasie - 56/70
(80,0%), BMJI 1A ambynatopusie - 4/7 (57,1%), [IKMJ] P23 - 12/14 (85,7%).

bruto 3amedenHo, yTo HEKOTOphIe (EHOTUITUYECKUE OCOOEHHOCTH TPOSBISIIOTCS Y
NalMeHTOB He cpa3y, a B Ipouecce pa3BuTus 3aboneBaHus. C 3TOM LENbIO
MPOAHATM3UPOBAHBI BO3PACT U JJIUTEILHOCTH 3a00JIEBAHUS Y TTAITUEHTOB C HAJTUYUEM U
OTCYTCTBUEM OIPEICICHHbIX MPU3HAKOB (Tabmuua 6). Pe3ynbrarsl mokazaid, 4TO
(dbopMHUpOBaHKE MaKpOIJIOCCHH, O TaibMoIapes3a, NTo3a, PUrHAHOCTH MO3BOHOYHHMKA
JIOCTOBEPHO 3aBUCHT KaK OT BO3pacTa MAIlMEHTOB, TaK M OT JUTUTEILHOCTH 3a00JIeBaHHUS.
OmHaKo, TOT METO/ UMEET OIPaHUYCHHS, TOCKOJIBKY OIEHHBAJIOCh HAJTMUHME MTPH3HAKA

Ha MOMCHT OCMOTpa B OTCYTCTBHUU NJAHHBIX, KOT'/ld IIPU3HAK BO3HHUK.
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Tabmuma 6 — CpaBHeHHE BO3pacTa W JJIMTEIBHOCTH 3a00JICBaHUSI y TAIMEHTOB C

HaJIMYUEM M OTCYTCTBHCM IIPHU3HAKA

ITauueHTsI C ITauueHTHI C YpoBeHb
BCsA BBIBOPKA OTCYTCTBHEM HAJIHYHeEM 3HAYUMOCTH
NpPU3HaKa NpHU3HAKA (p)
Pucuonocms nozeonounuxa
Yucno y4acTHUKOB C OLIEHEHHBIM 19 72 -
rokasarejiem, N
Bospacr (1er), Me [Q1; Q3] 4,0 [2,0; 5,0] 9,0 [6,0; 14,0] <0,001
JlnnrenpHOCTD 3a00a¢Banus (1eT), Me 4,0 [2,0; 5,0] 9,0 [6,0; 14,0] <0,001
[Q1; Q3]
Ogmanvmonapes
Uuciio y4acTHUKOB C OLICHECHHBIM 66 35 -
moKaszaTeyem, N
Bospacr (1er), Me [Q1; Q3] 6,0 [4,0; 10,0] 10,0 [5,0; 14,0] 0,019
JlnurenpHOCTD 3a00a¢Banus (1eT), Me 6,0 [3,0; 9,0] 10,0 [5,0; 14,0] 0,009
[Q1; Q3]
IImo3s
Uuciio y4acTHUKOB C OLICHEHHBIM 91 10 -
IoKasarejiem, N
Bospacr (1er), Me [Q1; Q3] 7,0 [4,0; 11,0] 14,0 [9,0; 18,0] 0,003
JlnmutensHOCTh 3a00seBanus (j1er), Me 6,0 [4,0; 11,0] 14,0 [9,0; 18,0] 0,002
[Q1; Q3]
Maxkpoenoccus
UwrcIo y9acTHUKOB C OLICHEHHBIM 93 15 -
IoKasarejiem, N
Bospacr (1er), Me [Q1; Q3] 6,0 [4,0; 12,0] 10,0 [7,0; 15,0] 0,031
JlnmutensHOCTh 3a00seBanus (jier), Me 6,0 [4,0; 11,0] 10,0 [7,0; 15,0] 0,025
[Q1; Q3]
Tunomumus
Yucno y4acTHUKOB C OLIEHEHHBIM 39 75 -
rmoKasareem, N
Bo3spacr (11et), Me [Q1; Q3] 6,0 [2,0; 10,0] 7,0 [4,0; 13,0] 0,181
JlnmutensHOCTh 3a00sieBanus (jiet), Me 5,0 [2,0; 10,0] 7,0 [4,0; 13,0] 0,056
[Q1; Q3]

3.4. Tloka3zareau (pU3MUYECKOro Pa3BUTHUS MPH POKIECHUH

beimy npoaHau3upoBaHbl Mokazatreyin (U3NYECKOro Pa3BUTUS IPU POXKICHUU U Ha
MPOTSHKCHUU KU3HU. JlaHHBIE O Macce W JJIMHE TeJla MPU POXKIACHUU UMEIUCh y 77
MAaIKUEeHTOB, POJIUBIIMXCS B CpOK. Bo Bceld BLIOOPKE B 11€JI0M JIJTMHA TeJIa P POKICHUN
ObLTa BBIIIIE CPEAHEH: MearaHa oka3artens Z-SCore poct/Bo3pact coctasuia 1,7 [0,6;
2,2]. Tlpuuem, oTaENbHBIC MAIIMEHTHI UMEIH OYEHb BHICOKHME MOKa3aTead JUIMHBI Tea
IPU POKJIECHUHU, MAKCUMAIIbHOE YUCI0 Z-SCOre poct/Bo3pact coctaBuio 5,8. Hu onun

I[OHOIHGHHBIﬁ ManmueHT HC HUMCJI HU3KOTO pOCTa IPU POXKIACHUH, HAIIPOTUB, ITOYUTH Y
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nosioBUHBI (34/77 (44,2%)) MaliMEeHTOB PErUCTPHPOBAIICS BBICOKUH pocT (Z-score >2,0).
Pe3ynbpTaThl HE OTJIMYATIUCH BO BCEX IPYIINAX OOJbHBIX.

B nporuBononoxuocts jyrHe, UMT npu poXIeHHH HUKOT/Aa HE ObUI BBICOKUM: Y
67/77 (87,0%) uenosek Z-score UMT/Bo3pact 661 HOpManbHbIM, Y 8/77 (10,4%) —
Hu3kuM, y 2/77 (2,6%) - natonorndecku Huszkui. [latonornueckn Huskuit UMT npu
POXICHUM BCTpPEYAJICS TOJBKO y MAlMEHTOB HeamOymatopHoit rpymnmsl BMJ[ 1A.
Mennana nokaszatens Z-score UMT/Bospact cocraBuna -1,1 [-1,7; -0,4] mns Bcei

BBIOOPKH, -1,0 [-1,7; -0,2] B rpynme BM/], -1,6 [-2,0; -1,0] B rpynme ITKM/I.

3.5. [loka3zaTenn pu3n4ecKOro pa3BUTHA B MOCJIEAYIOIINE TOAbI dKU3HU

AHTpONIOMETPUS Y HEKOTOPBIX YYACTHUKOB MPOBOAWIACH HEOJHOKPATHO B pa3HbIC
BO3pAacTHbIE MEpHOJbl; Bcero mnposenaeHo 207 uzmepenuil y 97 naumenrtoB: 85/100
(85,0%) muuam ¢ BM/I 1A u 12/14 (85,7%) nuuam ¢ IIKMJI P23. Menuana Bo3pacra
IIPOBEJICHUS AaHTPOIIOMETPUHN Yy HEaMOYJIaTOPHBIX MAllUEHTOB C BPOXKIACHHON (hopmoi
3a0oneBanust coctaBuna 5,0 (or 0 mo 17) ner, y aMOylaTOpHBIX MNAlUEHTOB C
BpOoXxIeHHON Gopmoii - 6,0 (or 1 1o 17) neT, y auIl ¢ MOSICHO-KOHEYHOCTHOM (HOPMOH -
8,0 (ot 1 no 16) ner.

VY neamOynaTopnbix 0onbHbIX ¢ BM/I 1A oTMedanock HepaBHOMEpPHOE (U3HUECKOE
pa3BUTHE: y OJHOTO M TOIO K€ IMAIMEHTa Ha pPa3HbIX JTamax >KU3HU MOT
PETUCTPUPOBATHCA KaK HOPMaJIbHBIM, TAK U BBICOKUU POCT, KAK HOPMaJIbHBIN BEC, TAK U
TsDKeNIasi OeNKOBO-dHepreTrdeckas HemoctatounHocth (BOH). U manmporus, Ha ¢oHe
KOPPEKLIHUU JUEThl U UCHOJIb30BaHUS CIIEUUATM3UPOBAHHBIX JICUEOHBIX SHTEPATIbHBIX
cMecell HeKOTopble maiueHThl komneHcupoBanu bOH. B HeamOynaTopHoi rpynme
BM/I 1A (c yueToM JaHHBIX BCEX U3MEPEHUHN y JIUIL C IPOBEICHHON aHTPOMIOMETPUEIH)
nokazarenu pocta B 75,3% (125 usmepenuii) Obuim HOpMmaibHbIMHU, B 18,1% (30
M3MEpEHUil) oTMedanach 3ajepxka pocra (Z-score < -2,0), B 6,6% (11 uzmepenuii) —
BBICOKHUU pocT (Z-score >2,0). V nun ¢ obenumu Gopmamu 3a001eBaHuUs, CIOCOOHBIX
XOJIUTh CaMOCTOSITENIBHO, 3aJIEP)KKH POCTa HE OTMEYAJIOCh HU Ha OJHOM H3 3TaloB
HaOmonenus. B amOynmatopuoit tpynmne BMJ] 1A B 73,3% (11 wusmepenuii)

(buKCUpOBaJICS HOPMAIBHBIN pocT, B 26,7% (4 u3MepeHus1) — BHICOKUHN pPoOCT. Y Bcex
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NAI[MEeHTOB C MOSICHO-KOHEYHOCTHOW (OpMOIl OBLIM CpelHHE POCTOBBIE TaHHBIC
(pucyHok 6). BosbHBIC, HE JOCTHUIIIME HABBIKA CAMOCTOSTEIBHOW XOJIbOBI, MMEIH
JI0OCTOBEPHO Oo0Jiee HU3KHE MOKA3aTEIH POCTa M0 CPABHEHUIO C JIMIIAMU, CTPATAIOIINMU

TIKM/T P23 (p=0,009).

OuarHos
® BM 1A (HA)
® BMO 1A (A)
® NKMAR23

PocT (z-score)
o

0 3 6 9 12 15 18

BospacT (ner)

Pucynok 6 — Iloka3zarenu pocra (Z-SCOre) y maleHTOB pa3HOro BO3pacTa ¢ MEPO3UH-
nedunuTHON MbllieuHoU auctpodueit. Cepoit 30HOM 0003HaYEH KOPUI0p HOPMATTLHBIX
sHaueHuil. Ilpumeuanue: BMJI 1A (HA) — neamOynaTopubie nanuentsl ¢ BMJ[ 1A,
BM/I 1A (A) — mauuentsl ¢ BM/JI 1A, nmeBume amOyIaTOpHBII cTaTyc B aHaMHE3eE,
[MTKM/] R23 — mosicHO-KOHEYHOCTHAs MbITIeuHast Auctpodust tum 23

B otnnume oT pocta y nojassitoiiero O0JIbIIMHCTBA MAIMEHTOB ¢ 00euMu popMamMu
3a00JIeBaHUsI TI0 MEpE B3POCIEHUS OTMEYAIOCh MPOTpeccCHpoBaHue aeduimra Beca.
HenocraToyHOCTh MUTaHUsI PA3TUYHON CTENICHH BBIPAKEHHOCTH BCTpeuajach BO BCE
BO3PaCTHBIE MEPUOJIBI.

VY namuentoB HeamOynaropHoit rpynnel BMJI 1A ormewancs HauOonblInid
pa3zopoc mokazateneit UMT: Tsokenas BOH Bctpeuanace B 34,9% (58 usmepenwuin),
cpenusst BOH — B 21,7% (36 usmepenuii), nerkas bOH — B 14,5% (24 uzmepenus),
HOpMasbHBIN Bec — B 19,9% (33 usmepenus), uzObiTouHas macca tena — B 4,2% (7

u3MepeHuit), oxupenue 2 crenenu — B 3,0% (5 u3MepeHuii), oxxupeHue 3 CTENEeHu — B
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1,8% (3 w3mepenusi) (puUcCyHOK 7). Y nBOMX JAeTed B pasHbIe MEPUOIBI KH3IHU

OoTMedJajach U U30LITOYHAS Macca TC1a, 1 HCJOCTATOYHOCTD ITMTAaHMA.

OuarHos
® BMO 1A (HA)
6 ® BMO 1A (A)
- ® NKMAR23

MMT (z-score)
o

'
(o))

-8

0 3 6 9 12 15 18

BospacT (ner)

Pucynok 7 — Ilokazarenu UMT/Bo3pact (Z-SCOre) y malueHTOB pa3HOIro BO3pacTta C
MEpO3UH-IePUIUTHON MbIIeuHOU auctpodueir. Cepoit 30HONH 0003HAUYEH KOPUJIOP
HOpMaJIbHbIX 3HaUeHUM. [Ipumeuanue: BMJ] 1A (HA) — HeamOynaTopHbI€ MAI[UEHTHI C
BM/JI 1A, BMJI 1A (A) — nantuentsl ¢ BMJI 1A, umeBiiue amOyIaTOpHBIN cTaTyc B
anamuese, [IKMJI R23 — nosicHO-kKOHEYHOCTHAs MbITIIEYHAs TUCTpodus TUI 23

[TaniueHThl, CHOCOOHBIE XOJWTH CAMOCTOSITEILHO, OXUPEHHEM HE CTpajaiH.
Hopmanshubie noka3zarenu UMT, a Takke nerkas CTeneHb HEAOCTATOYHOCTH MUTAHUS Y
aMOyJaTOPHBIX JIMIl HAOMIOJaNNCh co cxoxedl wactoroit: B 33,3% wu 26,7%
COOTBETCTBEHHO Tpu BpoxkJeHHOU (opme u B 30,8% u 23,1% cCOOTBETCTBEHHO MpHU
MOsICHO-KOHEUHOCTHOM ¢opme. Y mammentoB ¢ [IKMJ] P23 mo cpaBHeHuio ¢
amOynatopubiMu BMJI 1A dame ormeuanacs Tsokenas dopma BOH (42,3% npotus
13,3%). OnHaKko, CTaTUCTUYECKU 3HAYMMOM pa3HULIbl Mexay nokaszarensiMu UMT uu B
OJIHOM CpaBHUBaeMoO# rpymrne He Obuto focTurnyTto (p=0,374).

[IpocnexxuBaercsi 3aBUCUMOCTh aHTPOMOMETPUUYECKHUX TIOKa3aTelel OoT Bo3pacTta
nanueHToB (pucyHok 8). Y HeamOynartopHbix OonbHbIXx ¢ BMJI 1A nmocroBepHO
CHUYKAIOTCSl MOKa3aTelld POCTa U HApPAcTaeT CTENEeHb HEJOCTATOYHOCTH MUTAHUS IO

Mepe nporpeccupoBanus 3adoneBanus (p<0,001). [Tpu poxxaeHnn Mennana nokasaress

61



Z-score IMT/Bo3pact B rpymnme namueHToB BMJI 1A Haxomuics B mpenenax
HOpMAaTUBHBIX Tpanull (-0,96), ogHAKO C MEPBBIX MECSIEB KU3HU 3TOT Mapamerp
CHIDKAETCS, COXPaHsisi OTHOCUTENBHYIO CTAOUIBHOCTD HA MPOTSHKEHUHU JOIIKOJIBHOTO U
MJIQJIIIET0 MIKOJIBHOTO BO3pacTa M JIOCTUTrash MHHHMAJIbHOTO YPOBHSA K KOHILY
nyOepratHoro mepuona (-4,11). Cambiii Oonblioil pa3dpoc 3HaueHuit Z-SCore
NMT/Bo3pact 3apuKkcupoBaH B Bo3pacTHOM mepuojie ot 6 jer 1o 8 jet 11 mecsies
(MakcuManpHbIN 5,59, MuHUMaNBHBIN -6,15). Ha pucynke 5 npeacrabiieHa TUHaMUKa
noka3aTesiel HeJJOCTaTOYHOCTH MUTAaHUs B Pa3HbIe BO3PACTHBIC IEPUOBI Y MAlMEHTOB

¢ BMJI 1A.

8,00
600
(o]
4,00
Q
-
L5] ——
o ——
[-8 200 o ——
" - e
o ——
m
E o000
= 096 | | 115
& N 209
) 00 . 241 . dvws
$ & - e » -'rr—-.'.—..'.- .-zaa e
N L T |
40 - RL
(]
A1 1
6.00 e
8 00 —t—
< - v . b b I
- © o o o ® I
I & & g G & [
4 ® © o & e e
§ -4 o o o o o
8 - =4 = = =3 o
5 = v e 2 : -
c 5 o o 5 n 6

Pucynox 8 — Jlunammka mnokazareneit MMT/Bospact (Z-SCOre) y maiueHTOB ¢
BPOXKJIEHHOM (hopMOii 3a00JIeBaHuUs B pa3HbIE BO3PACTHBIC TIEPHOIbI

B amOymaropnoit rpynme BMJ[ 1A mokazatenn pocTta Takke JOCTOBEPHO
cHUkatoTcs 1o mepe B3pociieHus (p<0,001) u oTmevaeTcs: TEHACHLMS K HApaCTaAHHUIO
HegoctarouHocty mutanus (p=0,052). V marmmenTtor ¢ [IKMJ[ P23, HecmoTps Ha paHO
bopmupyrommicsa A1e@UIMT Macchl Teaa, aHTPOIIOMETPUYECKUE MOKA3aTEIN OCTAIOTCS

OTHOCHUTEJIBHO CTAaOMJILHBIMH Ha MMPOTAKCHUU IICPUOJa pOCTa U pa3BUTHA.
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3.6. Onenka ABMraTe/JibHbIX BO3MOKHOCTEH MAIMEHTOB ¢ MIOMOIIbLI0 IIKAJI

Jl7i1 OOBEKTUBHOM OLIEHKH JABUTATEIbHBIX BO3MOXKHOCTEH MAIIEHTOB B OT/ICIbHbBIC
NIEPUOBI )KU3HH U B TMHAMHUKE MTPOBOAMIIACH OIIEHKA 10 (DYHKITMOHATEHBIM MOTOPHBIM
mkanam. s geteit 1o 36 mecsieB Obuta BeiOpana mmkana beinu (BSID-111 (Bayley
Scales of Infant Development Ill), moarect kpymHO#I MOTOPHKH; MAIlMEHTaM CTapIIe
JBYX JIeT TPOBOJMJIACH OIlEHKa Mo IKajge MoTopHod ¢yHkuun MFM, panee
MOKa3aBIleil BBICOKYIO YYBCTBUTEIHHOCTh Yy MAIlMEHTOB C MEPO3UH-ACPUIIUTHON
MBIIIEYHOH JUCTpOPUEH, TAIMEeHThl B BO3pacTe OT JBYX N0 TpeX JeT ObUIH

IMPOTCCTUPOBAHLI 110 00CeHM IITKajIaM.

3.6.1. Ouenka no mkaJje BSID-111

VYuuteiBas TOT (aKkT, YTO y MALMEHTOB C MEPO3WHONATUEN BEAYIIMMHU SIBIISIOTCS
JBUTATEJIbHBIE HAPYIICHMSI, MPOSBISIOMIMECS B TOM YHUCIE 3aJEPKKOW MOTOPHOIO
pa3BUTHs, TpoBoAWIach oneHka mo mkamne BSID-1II mpowsBomumack TompKO 1O
MOATECTAaM KPYIHON U MEIKOW MOTOPUKHU C IEIbIO BBISBICHUSI CTENEHU OTCTaBaHUS
JBUTATEIBHBIX BO3MOYKHOCTEM MAIMEHTOB OTHOCUTEIBHO 3IOPOBBIX CBEPCTHHKOB.
breino nporectupoBano 8 nereii: 7/100 (7,0%) nereii c BMJI 1A u 1/14 (7,1%) pebenok
c ITIKM/JI P23. Bce nmetu ¢ BpoxaeHHOU (popmMoil 3a00sieBaHUSI HE OCBOWJIM HaBBIK
CaMOCTOATENIbHO XO0JbObl HM HAa MOMEHT NPOBEJIECHUS TECTUPOBAHMS, HU 32 BECH
nocyenyronuii nepuoa HaomoaeHus. OueHka no mkaie beinu y kaxaoro pedbeHka
npousBoaAwiiack | pa3, olleHMBaNIach CTENEHb OTCTaBAaHWUS MOTOPHOIO Pa3BUTHUS OT
3JI0POBBIX CBEPCTHUKOB B MPOLICHTUJISIX. Ha MOMEHT TeCTUPOBAHUS IE€TU UMEIIU pa3HbIe
MOTOPHBIE HAaBBIKU: OT HEBO3MOYKHOCTHU CHUJIETh CAMOCTOSITENILHO /10 XObObI y OMOPBI.
HecMoTpst Ha 3TO BCe MalMEHTHhl ¢ BPOXKIECHHOM (hopMoi 3a00sieBaHUS MOIYYHIIN
KpaiiHe HU3KHe OaJlIbl IO OATECTaM KPYMHOU U MenKoil MoTopukH mikansl BSID-111,
COOTBETCTBYIOILIME IMOKA3aTEI0 MEHEE | MPOLEHTWIA — OY€Hb HU3KOMY Pa3BUTHIO.
Pe3ynpTaT oOllEeHKM peOeHKa C MOSICHO-KOHEYHOCTHOUN (opmoil 3a0oJieBaHUs 1O
MoTopHbIiM moaTectam BSID-11l  cooTrBeTcTBOBaN cpemHeMy YpOBHIO pa3BUTHSA

(uaTepBait 25-50 neprieHTb). JlaHHBIC TIPEICTABICHBI B TAOIHIIE / HUXKE.
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Tabnuna 7 — Pesynbrars no mkane BSID-I11 (moaTects! kpymHoii 1 Menko
MOTOpPHKH) y nanueHToB ¢ BMJI 1A

ITaument | Bospacrt, mecsinbl | IlpexBapurtenvubiii | IlpensBapurenbnbiii | CymmapHbIii
M THU oommii 0211 oonIMii 0211 NMPOLEHTWIb
(moaTecT KPyNMHOM (moaTecT MeJIKOM
MOTOPHMKH) MOTOPHMKH)
1 27 MecsLeB 5 qHen 10 23 <0,1
2 21 mecan 20 guei 15 22 <0,1
3 22 mecsua 6 nHei 20 26 <0,1
4 24 mecsua 24 nasg 24 27 <0,1
5 16 mecsues 2 qus 28 25 0,1
6 6 Mecsues 20 guei 1 12 <0,1
7 18 mecsiuieB 17 nuei 33 29 0,3
8 32 mecsna 8 nuel 55 46 34

3.6.2. lIkanaa moropHoii pynkuunu MFM

JIJist OLIEHKU JABUTATENIbHBIX HABBIKOB y MAI[MEHTOB CTapiie 2 JIET UCIOIb30Bajlach
mKanxa oneHku MmotopHod ¢ynkiuu MFM (Motor function measure). V nereii B
BO3pacTe OT 2 110 6 jeT npuMeHsuics ynpoiieHHbi Bapuant MFM-20, nanuenTst ot 7
JeT U crapiie ObUIM TPOTECTHPOBAHBI MO MONHON Bepcun mkamnel — MFM-32. ¥V
KaKJI0TO OOJIBHOTO OIEHWBAJICS OOIIMI MPOIICHT, a TAKXKE OTACIBHO PEe3yIbTaThl 1O
TpeM 00JIacTsM, TJe:

D1 — nonoxeHue CTos ¥ EepeMeENICHUE;
D2 — ¢pyHkiuy akcuanbHON ¥ MPOKCUMAIIBHOW MYCKYJIATypPhI;
D3 — nucranpHas ABUTaTENbHAS (QYHKITHS.

TecTupoBaHWe HEKOTOPHIX YYACTHHKOB IPOBOJIUIIOCH HEOJHOKPATHO, BCETO
npoBeieHo 25 otieHoK y 21 yuactHuka o Bepcut MFM-20 1 39 onenok y 31 manmenTa
no Bepcur MFM-32.

Menuana Bo3pacta orieHkH 1o mkane MFM-20 coctaBuia 5,0 [4,0; 5,0] neT. beuio
nporectupoBano 16 genosek (16/100, 16%) ¢ BpoxaeHHOM hopmoii (13 HUX 2 peOeHKa,
JIOCTUTIINX HaBbIKA CAMOCTOSITEIbHON X0Ab0bI) U 5 (5/14, 35,7%) yenoBek ¢ MOSICHO-

KOHEYHOCTHOM (hopMoii 3a00JIeBaHuA.
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Pucynok 9 — IlokazaTenu mikanasl uaMepeHuss MmotopHor Qynkuuu MFM-20/32 no
moayito D1 (monoxxkenuwe cros u mnepemenienue, pucyHok 9A), D2 (bynkuuu
aKCUaJIbHOM W TPOKCUMAalbHOW MYyCKyJnaTypel, pucyHok 9b), D3 (mucranphas
JBUTaTeNbHas (PYHKIMS, pUCYHOK 9B) y manueHToB pa3Horo Bo3pacta. [lpumeuanue:
BM/JI 1A (HA) — neamGynaropusie naruentsl ¢ BMJI 1A, BM/] 1A (A) — marueHTsI ¢
BM/I 1A, umeBmue amOynatopubiii ctaryc B aHamuese, [IKMJ] R23 — mosicHo-
KOHEYHOCTHAsI MbIIIIEYHAs! TUCTpodus THI 23
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OO6muit pezynprar nmo mkaie MFM-20 y neamOynatopHoit rpynmst BMJ[ 1A
coctasui 37,5% (MunumanbsHo 23,0%, makcuManbHo 63,3%), y aMOyIaTOpHOM TPYIIIbI
- 71,0% (65,0 — 77,0), y rpymmsr IIKM/T - 87,0 % (80,0 — 98,0). Bo Bcex rpynmax jnerei
HanOoJiee CHIILHO CTPaJaliv KpyIHbIE MOTOpHBIC HaBblku (pazmen D1): y Hexomsumx
nanueHToB ¢ BMJI 1A pesynbrar cocraBuia 4,0 % (0,0 — 16,7), y nartuento ¢ BM/]
1A, crtocoOHBIX XOAuTh, - 37,5% (33,0 — 42,0), y mere#t ¢ [IKM/] P23 - 71,0% (50,0 —
96,0). Pesynmbrathl mo pazneny D2, onenuBaromero (yHKIIMM aKCHAJIbHOW H
MPOKCUMATIBLHOM MYCKYJIAaTyphl, ObLIH CIEAyIOImMMH: HeamOynatopueie BMJI 1A -
56,3% (29,0 — 95,8), amOymnaropusie BMJ[ 1A - 89,5% (79,0 — 100,0), IIKM/JT P23 -
100,0 % (88,0 — 100,0). V namuentoB ¢ MJIM/] Obl1a HanOoJee pa3BUTa JUCTAIbHAS
neuratenbHas QyHkuua (pasgen D3): y mamumentoB ¢ BMJ[ 1A, He gocturmmx
CaMOCTOATENBbHON X0b0bI, MeuaHa coctaBuia 58,5% (33,0 — 92,0), amOynaropHbie
naueHTs ¢ o0enMu Gopmamu 3aboneBanus HaOpaan MakcuMmanbHbie O6amtel — 100%
(pucyHOK 9).

CratucTUueckd 3HAUMMbIE pa3IUyusi B pe3yjibTaTaX OTMEUAIUCh MEXKIY
HeaMmOynmatoproi rpynmoit BMJI 1A u I[TKMJI P23 no Bcem mokazatensim (D1, D2, D3,
OOIIUI MPOIIEHT), TAKKE JOCTOBEPHO OTIMYAIHCh oOmue pesynbTarhl (p=0,006) u
npoiieHTsl 1o pazfeny D1 (monoxkenue cros u mepemenienue) (p<0,001) mexmy
aMOyJIaTOPHBIMU U HEaMOYJIaTOPHBIMU JIETbMH C BPOXKJIEHHOU (hopMOil 3a00sIeBaHUS.
CTaTUCTUYECKM 3HAYMMBIX Pa3IM4yuil MeXay XoasyuMu nauueHtamu ¢ BMJ[ 1A u
[IKM/J] P23 monyuyeHo He ObLIO, HO MPOCIEKUBAIACh TEHICHIMS K 00Jiee BHICOKUM
Oamnmam 1o paszfeny KpymHod MoTopHo#l ¢yHkiuu (D1) y manmueHToB C MOSICHO-
KOHEYHOCTHOM (hopmoii 3abomneBanus (p=0,093).

ITo mkane MFM-32 Obutn orienensl 24 (24/100, 24%) nanueHnTta ¢ BpOXKACHHOM
dbopmoti (21 HeambOynaTopHbIX, 3 amOynaTopubix) u 7 (7/14, 50%) nmaniueHToB ¢ MOSACHO-
KOHEeUHOCTHOU dopmoii. bonmbHbie nMenu Bo3pact ot 7 Ao 19 ner (meauana 10,5 [8,0;
14,5] ner). O6wmwuit npouent no mxkaie MFM-32 cocrasun 25,0% (Munumansuo 7,0%,
makcumanbHo 60,0%) B rpynmne nHeamOynatopasix BMJ 1A, 66,3 % (61,0 — 69,0) B
rpynne amOynaropasix BMJ[ 1A u 90,5 % (76,0 — 92,7) B rpynne [IKM/I P23. Kak u
IIPU OIEHKE IO YIPOIIEHHON BEPCHUH, CaMble HU3KHE PE3yIbTaThl OBLIN MOJYUYCHBI 3a

KkpymnHble aBurareibubie ¢pyakiun (D1): 2,6% (0,0 — 10,0) - y maur, He JOCTHUIIIHMX
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He3aBHCUMO# x01b0b1, 41,0% (21,0 — 49,0) - y xoasunx nmammentoB ¢ BM/I 1A, 85,8%
(51,3 - 90,0) - y marmenToB ¢ IIKM/JI P23. Pe3ynbrarhl TecTHpOBaHMs 10 pasaeny D2
obuH crenyrommmMu: 36,2% (16,7 — 94,0) — y neamOymnaropasix BMJI 1A, 79,5% (72,2
— 83,0) y amOymnaropusix BMJI 1A, 91,9% (80,6 — 97,2) y IIKM/ P23. Menkas
MOTOpUKA U (DYHKIMS AUCTAIBHBIX OTAEIIOB KOHEYHOCTEHW OblLla pa3BUTa Jydlle IO
CpPaBHEHUIO C JPYTUMHU HaBBIKaMH, cocTaBuB 52,4% (5,0 — 95,0) y HeamOynaTopHBIX
BM/JI 1A, 93,0% (91,0 100,0) y amOynatopusix BMJI 1A, 100% (91,0 — 100,0) y
[TKM/JI P23.

Hamu nannbie npoeMOHCTPUPOBAIIM IOCTOBEPHBIE OTJIMYMS MMOKa3aTeNe 1Mo BceM
ornieHeHHBIM paszfenaMm (D1, D2, D3, oOmuii mporeHT) Mexay HeamMOyJaTOPHBIMH U
aMOyJIaTOpPHBIMU MAIlUEHTaMH C BpOXACHHON (opMoi 3abosieBaHUsA, a TaKkKe
HeaMOyJIaTOPHBIMU TMallMeHTaMd W OOJIbHBIMU C TOSICHO-KOHEYHOCTHOM (POpMOii.
[Tokazarenu nuiy ¢ [TIKMJI P23 Takske ObLITM CTATUCTUUECKU 3HAYMMO BBIIIIE 110 O0IIEMY
pesyabTary (p<0,001) u nmo pazaeny D2 (p=0,021) no cpaBuenuto ¢ nuuamu ¢ BMJI 1A,

CITOCOOHBIX CAMOCTOSTEIBLHO XOOUTB.

3.6.3. Ouenka pa3BuTHs ¢ OMOIIbIO MeToanKN DP3

[lapeHTl € MEpO3UH-ACPUIMTHON MBIIIEYHON JIUCTpOPHEl MOryT HMETh
WHTEJUICKTyalbHbIe HapylieHusi. YToObl OIEHUTh HATUYHe ITOW MAaTOJIOTHH, a TaKkKe
BBEISIBUTH JPYTHE PACCTPOMCTBA Pa3BUTHS y TAIMCHTOB, B JaHHOM WCCIICIOBAHUN
ucnonb3oBajcs onpocuuk Developmental Profile 3 (DP3), mpoBoaumbiii y gereit mo 12
aeT xku3Hu. Ompoc s KaKIO0TO TalMeHTa ObLT MPOBEIECH OAWH pa3, MOCKOJBKY
OCHOBHOE 3a00JIeBaHME HE TMPEANOIaracT MPOTPECCUPYIOIIEe CHIDKEHUE BBICIINX
ncuxuyeckux Gpynkumi. Onenka mo meroauke DP3 Orpina mposenena 49/114 (43%)
nanueHTam: 45/100 (45%) c BpoxnaerHout u 4/14 (28,6%) ¢ MOACHO-KOHEYHOCTHOM
dbopmoii 3a001eBaHuUs.

Cample HM3KHE MOKa3aTeIu y MarMeHToB ¢ o0enumu opMaMu 3a00JIeBaHUS OBLITH
MOJIYYCHBI TI0 JBUTATCIIBPHBIM HABBIKAM W QJAallTUBHOMY TIOBEACHHUIO, OJHAKO
HaOroaIach CTATUCTHYECKU 3HauMMas pasHuia B pesyibTatax BMJ[ 1A u [TKM/J]

P23: HM OOWMH MalNMEHT ¢ TMOSCHO-KOHEYHOCTHON (OpMON HE HMEN 3aJIepKKU
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JBUTATEILHOTO Pa3BUTHS B OTJIMYME OT TMAIMEHTOB C BPOXACHHON (opmoit
3a0oseBaHus1, a0COMOTHOE 00JIBIIMHCTBO (43/45; 95,6%) KOTOPBIX 3HAUUMO OTCTAaBAIN
B MoTOopHOM passutud. [lo apyrum Tpem cdepaMm (KOTHUTHBHOHM, COILMAIBHO-
HMOIIMOHAJILHOM W KOMMYHHMKAaTHUBHOW) TIpU BpOXIEHHON ¢dopme 3aboseBaHus
oTMeua’scs 00JbIIoN pa30poc mokazarenei, OT 3aIePKKU Pa3BUTHS Y OJTHUX MAllUEHTOB
70 CIOCOOHOCTEH «MHOTO BBIIIE CpenHero» y Apyrux jaered. Ilpu mosicHo-
KOHEYHOCTHOM (opMe He HaOII0JIajoch 3aJIepKKU HU B ofHOM u3 cdep. OnHako,
CyIuTh O pe3yabprarax nauueHToB ¢ [IKM/I P23 cnenyer ¢ 0CTOpOKHOCTEIO, TOCKOJIBKY
MHOTHE TMAalUEeHThl 3TOM TPyNmbl ObLIM cTapiue 12 JieT, U ONPOCHUK ObLI MPOBEICH
TosbKO 4 netsim. Huxe Ha pucynkax 10-12 npeacTaBieHo pacnpeeneHne pe3yibTaToB
mkasibl DP3 B KOTHUTUBHOM, COLMAIbHO-3MOIIMOHAIBHOM U pedeBoi cepax AeTelt C

BpoJieHHOH dopmoirt MIM/I.

KorHutnsHoe passutue

4.4
” " 8,9
51,1
B 33/1epXKa pa3BUTHA HUXe cpeaHero cpeAHuIA YPOBEHb
Bbllle cpeaHero ® MHOrO Bbllle cpeaHero

Pucynoxk 10 — Pacnpenenenue nokasareneil KOTHUTUBHOTO pa3BuTuA no mkaine DP3 'y
MAIMEHTOB C BPOXKJIECHHON MEpO3UH-e(DUIIUTHON MBIIIEYHON nuctpodueit 1A
[TonoBuna nereit (23/45; 51,1%) umena cpeaHuil ypoBeHb HWHTEIUICKTYaJbHOTO
pa3BuTHs. 3aJepKKa KOTHUTHUBHOTO pa3BUTHUsS Obuia BbiABiIeHa y 7/45 (15,6%)
narmenToB ¢ BMJI 1A. Eme y 4/45 (8,9%) neteit oTmevalics ypoBeHb KOTHUTHBHOTO
pa3BuTHs «HIKE cpeaHero». 9/45 (20%) 60IbHBIX MPOAEMOHCTPUPOBATH YMCTBEHHOE
pa3BUTHUE «BBIIIE CcpeaHero», a y 2/45 (4,4%) mauueHTOB ypOBEHb MHTEIUICKTa

SHAYUTCIIBbHO IIPCBOCXOANII CBCPCTHHUKOB.
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CounanbHO-aMOUMOHa/IbHOE pa3BunTune

8,9

8,9
- -

N 33/lepP)KKA PA3BUTUA B HUNKE CPeSHEro ® cpeaHee passuTHe

Bbllle cpeaHero ® MHOrO Bbllle cpeagHero

Pucynox 11 — Pacnipenenenue rnokasatenei CoOluaibHO-3MOIMOHAIBHOTO PA3BUTHS TI0
mkajge DP3 'y mnamueHTOB € BPOXKIEGHHONM MEPO3UH-ACPUIIUTHON MBIIICYHON
muctpodueit 1A

ObweHue

2,2 11,1

22,2 ‘

N 33/lepXKKa Pa3BUTUS B HUXKE cpeaHero ® cpefHee pa3BuTMe

Bbllle cpeaHero ® MHOrO Bbllle cpegHero

Pucynox 12 — PacnpeneneHue moxkasareneld mo Imkajie OOIICHUS Y TAIUEHTOB C
BPOXKICHHON MEpO3WH-AePHUIIMTHOIN MBITIIEYHOU qucTpodueit 1A

CxomHbIe pe3yabTaThl MPOJESMOHCTPUPOBAIN IMAMEHTHI U TIO0 APYTHM acIlieKTam
BBICIIUX TICUXWYECKUX (PYHKIHA. BOTBIIMHCTBO JHII IMENO CpeHHE TOKa3aTeln o
COITMAJIbHO-AMOITMOHAIBHOM 111Kase (25/45; 55,6%) n mkane oomenus (19/45; 42,2%).
3anepxKa B COLMAbHO-3MOLMOHANBHOU cepe Habmonanoch y 7/45 (15,6%) nerei,

3a/iepKKa B KOMMYHHUKaTUBHOU cdepe - y 5/45 (11,1%) nerei.
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3.7. Iaroaorus IHHC

OCHOBHBIMU KIMHHUYECKUMU MPOSBICHUIMH TTaTostornueckux n3menennii [{HC mpu
MeposuHonaTuu Obpuu druiencus (12/114; 10,5%), napymenue unremiekra (11/114;
9,6%), pacctporicTBo ayTHcTHUYecKoro crekrpa (4/114; 3,5%). [laHHble W3MEHCHHS
ObUTH BBISIBIICHBI TOJBKO Y MAllMEHTOB C BPOXKICHHOW (Qopmoii 3aboneBanus. Taxxke
nopaxkenue [[HC BeIpakanoch B HaJIMYUM TNATOJOTUYECKOM aKTUBHOCTH Ha OO
(24/63; 38,1%) u CTPYKTYpHBIX MaidbhopMamusax rojoBHOro mosra (5/79; 6%). Otu
U3MEHEHUS PETUCTPUPOBATUCH MTPH 00eux GopMax 3a00IeBaHMUS.

C uenpio BBISBICHUS MATOJOTMYECKOM aKTUBHOCTH OOJIBIIMHCTBY MAIlMEHTOB
npoBoawiack OOl ¢ (QyHKUMOHANBHBIMU TpOOaMH, MPU HATUYUU W3MEHEHHN —
JOTIOJTHUTENBHO 3aMKUChIBANICA BU1€0-DI] -MOHUTOPUHT B OOJPCTBOBAHMM U BO CHE.
Bcero uccnenosanus nposesieHbl 63 00JbHBIM B Bo3pacTe oT 6 mecsieB 10 29 aet: 56
marmenram ¢ BMJI 1A, 7 mammuentam c¢ IIKMJI P23. JluarHo3 snuierncuu OBLI
noctaBied 12/114 (10,5%) mnanuveHTaMm, BCE€ OHHM HMMEIH BPOXICHHYIO (opmy
3a00yeBaHus. ONWIENICUS XapaKTepU30Bajach OTHOCHUTEIBHO TMO3JAHUM HA4yaJoM:
CpelHui Bo3pacT AebroTa amuiienicuu coctaBui 11,5 nmer (nuamazon ot 5 1o 16 ner).
HaubGonee yacteiM TuUTIOM TIpUCTYNOB Obutn (okanbubie (7/12; 58,4%). Ilpuctymsl ¢
(GOKAIbHBIM HAuyaJioM WMEIU Ppa3HOoOOpa3Hyr0 (EHOMEHOJOTHIO: TOHUYECKHUE,
KJIIOHUYECKHE C aBTOMAaTh3MaMu M 0e3, IMWICNTUYECKHE CIa3Mbl, BEr€TaTUBHBIC U
3putenbHbie. [IpakTuyecku Bce (hOKaIbHBIE MPUCTYIBI COMPOBOXKAAINCH HAPYILIEHUEM
OCO3HAHHOCTU. BereTaTuBHBIE TPHUCTYIBI OTMEYAIWCh Yy JBYX TAIMEHTOB U
MPOSIBJSUIUCH TOJIOBOKPY>KEHHEM, TOIIHOTOM, MO3BIBAMH Ha PBOTY WA PBOTOM,
NaJICHUEM caTypalyu, Taxu- u Opagukap e, 9yBCTBOM HEXBATKHU BO3AyXa. Y UUThIBAsI
OCOOCHHOCTH TPOSIBJICHUS BEreTAaTHUBHBIX MPHUCTYIIOB, JaHHBIC OHNU307bl OBLIU
paclieHeHbl KaK OCJIO)KHEHHUS MEPO3WH-Ie(PUIIMTHON  MBIIMICUHOU JUCTpoduun
(rumoBeHTUJISALIUS, TacTpod3odareasibHas pedtokcHass 00Jie3Hb), B CBSI3U C YEM Y
000MX MAIMEHTOB OTMEYANIach 3aJep>KKa MOCTAHOBKH JIMATHO3a AMUJICTICUU. Y TPETH
O0onpHBIX (4/12; 33,3%) perucTpupoBaUCh TE€HEPATM30BAHHBIE TPUCTYIBI, OJIUH
narment (1/12; 8,3%) umen coueranue GOKaIbHBIX M T€HEPATU30BAHHBIX MTPUCTYTIOB.

DEHOMEHOIOT U ICHCPAJIN30BAHHBIX  IIPUCTYIIOB COOTBCTCTBOBAJIa a6C3HC3M,
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aTOHUYECKHUM, TOHHUKO-KJIOHUYECKUM u MHUOKJIOHUYECKUM IPUCTYyTIaM.
WuauBuyalibHblEe XapaKTEPUCTUKH SMHUIICTICUU MTallUeHTOB MPUBEEHBI B TabuIe 8.

HaubGonee udacTto Ha3HauaeMbIM aHTUANWIENTHYECKUM mpernaparom (ADII) Obun
JIeBeTUpaleTaM, TakKe MPUMEHSIIUCh BaJbIIPOAThI, JTAMOTPUIKUH, KapOaMa3enuH B
MOHOTEpanuu U B KoMOMHanusx. /[Ba mamuieHTa 1Mo COOCTBEHHOMY DEIICHHIO He
npunuMan ADIl B cBA3M ¢ peAKMMH NPUCTyNaMH, Y OJHOTO M3 HUX MPOHU3O0ILIA
CaMOTMPOU3BOJIbHAS PEMUCCHS, B TE€UEHHUE IISITH JIET J0 HACTOSALIEI0 MOMEHTA HOBBIX
AMHU30/I0B MPHUCTYMOB HE (PHUKCUpOBajoch. Y MByX JAereid Ha (OHE MOHOTEpaIruu
JOCTUTHYTO ypexkeHue npuctynoB Ha 50 u 75% coorBeTcTBEeHHO. TpeTh OOJIBHBIX
(4/12; 33,3%) umena (apMakOpe3UMCTCHTHYIO SIHJICIICHIO. B Hariel BBIOOpKE HE
Ha0JI01AT0Ch 3aBUCHMOCTH T€HEPATM30BAaHHOMN U (DOKATBLHOMN ATIIICTICUU OT OTBETA Ha
aHTURIUJIENITUYECKYIO Tepanuio. boiibHbIe ¢ pedpakTepHON sMUeniCUed UMeIH Kak
¢doxkanpHble (1/4), Tak U reHepann3oBaHHbIE (2/4) TPUCTYIIBI, OJUH YEJIOBEK UMEN UX
COUYETaHHE.

[Ipu paccMOTpeHUM MOTEHLUUAIbHBIX NPEIUKTOPOB pa3BUTUSA pedpaKTEpHOIl
MuIIenicuu (Bo3pacT e0i0Ta SMWICTICHU, HAIWYUE MAaXUTUPHUU, HAJU4Yhe MHUHUMYM
OJTHOTO BapHaHTa HYKJIEOTHJHOH mocienoBaTenbHOCTH B nomeHe LG y manwmenra,
COueTaHWEe TUIIOB BapMAHTOB HYKJICOTHUAHOW mocienoBarenbHOCTH B reHe LAMA2) B
Halel BEIOOpKE HE OBbLIO BBISIBIEHO HU OAHOTO (paKTOpa, IOCTOBEPHO BIIMSIONIETO HA

dbopmupoBaHue GpapMaKOPE3UCTCHTHOMN AIUIICTICHH.
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Tabmuna 8 — WHauBuayandbHBIE XapaKTEPUCTUKU TMAIMEHTOB C SMHICNCHEH, CTpajaloluX MepO3UH-ACPHUIIMHON MBIIICUHOM

nucTpodueit
Bospacr Teuenune nuiencun 3anep:kka MPT Jlomen
AedrTa KOTHUTHBHOTO Tr0JIOBHOI'0 LG
IMUIENCHHU Tun npucTynos Ocob6ennoctu I3 A1 pa3BUTHA Mo3ra
®dokallbHblE MOTOPHBIE C ®apMaKoOpe3UCTEHTHAsL | Aa JIIT na
aBTOMaTH3MaMH + JIBT,
13 | remepanmu3oBaHHBIC I'DA, mynetu POA, BIIA,
[MTammenT 1 MHOKJIOHUYECKHE SWAS Bo cHe TIIM
DoKaNbHBICE TOHUYECKHUE C Pemuccus 4,5 roma HET JIIT na
ITamment 2 5 | mepexooM B aTOHMYECKHE I'DA, mynst POA JIBT
I'enepanuzoBannbie (BTKII, I'DA, mynsta POA Pemuccus 1 ron HET JIIT na
ITanment 3 13 | MUOKITOHUYECKHE) JITXK
YMeHbllIeHUE YacTOThl | HET [Taxurupus | na
[NanmenT 4 8 | ®okanbHbIEC BETETaTHBHBIC I'2A BITIA npuctynos Ha 50% + JIII
BIIA, DapMaKope3UCTEHTHAs | HET JIIT na
KBM3,
[Tanuenrt 5 13 | ®oxkanbHBIC 3pUTETBHBIE PDA JIBT
Mynbtu POA YMeHblIeHHE YacTOThl | HET JIIT HET
[Manuent 6 6 | ®oxanbHbIE BereTaTHBHbIE JBT MpHCTYTOB Ha 75%
I'DA BIIA, DapMaKOpe3UCTEHTHAs | HET JIIT za
I'enepanuzoBanHbie JIBT,
[Manuent 7 10 | (abcanchl) JITXK
ITanment 8 10 | ®oxkanbHbBIC 3pUTEIBEHBIC PDOA JIBT Pemuccus 9 mecsnes HET JIIT HEeT
CoxpaHeHHe peKuxX HET JIIT na
@dokanbHble SHMUICOTHYECKHE He npuctynos (3-4 pasa B
[Taruent 9 13 | cmasmsr POAuIDBA MOJIy4aeT | roj)
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[Tpogomxenue Tabmuist 8

doxanpHBIC TOHUYECKHE, CaMorpoun3BobHAS HET JITT Ia

KIIOHUYECKHE, C HE pemuccus 5 et
[MammenT 10 13 | aBromaTu3MamMu Mynst POA ToJTy9aeT

I'enepanusoBannsie (BTKII, BIIA, DapMaKope3UCTEHTHAs | Ja JIIT HET
IMTamuenT 11 11 | MuOKIIOHMYECKHE) I'9A, mynstu POA JIBT

I'enepanusoBanHbIe Pemuccus 8 ner HET JIIT Ja
IMTamuent 12 16 | aTonnveckue I'DA BITA

Ipumeuanue. SWAS — spike-and-wave activation in sleep, cunapom cnaik-BoiHOBoM akTuBanuu Bo cHe, BTKII - OunarepaabHbIii TOHMKO-KJIOHHYECKUI
npuctymn, BIIA — Banenpoatsl, DA — renepanuzoBanHas snuientudopmuas aktuBHocTh, KbM3 — kapbamasenun, JIBT — neBetupauerawm, JIIT — nelikonarus,
JITXK — namotpukuH, POA — pernonanpHas snuinentudopmHas akTuBHOCTb, TIIM — Torupamar.
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KornuTuBHble HapyllleHHs] y TMAalMEeHTOB ONPENEsUINCh Ha OCHOBAHUH
onmpocHuka DP3, a Takke OCHOBBIBAJIMCh Ha pe3yjbTaTaXx ICHUXOJIOTO-
negarorndeckoii komuccnuu. OpmHHANath manueHtoB (11/114; 9,6%) wnamei
BBIOOPDKM HMEIIM HWHTEJUICKTYallbHbIE HapylIeHUs: y JBYX (PUKCHUPOBAIUCH
ANUJIENITUYECKUE MPUCTYIIBI, Y TpeX HaOmonanach narojoruyeckas I3, y nByx
OOJBHBIX HE OBUIO AICKTPOPUZUOIOTHICCKUX OTKIOHCHHM, YETHIPEM IMAIIMCHTAM
991" He nmpoBoaunack. CienyeT OTMETUTh, YTO BCE MAIUEHTHl ¢ KOTHUTHUBHBIMU
HapYLICHUSMH CTPaJiald BPOXKIEHHOU (popmoii 3a00eBaHus.

B wnameit BriOOpke amarHo3 paccrpoiictBa aytuctuueckoro crnektpa (PAC)
umenu uerBepo (4/114; 3,5%) denoBek, Bce CTpajald BPOXKIEHHON Gdopmon
3a0oneBanusl. HUKTO M3 MAlMEHTOB HE MMEJ JUArHO3a SIUICTICUM, U TOJBKO Y
oJIHOTO peOeHka OblIa 3aUKCUpOBaHa AMUIeNTU(GOPMHAS aKTUBHOCTH Ha D01

Cpenu Bcex Il ¢ MPOBEJAECHHBIM 3JIEKTPO(YU3UOIOTUUECCKUM HCCIEIOBAHUEM
HopMasibHag D3I Habmonanacek y 39/63 (61,9%), snunentudopmHasi aKTUBHOCTh
(DA) - y 24/63 (38,1%) yenoBek, 4TO COCTAaBWIO OoJiee TPETH marmeHToB. U3 24
nanueHToB ¢ DA Ha D01 12 naureHToB CTpagaiv SMUJICTICUEN.

VY Bcex OOJIBHBIX € AMIICTICHEH PErMCTPUPOBAIIACH MATOJIOTHUECKasi aKTUBHOCTh
Ha DOOI. M3menenuss Ha OO ObUIM pacmpeiesieHbl CIEAYIOMHUM 00pa3oM:
pernoHanbHas DA -y 2/12 yenosek (16,7%), MynbTUpernoHagbHas DA — Tak Ke y
2/12 genoBek (16,7%), renepanuzoBanHas DA y 3/12 (25%) genoek, couetanue
peruoHanibHON W reHepanuzoBaHHOM DA y 1/12 (8,3%) manueHta, codyeTaHue
MYJIbTUPETHOHAILHON M TeHepanu3zoBaHHOW DA y 4/12 (33,3%) namueHToB.
OCHOBHOWM KOPKOBBI PUTM B OOJIBITUHCTBE CIIy4aeB COOTBETCTBOBAJI BO3PACTHOM
HOpMeE, MCKIIIOUEHHE COCTaBUi oauH OombHOU (1/12; 8,3%). ¥V AByX mauueHToB
(2/12; 16,7%) DA codeTanach ¢ 3aMeIJICHHEM OCHOBHON aKTUBHOCTH.

B rpynne maruentoB ¢ DA 6e3 snunencuu (12/51 (23,5%)) naronornueckue
O0l'-u3meHenust ObUIM  TpeAcTaBlieHbl  peruoHanbHOM  (5/12;  41,7%),
reHepanu3zoBaHHor (2/12; 16,7%) snuienTHdecKoil aKTUBHOCTBIO, a TaKXKe HX
couetanueM (2/12; 16,7%), y 3/12 (25%) 4denoBek perucTpupoBaics

doTomapokcuzmanbHbiid 0TBET (PIIO) (Tabnuima 9).
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Tabnmuna 9 — XapakTepucTHKa HAlMEHTOB, CTPAJAIOIIMX MEpPO3UH-IePUIIUTHON
MBILIEYHON AUCTpOodueH, ¢ anuaenTuOpMHONA aKTUBHOCTHIO 0€3 SMUIICTICHH

3agepikka MPT Jdomen
Bo3pacrt KOTHUTHBHOI'O rojiopHoro | LG
MpoOBeAeHUs OcobGennoctu | pa3Butus/ Mo3ra
2T 9T ayTH3M
IMamuent 13 13 | DA HET JII Aa
®dIIO 2 Tun mno | "Her JIIT na
IMauuent 14 15 | Waltz
POA +TDA HET MaxXUrupust | HET
[Tatment 15 ) + JIIT
ITanuent 16 6 | PDA HET JIIT Aa
[MaruenT 17 12 | PDA +TDA HET JIII Aa
ITanment 18 6 | PDA na JIIT a
ITanment 19 5| PDA HET JIIT a
ITamuent 20 55| PDA HET JIIT HEeT
®I10 2 tun no HET JIIT HET
IManuent 21 3,5 | Waltz
ITarment 22 14 | I'DA HET JITT na
®I10 2-3 Tunm no | HET JIIT HET
ITarment 23 2 | Waltz
ITarment 24 6 | PDA HET JIIT HET

Ilpumeuanue. 'DA - reHepanuzoBaHHas SNUICOTUPOPMHAS aKTUBHOCTb, POA — pernonanbHast
snunentudopmHas akTuBHocTh, PI1O- poTonapokcuzmManbHbIi OTBET

OCHOBHO KOPKOBBII PUTM y BCEX OOJIBHBIX COOTBETCTBOBAJ BO3PACTHOI HOpME,
y oaHoro uyenoBeka (1/12; 8,3%) orMeuanock couyeTtaHue DA ¢ 3aMeJICHHUEM
OCHOBHOHM akTWBHOCTH. Haubonee uacto

OIINJI CHTI/I(l)OpMHaH AKTHUBHOCTB

JOKallu30Bajach B TEMEHHBIX, 3aJHEBUCOYHBIX W 3aTBUIOYHBIX 00JACTIX
HE3aBUCUMO OT HaJu4Ms AuarHosa snuiencuu. Crnenupuiyeckux U3MEHEHHUH 1o
JaHHeIM D01 'y  OOJNBbHBIX MEPO3UH-ACPUIIMTHOW MBIIIEYHONH AUCTpoduen
BBISIBJICHO HE ObUT0. B Hamiell BhIOOpKE BCe MAIMEHTHI C DIUJICTICUEH WMETH

BPOXKIECHHYIO (opMy 3a00JI€BaHUS U TOJNBKO Yy JIBYX YEJIOBEK C MATOJIOIMYECKON
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akTUBHOCTbIO Ha O3l Obula MOSCHO-KOHEYHOCTHas ¢opma. OaHako,
CTaTUCTUYECKHM 3HAYMMOM pa3HULBI HU MO0 HAIMYUIO SIHICNTA(YOPMHOM
akTuBHOCTH (p=0,699), HU 110 IPOSIBICHUIO YNUIENTUYECKUX MPpUCTYIOB (p=0,329)
y MALUEHTOB C Pa3HbIMU (popMaMu MEPO3UH-IEPUIIUTHON MBIIIEYHON AUCTpOodhUn
MOKa3aHo He OBLIO.

MPT romoBHOoro wMmo3ra Obiia mpoBeneHa 84/114 (73,7%) OOJBHBIM.
CTpyKTypHBIE HAPYIICHUS KOPHI TOJIOBHOT'O MO3ra ObUIH 3apEeTrUCTPUPOBaHbI y 5/84
(6,0%) yenmoBek W TpeACTaBIEHBI JBYCTOPOHHEH 3aTBUIOYHOW IJUCCOHIEATNEH
(maxurupuet) M JIBYCTOPOHHEH OyIBDKHMKOBOM Manbhopmanued (paHee —
muccaHIedanus 2 tuna). [laxurupust otMedanach y AByX MallMeHTOB C BPOKICHHON
dbopMoil U y IBYX MALIMEHTOB C MOSACHO-KOHEYHOCTHOU (hopMoiil 3ab0JieBaHus, €11Ie
y onHoro namuenta ¢ BMJ] 1A 3adukcupoBana OyJabDKHUKOBAsT Malb(opmariusi.
Cpenu ManueHToB CO CTPYKTYPHBIMH M3MEHEHUSMH TOJIOBHOTO MO3Ta BCETO OJUH
YEJI0BEK CTPaAall ANMWIETICUEN, OJJMH NAaMEHT UMEI IMATOJIOTHYECKYI0 D1, y 1BOUX
anekTposHIedanorpadhuueckue XapakTePUCTUKH COOTBETCTBOBAIM HOPME, OJHOMY
6ompHOMY D3I He TTpoBOAMIACk. Y MANMEHTKH C MaXUTUPHEH u smuierncueit 1-2
paza B Mecsl BO3HHMKaIM (HOKaJbHbIE BETETATUBHBIE TMPUCTYIbI, a Ha
MEXIPUCTYITHOW D3I perncTpupoBaivch I€HEPAIM30BAaHHBIE Pa3psibl B BUIIE
KOMIUIEKCOB «OCTpasi-MeJIEHHAs! BOJTHAY, «CTIalK-TIOINCIIalK-MeJICHHAsI BOJTHA» U
doxkanpHas >mmIenTU(OpPMHAs AKTUBHOCTh B TIPaBOMl JJOOHOM U B JIEBOM TEMEHHO-
3aThUIOYHO-33JHEBUCOYHOM, CIIPOBOIMPOBAaHHAsA rUnepBeHTHIsInNE. [lanmenTke
OblJla Ha3HA4YEeHA BAJILIIPOEBAsi KUCJIOTA, YACTOTa MPUCTYIIOB COKPATHIIaCh OOJIBIIE

4yeM B JIBa pasa, nanpHeimmii nogoop ADII He mpoBoaUICS.
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Pucynok 13 — MPT royioBHOro Mo3ra naiyeHTa ¢ nmosiCHo-KOHEYHOCTHOUM (popMoit
3a0oneBanus. T2-B3BelIeHHbIE W300pakeHHs. A. J[BYCTOPOHHSISI 3aTbUIOYHAs
NaXUTUpus W YYaCTKM TMOBBINICHHMS CHTHajga OT Oemoro  BeUIecTBa
nepuBeHTpUKYIsipHO. b. IloBbIIeHHe curHana OT O€Joro BElEeCTBA T'OJOBHOTO
MO3ra B JIOOHO-TEMEHHBIX JOJSX (JICMKOMATUYECKUI aTTEPH )

Y npyroro mammeHTa ¢ JBYCTOPOHHEH 3aThUTIOYHON maxurupueit (pucyHok 13),
HO 0€3 AIWJIETICUH PETUCTPUPOBAIOCH YMEPEHHOE 3aMEJIEHHE OCHOBHOW PUTMHUKH,
pervoHaibHas JNWICNTHYECKAas] AKTHMBHOCTb B  33JHEBHCOYHO-3aThLJIOYHBIX
00JIaCTSAX B COYETAHWM C F€HEPAIU30BAHHOW AMMIENTHUPOPMHON AKTUBHOCTBIO U
MpoOeKKaMH  CTPYNIUPOBAHHBIX  CHANKOB, TMOJHCIANKOB C  TEPEMEHHOMN
JaTepaau3alei aKIeHTa B 33 JHEBUCOYHO-3aThlI0uHOW00MacTsx (pucynok 14, 15).
Nunekc snunentuopMHONM aKTUBHOCTH B OOApPCTBOBAaHUM ObLI HM3KHId, BO CHE
Hapactajl J0 CpeaHuX 3HadeHud, oxono 35-40%. Ilpu npoBengeHuun
(yHKIHOHAIBHBIX TPOO NMATOJIOTMYECKUE U3MEHEHUsI He HapacTanu. KinuHudeckux
COOBITUH y MalMEHTa HE OTMEYaloCh, OAHAKO BO3PACT Ha MOMEHT IMOCJIEAHErO

0CMOTpa peOCHKA COCTaBIISLI 5 JIET.
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Pucynox 14 — 33T y manumeHta ¢ JABYCTOPOHHEW 3aThUIOYHOM TaXUTHUPHUEH.
Pernonanbhast snuiaentudopMHas aKTUBHOCTh B  33JHEBHUCOYHO-3aTHUIIOYHBIX
obnactsx (ykazaHa ctpenkoit). [Tapamerpst 3anucu 931: ®HY 1 I'u, ®BY 70 I,
cereBoil punbtp 50 ', ckopocth 3amucu 30 MM/CeK, 4yBCTBUTEIBHOCTh 14
MKB/MM.
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Pucynok 15 — OO y manmeHta ¢ JABYCTOPOHHEW 3aTBUIOYHOM NaXUTHPUEN.
[IpoOexka  CrpynmuUpOBAHHBIX  CHAWKOB, TOJUCIAWKOB C  TMEPEMEHHOM
JaTepanu3aireil akimeHTa B 3aJHEBHCOYHO-3aTHIJIOYHOM o00nacTax (yKa3aHbl
crpenkoit). Ilapamerpsi 3anucu O31': ®HY 1 ', ®BY 70 ', ceteBoit puabTp 50
['m, ckopocTts 3anucu 30 MM/CeK, 9yBCTBUTENLHOCTE 20 MKB/MM.
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[Ipaktuuecku y Bcex OonbHBIX 80/84 (95,2%) Habmronancs Tak Ha3bIBaeMbIH
«JIEWKOIMAaTUYECKUID» MaTTepH (TUIIEPUHTEHCUBHBIN cUTHAJ B pexkume T2 oT 6enoro
BemiectBa Ha MPT ronoBHOro Mo3ra), 3a HUCKJIIOYEHHEM YEThIpEeX JeTeH,
UCCJIEIOBAHUE KOTOPHIM OBLIO MPOBEAECHO JI0 Tojila B MEpUOj HE3aBEpPIICHHOM
MUETUHU3AIINH.

Eme omamm 3aboneBanuem [THC y 6ompabx ¢ MJIMJI Oblna ruaporiedamus.
[latonoruss nHabmonmanace y 2/84 (2,4%) nereit ¢ BpoxaeHHON ¢dopmoi
3a0oeBaHusl, 0OOMM YCIIEIIHO OBIJIO BBIMIOJIHEHO BEHTPHUKYIIO-TIEPUTOHEATHHOE

IIYHTUPOBAHUE.

3.8. Opronennyeckue 0CA0KHEHUS

Paznuunbie nedopmanmu onopHo-aBurarenbHoro ammapara (OJA) B Toi uiu
MHOM CTENEeHH BCTPEYaroTcsa NMpH BeexX (hopmMax MEpO3UH-ACPUIUTHON MBIIICYHON
TUCTPOPUU U yCYryOJIIIOTCSI TI0 Mepe IpOrpeccupoBaHusl 3a00JI€BaHUSL.
OCHOBHBIMH OCJIOKHEHUSIMU CO CTOPOHBI CKEJIETHO-MBIIIEYHON CUCTEMBI SIBJITFOTCS
KOHTPAakTypbl CyCTaBOB, HAapyLIEHHWs OCAaHKH, BBIBUXM U  IOJBBIBUXU

Ta300€PEHHBIX CYCTaBOB, Ae(OpPMALIIH CTOIL.

3.8.1. KouTrpakTtyphbl cycTaBoOB

B uccnenoBanuu y abcomotroro 6onpimmHacTBa (102/111 (91,9%)) nanmentoB
UMEIIUCh KOHTPAakTyphl cyctaBoB. Bce 9/111 (8,1%) denoBek, HE HMEBIIHMX
nedopManuii cycTaBoB, Ha MOMEHT Hallero HaOIIOJCHUS ObUIM MaJIeHbKOTO
BO3pacTa MU MMENN KOPOTKUW aHaMmHe3 3a0oJieBaHUs (TAIlMEHTHI C BPOXKICHHOMN
dbopmoit 3a0o1eBanus UMeau Bo3pact 110 3 jet, nauueHTsl ¢ [IKMJ] P23 — 5 u 6
JIeT).

[TameHTHI Kak ¢ BPOXKIESHHOM, TaK U C MOSCHO-KOHEYHOCTHON (hopMOK uMenn
OTPAaHUYCHMS] TOJBUKHOCTH CYCTaBOB, OJIHAKO JIOKAJIMU3AIUS KOHTPAKTYp

oriinuanack. [Ipu BMJ[ 1A Henb3st 1OCTOBEPHO ONpPENETUTh, KAKUEe KOHTPAKTYPhI
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(GbopMUPOBAITUCH B 1€0I0TE: Y Pa3HBIX MAIUEHTOB JIOKATH3AIUS TEPBBIX KOHTPAKTYP
ommmyanack. Y 16/90 (17,8%) uyenmoBek neOHOT KOHTPAKTYp HMPHUXOIMIICS Ha
rojieHocTonHble cycraBbl, y 14/90 (15,6%) - Ha TazobeapenHbie cycraBbl, y 6/90
(6,7%) — Ha KOJICHHBIC CYCTaBBl, HO YaIlle OTPAHUYCHHUS B CyCTaBaX Pa3BHBAIIUCH
OJTHOBPEMEHHO. Y OOJBIIMHCTBA MAIIMEHTOB C BPOXKACHHON (popmoii 3aboneBaHMs
K JIByM TOJaM HWMEIUCh KOHTPAKTYpPhl B Ta300€APEHHBIX, KOJEHHBIX WIIH
TOJICHOCTOITHBIX cycTaBax. Hepenako orpaHudeHust ObUTH 3aMETHBI YK€ C POIKICHUS
— TaKWe MAIMEHTHl B OyayIieM He MpHOOpenr CIOCOOHOCTh XOIUTh. JIOKTEBBIC
KOHTPAKTYpPBhl TMOSBISUIMCH HECKOJIBKO TO3Ke: MeauaHa Bo3pacta coctaBmia 4,0
[3,0; 7,0] roma. bomee uem y monoBuHbl 607bHBIX BMJI 1A (47/90 (52,2%))
OTMEUYAJIUCh OTPAHUYCHHS IOJBIKHOCTH BO BCEX KPYIHBIX CycTaBax. Bospact
dbopMHpOBaHUS TOTAIBHBIX KOHTPAKTyp BapbupoBayics oT 1 roma go 15 et u B
cpenHeMm paBHsuIcs 4,5 roaam.

B rpymmax amOymaTopHBIX M HeaMOyJIaTOPHBIX TAIlUEHTOB C BPOXKICHHOMN
dbopmoii 3a00s1eBaHMs HE OBUIO 3HAYUMBIX PA3IMUUNA MO HAIMYUIO U JIOKAJTU3AIUH
KOHTPaKTyp, OJHAKO Yy TMAIMEHTOB C HAJIWYHUEM CaMOCTOSTEIbHON XOIhOBI B
aHaMHe3€ OTPaHUYCHUSI IBUKEHUH B CycTaBaX (POPMUPOBATHUCH JOCTOBEPHO MO3KE:
MeIMaHa BO3pacTa MOsIBJICHUS NEPBbIX KOHTpakTyp coctaBmiaa 1,5 [0,0; 3,0] rona B
HeaMmOymnaTopHoii rpymre u 6,0 [3,0; 12,0] 1eT B aMmOynaTOpHOM rpyrine narueHToB.
Pucynok 16 neMOHCTpUpPYET HEYKIOHHO MPOTPECCUPYIOIIEE YUCIO MAlUEHTOB C
HaJIMYMEM KOHTPAKTYP OTIEIBHBIX CYCTAaBOB C BO3PACTOM.

VY nonasnsromniero 6onpmmacTBa 60apHBIX [IKMJ P23 (12/14 (85,7%)) Takxke
OoOHapy>KUBAJIUCh OTPAHUYEHUS IBMKCHHM B cycTaBax. TOJBKO Y OJTHOTO MaIlieHTa
C TOSICHO-KOHCYHOCTHOW (OPMOM WMENNCh KOHTPAKTYPhI B KOJICHHBIX W
Ta300€JpeHHBIX CycTaBaxX JieTKOW crerneHu. K Tpem romam y 3TOro OOJIBHOTO
BBISIBIISITUCH OTPAaHUYCHHS JBM)KCHHH BO BCEX KPYIHBIX CycTaBaX, OJHAKO YTOJI
nedopmaru  ObUT  HeOONBIIUM. J[aHHOMY TAllMEHTy B BO3pacTe IISATH JIET
MPOBE/ICHA aXWUIOIJIACTUKA W B JAJIbHEHUINIEM TMPOBOAMIACH peaduIuTaIus,
OPTOTICTMYECKHUE PACTSKKH, PETYJIIPHO MCIOJIB30BAIMCH OpTe3bl. KOHTPAKTYpHI B

KOJICHHBIX CyCTaBax CO BpEMCHCM HUBCIIMPOBAJIMCh.
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Pucynok 16. Jlons manueHTOB ¢ HAJIMYMEM KOHTPAKTYyp OTHEJBHBIX CYCTaBOB B
pas3Hble Bo3pacTHbIe niepuobl. [ lpumeuanue: I'C — ronenocromnnsie cycrabbl, KC —
KoJieHHbIe cycTaBbl, JIC — nokreBbie cycTaBbl, ThC — Ta300e1peHHbIE CYCTaBBbI.

Y ocTanbHBIX MAIUEHTOB OTMEYAINCH MO0 M30JIMPOBAHHBIC KOHTPAKTYPHI B
rojieHocTtonHbix cycraBax (7/12 (58,3%)), nmubo ux coueTaHue C JIOKTEBBIMU
KOHTPaKTypaMH. OrpaHudeHuss TOJBMXKHOCTH  paHbIe TMOSBJISINCH B
TOJIEHOCTOITHBIX CyCTaBax, MeauaHa Bo3pacta coctaBwia 5,0 [3,0; 9,0] ner.

KoHTpakTypbl B TOKTEBBIX CycTaBax oOHapyx)uBanuch k 12,0 [6,5; 14,5] romam.

3.8.2. HapyuieHusi 0CaHKHU

[Ipu Mepo3uH-AEPUUUTHON MBIILIEYHOW IUCTPOPUU OTMEHaeTcsl OOJIbIION
CHEKTP HApPYIICHU OCaHKU: KHU(O3 IPyIHOTO OTIENa, TUIEPIIOPI03 MOSICHUYHOIO
OTJIeJa MMO3BOHOYHUKA, CKOJIMO3 PA3JIMYHON CTENEHU TSHKECTH, & TAKKE HAPYILICHHE
OCaHKM MO THUMY IUIOCKOW crnuHbl. s oneHku Hamuuug —AedopMaiuii
MO3BOHOYHOI'O CTOJI0A TPOBOAMUIIACH PEHTTEHOrpadHsi MTO3BOHOYHUKA B OJTHOM HITU
JBYX TPOEKIUsAX (Tpsimasi © OOKoBasi). Y HEKOTOPBIX YYACTHUKOB HCCIIEIOBAHUE

BBITIOJTHEHO HeoJHOKpaTHO (29/114 (25,4%)); Bcero nmpoBeaeHo 130 uccienoBanuit
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y 89 yenoBek. CTeneHb CKOJIMO3a OIIEHUBANIACch MO HauOoJiee MPUHATON B Halen
cTpaHe kinaccudukauu rmo Yaxnuny B. /1.

I crenenr — yron Ko66a 0-10°

II crenens — yron Ko66a 10-25°

I crenens — yron Ko66a 25-50°

IV ctenens - yron Ko66a > 50°
JlanHas knaccudukanus Takke uMeeT O00JbIIoe MPAKTUYECKOE 3HAYECHUE C TOUKHU
3peHHUs] OMpejeNieHUs] TMOKa3aHWW K XHUPYPrHUECKOMY JIEYCHHIO CKOJHMO3a.
OOmenpuHaTo, 4To HauyuHag ¢ yria Jgedopmammu  no  Ko6oy>=50°
paccmaTpuBaeTcsi BOIPOC 00 ONEpaTUBHON KOPPEKIIMU TO3BOHOYHHUKA.

Menuana Bo3pacTa NpoBeAcHUs peHTreHorpaduu mnpu oboux Gdopmax
3a0o0JieBaHuUs COBIajaa U ObUIa paBHA 6 roJaM, HAXOAACh B quamna3oHe ot 1 rona
no 17 ner.

OtrMmeyanace Oounblliasg pa3HHUIA [0 HAIMYMIO CKOJIMO3a W CTENEHU €ro
IPOrPECCUPOBAHUS HE TOJIBKO y MAIIMEHTOB C pa3HbIMU opMaMH 3a00JI€BaHMsI, HO
TaKke U B aMOyJIaTOpHOW M HeaMOyJlaTOpHOW rpynnax mauueHtoB ¢ BMJI 1A.
Pentrenorpagusi Mmo3BoOHOYHMKA IpoBeneHa 69 mnanueHTaM HeamOyJIaTOpHOM
rpynnsl ¥ 8 nanueHtaM amOynatopHoi rpynnsl BM/] 1A. bonbHble BpOKIEHHOM
bopMoii, KOTOpbIE HE JOCTHUIJIIM CaMOCTOSITENIbHOW XOAbOBI, UMENU CIIEIYyIOIIee
pacripeieieHie 1o CTeneHu ckoino3a: 1 crenenb — 15/69 (21,7%), 2 crenens — 9/69
(13,0%), 3 crenenp — 13/69 (18,8%), 4 crenens — 11/69 (15,9%). He umenn
UCKpUBIIEHUN 1o3BoHOYHMKA 21/69 (30,4%) udenoBexk HeamOyJIaTOPHOU TPYIIIHI.
Pucynku 17-19 HarmsiiHO NEMOHCTPUPYIOT YBEIMYEHUE CTENEHU CKOJIMO03a C
BO3pAacTOM B pa3HBIX IPyMax OOJbHBIX.

B cpennem ckonmos nmpu BMJI 1A passuBancs k cemu rogam (7,0 [4,0; 10,0]), a
y OTACNBHBIX AETel OBLI 3apETUCTPUPOBAH YK€ K KOHIIy TEPBOTO TOfa >KU3HH.
Tsoxensiit ckonnos (4 crenenun) popmuponancs k 13,0 [11,0; 14,5] ronam. Cambiii
paHHu ckoimo3 4 creneHW ObUT 3aUKCHPOBAH Yy CEMUJICTHETO peOeHKA.
XUpypruyeckoe JieueHue CKojauo3a Obu1o mpoBeaeHo 6/48(12,5%) nmanueHtam c

PEHTICHOJIOTUYECKU TOATBEPKIACHHON nedopmariuell Mo3BOHOYHUKA B BO3PACTe
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14,0 [12,0; 16,0] ner, B TO BpeMs Kak NMOKa3aHUsI K ONEPATUBHOM KOPPEKIUU
ckonmuo3za Obutn y 11 uenosek. IlpuumHamu, Mo KOTOPHIM HE MPOBOAMIOCH
XUPYpruvecKkoe JIeYeHne MO3BOHOYHKKA, ObUIH: Macca Tena MeHee 21 kr, Tspkenas
JbIXaTelIbHAs HEAOCTATOYHOCTh CO 3HAUYUMBIM CHIKEHHEM (YHKIMOHAJIBHOU
xu3HeHHoM emKkocTH Jerkux (PXKEJI), BeipakeHHBIN 0CTEONOpO3, HU3KUN YPOBEHb

IIPUBEP)KEHHOCTHU K JICYEHUIO.

PacnpepeneHue no cTeneHAM CKOMMO3a B pa3HbIX BO3pacTHbIX rpynnax (BMI 1A (HA))

100%

80% [

CreneHb
lcT.
2cT.
3cT.
4cT,
Hopma

60%

40% |

JNona nauneHToB (%)

20%

0%

0-5 5-10 10-15 15-20
Bo3pacTHasa KaTeropus

Pucynok 17 — Pacnipenenenue nmo CTeneHU CKONMHMO3a B 3aBUCUMOCTH OT BO3pacTa y
HeaMOyJIaTOPHBIX MAIEHTOB C BPOXKIECHHOM (hOopMOii 3a001eBaHMsI
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PacnpepeneHune no cTeneHsM CKOJIMO3a B pa3HbIX BO3pacTHbIX rpynnax (BMO 1A (A))
100%f

80%

CreneHb
lcT.
2cT.
3cT.
4cT.
Hopma

60%

40%

Lonsa nauneHToB (%)

20%

0%

5-10 10-15
Bo3pacTHas kaTeropus

Pucynok 18 — Pacrnipezenenre 1Mo CTEeHH CKOJMO3a B 3aBHCUMOCTH OT BO3pacta y
amMOyJTaTOPHBIX MAIEHTOB C BPOXKICHHOH (POpMOii 3a001eBaHS

PacnpepeneHune No cTeneHsM CKOJINO3a B Pa3HbIX BO3pacTHeIX rpynnax (MKMI P23)
100%f

80%

CreneHb
lcT.
2cT.
3cT.
4 cT.
Hopma

60%

40%

[ons nauneHToB (%)

20%

0%

5-10 10-15
Bo3pacTHas KaTeropus

Pucynok 19 — Pacripenenenue o CTeTeHM CKOJMO3a B 3aBUCHMOCTH OT BO3pacTa y
HeaMOyJIaTOPHBIX MAIEHTOB C BPOXKIEHHOM (hopMOii 3a00J1eBaHMs

[TarmenTsl ¢ BpoxkAeHHOM  (opmoit  3aboieBaHMs, CIOCOOHBIE K
CaMOCTOSITEILHOMY TiepeBIKeHuI0, B 3/8 (37,5%) cnyyaeB He UMenu CKono3a. Y
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OCTaJIbHBIX JieopMalivs TO3BOHOUHKKA paclpeeniach ciaeayomumM oopazom: 1
crenens - 1/8 (12,5%), 2 crenens — 1/8 (12,5%), 3 crenens — 2/8 (25,0%), 4 creneHb
- 1/8 (12,5%). Y mamuentoB amOynaropuoit rpymnmnsl BMJ[ 1A ckomnoTuueckas
nedopmaliisi MO3BOHOYHMKA (OpMHUpOBANach 3HAUYUTEIBHO IO3KE, 4YeM Yy
HeaMmOynaTopHou rpynmnsl, - K 13 rogam (13,0 [7,0; 15,0]).

B HameM nccneaoBaHUM TOJIBKO TpU aMOYJIATOPHBIX MALMEHTa C BPOXKIECHHOU
dbopmoii 3aborneBaHus JOCTUTIM IyOepTaTHOro Bo3pacta. Bce oHu umenu
BBIPXEHHYIO Je(hOpMaIMi0 MO3BOHOYHOIO CTON0A. XUPYpPrudeckoe JeueHue
CKOJIMO3a BBITIOJIHEHO OJIHOMY TAllMEeHTY B Bo3pacTe 12 net, yroa aedopManuu Ha
MOMEHT OIlepaTUBHOIO JieueHus npesbiian 40 rpaxycos. Bropoiil pedbenok B 14 et
uMmen ckonno3 3 crenenu (yroia Ko66a 35 rpanycoB), a y TpeTbeil naneHTku B 17
aet Obu1 ckonno3 4 crenenu. Ha pucynke 20 npencrasiena ¢pororpadus maueHTKu
17 ner m ee pPEHTIEHOBCKMM CHUMOK TPYyAHOTO M TOSICHAYHOTO OTEJOB
IIO3BOHOYHHKA B IpsAMOM mpoekuuu. Omnpenensercs  NpaBOCTOPOHHUUI
IPyIONOSCHUYHBIA CKOJIMO3 ¢ MAaKCUMAaJIbHBIM yTiioM nedopmanuu 94 rpagyca 1o
Ko00y. 13 anamHue3a, CKOIM03 CTajl MPOorpeccupoBath ¢ 13 jeT, yXyamuB TOX0IKY
Y OIPaHWYMUB JIBUTATEIbHYK) aKTUBHOCTH AeBoukd. C 15 yer neBouka HocHia
YKECTKUM KopceT, oJHako Aedopmaiius ycyryossiaachk U crajla KOMOPUMHUPOBAThH
npaBoe Jierkoe. Ha MomeHT oOcnefnoBanust B 17 JieT mo JaHHBIM CHUPOMETPHUH
®XEJI Opma cHmwkena g0 18% ot pgomkeHcTByromied. JleBouke OBLIO
PEKOMEHJIOBAaHO ONEPATUBHOE JIEYEHUE I[I03BOHOYHUKA TIOCIE KOMIIEHCALUU

JIBIXATEJIbHBIX PACCTPOUCTB.
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Pucynok 20 —Ilammentka 17 nmer ¢ BpokaeHHOW ¢opMoil 3aboneBaHus. A.
OnpenensieTcs NPaBOCTOPOHHUM TPYAONOSICHUYHBIA CKono3 4 creneHu. b.
Bemnunna yrnma Ko60a 94 rpamyca ¢ COMyTCTBYIOIIMMHU TOPCHOHHBIMHU
WU3MEHEHUSMHU NT0O3BOHOYHHKA.

B rpynme ITIKMJ] P23 penrrenorpadus mMo3BOHOYHHMKA TpoBeaeHa 12
naerTam. VMccnenoBanue He OBLIO BBIMIOJIHEHO ABYM MAIlMEHTaM, Y KOTOPBIX HE
BBISIBJICHO JehopMalnii MO3BOHOYHMKA NpHU OocMOTpe opTtorena. [lonasnsromiee
00JbIIMHCTBO 00JBHBIX (9/12 (75%)) ¢ MOSICHO-KOHEYHOCTHOM (POopMOii HE UMENH
HapYIICHUH OCaHKH IO JaHHBIM peHTreHorpaduu. CkonmoTudeckas aeopmarius
MO3BOHOYHHKA 3apEeTUCTPUPOBaHA TOIBKO y 3/12 (25,0%) yenoBek, BO BCeX Caydasx
oTMeuvancs ckoiauo3 1 crenenu. OmnepaTUBHOM Koppekuuu aedopmarius

MO3BOHOYHHKA HE TpeOoBaa.
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Pucynok 21 — VYrom ckonmo3a y MallMEHTOB pa3HOTO BO3pacTta C MEPO3UH-
neunuTHON MbleyHOM guctpodueit. [llpumeuanue: BM]I 1A (HA) -
HeamOynaTopusie narueHTel ¢ BMJ[ 1A, BMJ] 1A (A) — nanuentsl ¢ BMJI 1A,
MMeBIIIME aMOyIaTOpHbIHN ctaryc B anHamHese, [IKM /] R23 — nosicHo-koHeYHOCTHAs
MbIIIeuHas quctpodus tum 23

[Ipu cpaBHeHMM nAMHAMUKH (OPMUPOBAHMS CKOJIMO3a B TpPeX TIpynmax
narmentos (ITKMJI P23, BM]] 1A am0ynaropHoii U HeaMOyaTopHO) (PUCYHOK
21) BuaHO, uT0 y HeamOynaTopHbix Uil ¢ BMJI 1A ckonmunotnyeckas nedopmarus
HEYKJIOHHO TMPOTPECCUPYET C MEPBBIX JIET XU3HU U K 15 romam 17/24 (70,8%)
YEeJO0BEK MMEIOT CKONMMo3 3 wiM 4 creneHu. B mpoTHBOMOJIOKHOCTH 3TOMY, Y
namuenToB ¢ ITIKMJ[ P23 B neTckoM M MOAPOCTKOBOM BO3pAacTe IMPAKTUUYECKHU
OTCYTCTBYET UCKPUBJIEHHE MO3BOHOYHUKA. A B Ipymnie aMOyJIaTOPHbIX MalMEHTOB
C BpOXAEHHOU (hopmoil 3a00€BaHUsI TPACKTOPUS PA3BUTHS CKOJIMO3a B IMEPBbIE
nath Jet coBmagaer ¢ IIKMJI P23, B janbHeillieM € OTMEUaeTcsl pPe3Koe
HapacTaHue BelnuyuHbl yria Ko0GOa, xotopasi ObICTpO [IOCTHTaeT MoKaszareyen

HeamOynatopaoi rpynnsl BMJ] 1A. B o6eunx moarpynmax BMJ[ 1A oTmedaercs
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npsiMasi KOppEsIus MKy BO3pACTOM U BeJIMUMHOM yria ckonuo3a (p<0,001), npu

[TKM/J P23 Takoi cBsi3u He Habmogaetcs (p=0,938).

3.8.3. lehopmanus Ta300epeHHOI0 CyCTaBa

[Tatonorust Ta300€pEHHOr0 CycTaBa MPOSIBISETCS IUCIIA3UEH, BaJbI'yCHOM
nedopmaiieii, TMOABBIBUXaMM W  BbIBUXaMHM. B HameM wuccienoBaHuU
peHTreHorpadgusi  Ta300€IpPEHHBIX CYCTaBOB TMpoBeAeHa 57  malueHTaM
HeaMOyIaTOpHOU Tpymmbl M 3 marueHTaMm amOynatopHod rpynmel BMJ 1A, a
takke 2 marmueHtam ¢ [IKMJI P23. CneagyeT OTMETHUTb, YTO HCCIEAOBAHHUE
Ha3HA4YaJI0Ch HE BCEM MalMEHTaM, a B OCHOBHOM IPHU MOJI03PEHUHN Ha MaTOJIOTHIO
THC no naHHBIM KJIMHUYECKOTO0 OCMOTpA.

57/60 (95,0%) mnamueHTOB C BpOXKACHHON (opmoil 3abosieBaHUS HMEIU
natosiorndyeckrue usMeHenus B ThC: mucnmasus w/mwnm BanbrycHas aedopmarius
ormeueHbl y 17/60 (28,3%) manueHToB, MOJBBIBUXU U BHIBUXU C OJTHOM WUITU JIBYX
cTOopoH 3apeructpupoBanbl y 40/60 (66,7%) nmamuentos, y 3/60 (5,0%) O60abHBIX
natosiorn Ha pentreHorpadun TBC He oOHapyxkeno. Eciu paccmartpuBath
OT/IEJIbHO aMOYJIaTOPHYI0O U HeamMOyJaTOpPHBIE TPYMIbl ¢ BPOXKIACHHOU (HopMOit
3aboneBanusi, T0 y 00iabHbIX BM/[ 1A, He MOCTUTIIMX HaBbIKA CAMOCTOSITEIILHOM
X0/1p0BI, Yale HaOmoaanuch BIBUXU U noaBbIBUXU THC (39/57 (68,4%)), pexe
nucriasust win BanbrycHas aedopmanus ThC (16/57 (28,1%)) u npakTuyecku He
BCTPEYaIOCh HOPMBI 110 JJaHHBIM peHtrenorpaduu (2/57 (3,5%)) (tradbmuua 10). V
aMOyJaTOPHBIX MAIlMEHTOB PE3yJbTaThl PEHTIeHOTpaduu  pachpeeTINCh
paBHomepHo: 1/3 (33,3%) mnamuentoB umen mnonaseiBux TBC, 1/3 (33,3%) -
BanerycHyto nedopmarmio u 'y 1/3 (33,3%) maroigorudeckux U3MEHEHHM He
obnapyxeHno. [lpu I[TKMJ[ P23 peHTreHoJIOrn4eckoe HCCae0BaHUE MPOBEICHO
TOJBKO JBYM MaIlMEHTaM: Yy OJIHOTO TMallMeHTa PEeTUCTPUpOBaAiach BallbI'yCHas

nedopmarust ThC, y BToporo — HopMma.
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Ta6nuua 10 — [TaTtomorust Ta306€ApEHHOrO CycTaBa y MallMeHTOB C MEPO3HH-
JNeUIMTHON MBIIEYHON aucTpoduen

BMJI 1A (A)| IKM/I P23 | YpoBeHb
XAPAKTEPUCTHKH ](%l‘zqﬁlalﬁg;‘:)) 8 (14 bmawmmoctn
= NALMEHTOB) | MAIEHTOB) (p)
[IpoBoauacey 2 (2,2% 0 (0,0%
HeoAHOKpaTHO, N (%) ( ) ( ) 0(0,0%)
Pentrenorpagus | IIpoBoaunace 55 (59,8%) | 3(37,5%)
TBC 0JIHOKpaTHO, N (%) 2 (14,3%) 0,009
35 (38,0%) | 5(62,5%) 12
He npoBoaunace, n (%) (85.7%)
Cpeou uy ¢ npogedennoll penmeernocpagdueri mazodeopeHHbIX CyCmasos
I Ha, n (%) 55 (96,5%) | 2 (66,7%) | 1 (50,0%)
TRC o Her (3a BCE Bpemst 2 (35%) | 1(333%) | 1(50,0%) | 0,030
Ha0Jroienus), N (%)
Maxcumansaas | (I1oa-)BeIBHX, N (%) 39 (68,4%) | 1(33,3%) | 0(0,0%)

IUCIIOKALIUA 3a Jucriasusi/BaibrycHas 16 (28,1%) | 1(33,3%) | 1(50,0%)

Mepuo.I nepopmarus, N (%) 0,027
HaOJTI0ICHHS Hopwma, n (%) 2(3,5%) | 1(33,3%) | 1(50,0%)
Cpeou nuy ¢ Hanuyuem OUCIoKayuu
Bospact | Me[Q1; Q3] 30120501 *35% |s0B0:501| o9
(1) min — max 00-140 [ 50-60 -
Ipumeuanue: BMJI 1A (A) — amOynaTopHble HAIMEHTHl C BPOXKACHHON (POpPMON MEpO3UH-
nebunuTHOM MblmeyHod guctpoduu, BMJI 1A (HA) — nHeamOynaTopHble MallMEHTHI C

BpOXKJICHHOU (hopmoii mMeposuH-neduruTHoM MblmeyHor auctpoduu, ThC — TazobeapeHHbIN
CyCTaB.

Menuana Bo3pacta QopmupoBanusi auciokannu ThC B HeaMOymaTopHOM
rpynnie BMJ] 1A cocramia 3,0 [2,0; 5,0] rona, B amOynaropuoii - 5,0 [5,0; 6,0]
netr, y eguHctBeHHoro nanueHta ¢ [IKMJI P23 ¢ mucnnasueit ThC matonorus
BoisiBieHa B S5 1er. Pentrenorpadguss TBC poctoBepHO uyailie MNpOBOIUIIACH
nalueHTaM ¢ BpOoxAeHHOU (gopmoit 3aboneBanust (p=0,005), 0ocOOEHHO 3HAYUMBI
pasznuyus MeXay HeamMOynaTopHbIMU TanmeHTamMu ¢ BMJ[ 1A u mamueHnTamu c
[IKMJ[ P23 (p=0,009). Takxke oTMedeHa KOPpEISALUUS MEXKIYy HAIUYUEM
nedopmaruii ThC B 1ies1om mipu pa3Hbix popmax 3abosieBanus (y HeaMmOyIaTOPHBIX
BMJI 1A nocroBepno uame — p=0,030) u BepakeHHOCTHIO Achopmanuu THC
(TTOBBIBUXY U BBIBUXHM PETHCTPUPYIOTCS MPAKTHUECKH TOJIBKO B TPYIIE OOJBHBIX

BM/I 1A, HE OCBOMBIIIUX CaMOCTOATEIBHYIO X060y, p=0,027).
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3.9. CHuxeHHEe MUHEPAJIbLHON MJIOTHOCTH KOCTHOI TKAHU

Jlpyroii akTyaibHON MPOOIEMON KOCTHO-MBIIIEYHOW CHCTEMBI y MAI[MEHTOB C
MJIM/] ctano CHImKEHHE MUHEPaIbHOM IIOTHOCTH KocTHOM TKanu (MIIK) (mpyroe
Ha3BaHUE - OCTEOIOpo3). JlMarHo3 «O0CTEeomopo3» CTaBWICS IO pe3yJbTaTaM
IIPOBEJACHHON  JIBYXOHEPIE€TUYECKOW PEHTTEHOBCKOW  JIEHCUTOMETPUM  IIpHU
CHWKEHNH Z-kputepus oT -2,0 u Hke. MccnegoBanue nmpoBOoauiIOCh NallMEHTaM
ctapire 6 net. Jleacutomerpus Obu1a BemosHeHa 29/92 (31,5%) neamOynaTtopHbIM
nanmentaM ¢ BMJI 1A, 5/8 (62,5%) nmauuentam u3 amOynatopHoil rpymnmnsl BM]]
1A u 4/14 (28,6%) mauuentam ¢ [IKM/I P23. Canxenune MuHepalibHON TIOTHOCTH
KOCTHOH TKaHM ObUIO BBISIBIICHO BO BCEX IpyNIax MAlMEHTOB U PacHpeeIuINCh
cienyronmM odpazoMm: y HeaMOynatopHbix 0obHBIX ¢ BMJI 1A — 24/29 (82,8%), y
amOymatopHbIX 00J1bHBIX ¢ BMJI 1A —2/5 (40,0%), y mun ¢ [IKMJ1 P23 — 2/4 (50%).
VY namueHToB, HE JOCTUIIIMX HAaBbIKA CAMOCTOSITENBHOIO IEepeMENICHUs,
ocTeonopo3 (opMUPOBAJICS JOCTOBEPHO paHblle (Meauana Bospacra 8,5 [7,0; 12,0]
JIET), YEM Y XOAA4uX narueHToB ooeux gopm (16,0 [15,0; 17,0] net npu Bpo>KAEHHOM

1 14 et rnpu nosiCHO-KOHEYHOCTHOM (hopme).

3.10. [pIxaTe/ibHbIe HAPYLIEHUS

JlpIxaTenpHbIe HApYIICHUS HApAay C OPTONEAHMYECKUMH AePOopMaIlisIMH
SBIIAIOTCA ~ HamOosee YacTbIMH  OCJIOXKHEHMSIMH  Mepo3uHonaTuu. CHexTp
pecnMpaTOpPHBIX HAPYLICHUH MPOSBIAETCS OT JIETKUX PECTPUKTUBHBIX M3MEHEHUMN
0 JAHHBIM CIUPOMETPUHM O TSDKEIOW JAbIXaTeIbHOW HEJOCTAaTOYHOCTH,
TpeOyromiel MPUMEHEHNs CIEUAIM3UPOBAHHOIO 000pY10BaHUSI — HEMHBA3UBHOU
WM UHBa3uBHOM BeHTWwIALMH Jerkux (HUBJI/ UBJI).

PecniupaTtopHasi maTosorusi MOKET BCTpeUaThCsl yke MpH pokaeHun. K Hei
OTHOCHUTCS: THMOKCHUsi/acukchs, WHOEKINN HIDKHUX JbIXaTeNbHBIX IyTeH
(mHeBMOHUM U OpoHxonHeBMoHMM) u/unn npumenenne HUBJI/ UBJL. V 10 u3 76

nanueHToB HeamOynatopHou rpymmsl BMJ[ 1A (13,2%), y KOTOpBIX HMEIOTCS
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JTAHHBIE O COCTOSIHUM NpU poxaeHuu, n'y 1/14 (7,1%) naruenta ¢ IIKM/JI P23 6b11u
3a()MKCUPOBAHBI JIbIXaTeIbHbIC HAPYIIICHHUS.

C nsiTH JIeT U1 OLICHKH PECTIUPATOPHBIX HAPYIICHUI MPOBOIUIIOCH U3MEPEHUE
GyHKUMM BHEIIHETro JAblxaHusi (cmupoMerpusi). B oneHky ObUTM B3ATHI JBa
OCHOBHBIX TOKa3zaTess: (QyHKIMOHAIbHAs >KM3HEHHass eMKOocTh Jierkux (DOXEJL,
aarn. — FVC, functional vital capacity) u nukoBas oObeMHass CKOPOCTh BBIIOXA
(ITOC, aumrn. — PEF, peak expiratory flow). HccnenoBanne y HEKOTOPBIX
YYaCTHUKOB MPOBOJIUIIACH HEOJTHOKPATHO; Bcero nposenieHo 69 nuzmepenuit GIKEJI
u 49 uzmepenuit [10C y 45 nauuentos. Ilokazarenun @XEJI y neamOynaropHoii u
amOynaTopHo# rpyrn naiueHToB ¢ BM/I 1A Obl1u cXOIHBIMU: MeiaHa COCTaBUIIa
47% (10% — 104%) u 52% (17% — 89%) cooTBercTBeHHO. [TarmenTtsr ¢ [TIKMJ] P23
TaK)Ke UMEJIM CHUKEHUE bixatenbHol ¢pynkuun, Meauana OXXEJI coctasuna 73%
(54% - 109%). [Tapametpsl [TOC pacnpeaenuianch HHBIM o0pazoM: 54,5% (ot 16%
1m0 82%) y Hexomsuumx mamweHToB ¢ BMJ 1A, 89% (ot 14% no 100%) y
amOynatopHbIX marueHToB ¢ BMJI 1A, 97% (o1 61% 10 111%) y 6onpabIX [TKM/]
P23. Takum obpazom, nokazarenu OXKEJI nocTtoBepHO ObLIM CHUXKEHBI Y 00€HX
IpyNI MAaIMEeHTOB ¢ BPOXKIECHHOU (hopMoii 3a001€BaHUs IO CPABHEHUIO C MOSCHO-
koHeyHocTHOH (opmoii (p=0,003), a mokazatenu [IOC gocTOBEPHO OTIMYATIUCEH HE
no gopme 3a0oseBaHus, a MO HAJTUYHUIO aMOYJATOPHOIO CTaTyca U ObUIM BBIIIE Y
xonsunx naiueHToB (p<0,001). OmHaKO CTOUT OTMETUTH, YTO Y MHOTHX MAIMEHTOB
JIETCKOTO BO3pacTa HE YAAJIOCh JOCTOBEPHO OIIEHUTh CKOPOCTHBIE MOKa3aTeln
(GyHKIUM BHEIIHETO JbIXaHUs, K KOTOpbIM Takke oTHocuTcs [IOB. Ha pucynke 22
NpeAcTaBiICHbl MHAUBHAYyalbHbIe Moka3zarenu POXKEJI mauueHTOB y HanueHTOB
pa3HOro BO3pacTa.

HecmoTtpst Ha TO, 4UTO B JMHAMUKE Yy MHOTHUX MAalMEHTOB IOKAa3aTelu
CIIUPOMETPUHU YXYIIIAIUCh, HE ObUIO OOHAPYKEHO CTATUCTUYECKU 3HAYMMOMU
B3aMMOCBSI3U MEX 1y Bo3pacToM U napamerpamu OB/I, nmpu 3ToM IIpociexnBanach
teHaeHnus Kk cHmxeHuo OXKEJI (p=0,051). 3naunmbix n3menennii [10C o mepe

B3pociieHus 60abHbIX (p=0,520) HE OTMEUaOCh.
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Pucynok 22 — Ilokazatenn ®IKEJI (FVC) y manueHToB ¢ Mepo3uH-Ie(HUIINTHON
MblieuHoit nuctpodueit. Ilpumeuanue: BM]J 1A (HA) — HeamOynatopHbie
namuedTel ¢ BMJI 1A, BMJ 1A (A) — mammentsl ¢ BMJ[ 1A, umeBmue
amOynaTopHbiii ctatyc B aHamuesze, [IKMJ] R23 — mnosicHO-KOHEUYHOCTHas
MbIIIeuHas quctpodus tum 23

Ha npixatenbHyl0 (YHKIMIO MalMEHTOB BIUSUIO Hajluuue aedopmanmu
MO3BOHOYHOTO cT0J0a. MBI olleHWIH 55 ciiydaeB, IpU KOTOPBIX ObUIA JOCTYITHBI
nanaele o @XKEJI u yrie Ko606a B omHOM M TOM e Bo3pacte. B pesynbrare
NOJTyuyeHa 3HayMMasi BbICOKasi OOpaTHasi KOPPENSLHs MEXIy 3TUMH MOKa3aTeIsIMU:
k03 durment xoppemsauun Crimpmena I = -0,747, ypoBens 3Haunmoctu p <0,001
(pucyHok 23). Bce manmeHThl cO CKOJMO30M 3 U 4 CTENCHU MMENU BBIPAXKCHHBIC
HapyILIEHUs JIbIXaTebHOU (DYHKIMK; 4eM Oosblie OblT yrona ckonro3a no Kooy, rem

Hke perucrpuposanach OXKEJL.
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Pucynox 23 — Koppenauust ¢GyHKIHOHATBHOM >KU3HEHHOM €MKOCTH JIETKHX
(PXEJI) m yrma Ko0Gba y manuMeHTOB C MEPO3MH-ACPHUIUTHON MBIIICUYHON

nuctpodueit

OgHuM #3 MapKepoB PECNHUPATOPHON HEIOCTATOYHOCTH OBUIM YacThble
WH(EKIIMN HIWKHHAX JBIXaTeIbHBIX TyTed. [lom gacThiMu WMHGEKIUAMU HIDKHUX
JIBIXaTEJIbHBIX IMyTEH MOHUMAIKCHh MOBTOPHBIE OPOHXUTHI W/WIM MHEBMOHUU Y
nanuMeHToB. Bee ciydyan 3a0o0j€BaHMI OTHOCHIIMCH K MAlMEHTaM C BPOXKIECHHOM
dbopmoil 3abosieBaHUsl, HE OCBOMBIIMX HaBBIK CaMOCTOSATENIbHOW XOAbObI. [luk
3a00J1eBa€MOCTH OpOHXHTAMH W THEBMOHHUSMH TPHINEICS Ha MEpBbIE TPU Toja
YKW3HU, 3aTpoHYB 28/76 (36,8%) nereil. [lokazaTtens 3a00jieBaeMOCTH HHPEKIUAMU
HUKHUX JIbIXaTeNbHbIX myTed ¢ 0 10 3 JeT y HeXOASYHX MallMeHTOB JOCTOBEPHO
BBHINIE, YeM Yy aMOyJIaTOPHBIX CBEPCTHUKOB C MEPO3UH-ICPUIIUTHON MBIIICYHON
nuctpodueit (p=0,002). Bo Bce npyrue Bo3pacTHbIC MEPHUOJBI OPOHXUTHI W/WIIU
MTHEBMOHUU B TpyIine HeamOynaTopHbIX nanueHToB ¢ BM/JI 1A peructpupoBaiuch
peXe M He TTOKa3aJIi CTATUCTUICCKN 3HAYMMOMN pa3HUIIBI 110 CPABHEHUIO C IPYTUMHU

dbopmamu 3aboeBanus (PUCYHOK 24).
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Pucynoxk 24 — Jlons nmanueHtoB HeamOynaTopHo# rpymmnsl BMJL 1A, nepenecmmx
WHOEKIIUU HUKHUX JIBIXaTeIbHBIX MyTeH B pa3HbI€ BO3PACTHHIE MEPUO/IHI.
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Pucynok 25 — Jlons natieHToB HeamOynaTopHoi rpynnsl BM/JI 1A, Hyxnarommxcs
B MHBA3MBHON/HEMHBA3UBHON BEHTUJISILIUY JIETKUX B pa3Hble BO3PACTHBIE MTEPHO/IBI.

OneHka HEOOXOAMMOCTH TPUMEHEHHMs HEWHBA3UBHOW BEHTWISIIMU JIETKHX
IpOBOAMIIACH 82 MalMeHTaM ¢ BpOKICHHON (opMoii 3a0osieBanus u 14 nmanveHTam
C MOSICHO-KOHEYHOCTHOU (opmoil. [lo pe3ynbraTam npoBeneHUsT KOMIBIOTEPHOMN

NyJIbCOKCUMETPUH/ KapAUOPECTTMPATOPHOTO MOHUTOPUHIA HA MPOTSHKEHUHM CHA U
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ouenku KIIC kpoBu yTpom nocie npoOyk1eHUs BbISBIISIIACH HOUHASI TUTTOKCEMMUS
W/WJIU CUHAPOM HOYHOTO allHO? PA3IMYHOMN CTENEHU TS KeCTH. JJaHHbIe N3MEHEHMUSI
U SIBJSUTMCH TTOKA3aHUAMU K UCTIOJb30BAHUIO PECTUPATOPHOTO 000PYI0BAHUSI.

Haunbonee wacro nmpumenenune HUBJI TpeGoBanock B mepuoj cHa, BO Bpems
O0O0IPCTBOBAHUS TOJABJISAIONIEE OOJIBIIMHCTBO IMAIIMEHTOB BHE TEUYEHUS OCTPHIX
pecnupaTopHbIX WHMEKINH pecmupaTopHOe 000pyaI0BaHNE HE MCHoMb30Bam. Hu
onud mnanueHT ¢ [IKMJ] P23 ne nyxnanca B npumenenun HUBJI/UBJI 3a Bech
nepuoa HaOmoxenus. Y 31/82 (37,8%) uyenoBek ¢ BpoxaeHHOU (opmoit
3aboneBanuss Obuia moTpeOHOCT, B HUBJIL, cpenmu HuX OBUI TOJNBKO OJUH
aMOyJaTOpHBI MalMeHT — B Bo3pacte 17 JeT 1o JaHHBIM HOYHOM
MyJIbCOKCUMETPUM Yy HEro Obla 3aperucTpUpoBaHa HOYHAS THUIIOKCEMUS.
AOGCOIIOTHOE OOJBITMHCTBO COCTABWJIM MaJOMOOWIbHBIE OOJbHBIC, MEIuaHa
Bo3pacta nmorpedHoctu B HUBJI npunuiace Ha 8 stet (ot 0 m0 17 jer).

OtnenpbHO OBUIM  OLIGHEHBI TMALMEHTHI, HAXOAIIMECS Ha MOCTOSHHOM
pecniupaTtopHoit noanepxkke myteM MBJI unu HUBJI (He menee 16 4acoB cyTku >
14 gHell monpsiAg mpU OTCYTCTBHM OCTPOWM OOpaTMMOM OOJE3HM U HCKIIOYas
OlEpaTUBHOE BMENIATeNbCTBO). JlaHHBIM TOKa3arenb Yy OOJBHBIX HEPBHO-
MBIIIIEYHBIMU ~ 3a00JICBAHUSIMU ~ CUMTAETCA  KPUTHUYECKA  BAXKHOM  TOYKOHU
MpPOTPecCUpOBaHUsl OOJE3HHM U COOBITUEM, MPU KOTOPOM BOCCTAaHOBJICHHE
CaMOCTOATENLHOM JbIXaTeNbHOM (YHKIIMM HEBO3MOXKHO. B Hamelt koropre B
MOCTOSIHHOM PECIUPATOPHON MOAAEPKKE C MOMOIIBIO UCKYCCTBEHHOW BEHTWIISILIUN
JeTKuX HyXJamuck 5/82 (6,1%) HeaMOynaTOPHBIX OOJIBHBIX C BPOXKIECHHOM (hopMoi
B Bo3pacte oT 11 mecsmnes 1o 15 ner (Mmeauana — 9 ner).

Jloyisi manueHToB, HyKaammxcss B BeHTWssuun Jierkux (MBJI unu HUBJI),
yBEIMYHUBAIACH ¢ BO3pacToM. C yuyeToM MpOoTrpecCUpyromiero TeueHus 3a001eBaHus
BCE MAIlMEHTHl MPOJIOHKAIM MCIOJIb30BaTh JIbIXaTeIbHOE OOOPYJIOBaHHE Ha
MPOTSHKEHUU BCETO Nepuojaa HaOMIOACHUS, HU Y OAHOTO OOJHLHOTO HE BO3HUKIIO
BO3MOXKHOCTH mnpekparuTbh npumeHenne HUBJI B cBA3m ¢  ynydiieHuem
neixatenbHou pyHkiuu. K 12-15 rogam Oosee mojgoBUHBI 1eTe HeaMOynaTOpHOU

rpynnsl BMJT 1A (9/17; 52,9%) HyxnatoTcst B BEHTHISIIIUM JIETKUAX, a B BO3pACTe
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CcTapuic 15 ner A0JI1 JIUL, KOTOPBIM HCO6XOI[I/IMO INPUMCHCHUC JbIXaTCJIbHOI'O

obopynoBanus, Bospactaet 10 87,5% (7/8) (pucyHok 25).

3.11. IlaToJi0rus ’KeJYA0YHO-KUIIIEYHOT0 TPAKTA

OCHOBHOI TacCTPOIHTEPOIOTUYECKON TpoOJIeMOl Yy OOJBHBIX C MEPO3UH-
neuIuTHON MBIIIEUHOW aucTpodurei ObLIM HapyIIeHHWS NUTaHUS: OEIKOBO-
PHEepreTHYecKas HEeAOCTaTOYHOCTh, pexe - oxxkupeHue. [lonpoOHO oHM omucaHbl B
paznene (U3MYECKOro pa3BUTHUA. Takke NpU MEpPO3UHONATUU BCTPEYAIHCH
cienyomue naronorndeckue cocrosiHus JKKT: nucnencusi, 3amop, TpyAHOCTH
keBaHusA, nucharus, ractpo-m3odareanbHas pedrokcHas ©Oone3ns (I'OPB),
TUIOTTIMKEMUYECKUe Kpusbl. Yallle JaHHBIE COCTOSIHMSI PErMCTPUPOBAIUCH MPU
BpPOXKJIEHHON (opme 3a0oneBanus. llompoOHas xapakTepuCTHKa HapylIeHUI
NUTaHUs MpeacTaBieHa B Tadauue 11.

OneHka NuTaHus U KOpMIIEHUs MpoBoJmiach y 90 manMeHToOB ¢ BPOKICHHOM
dbopMoOil U y BCcEeX MAIMEHTOB C MOSICHO-KOHEYHOCTHON (hopMoii 3aboJieBaHUS.
TpyAHOCTH BCKapMIIMBaHUS NpU POXKIEHUHM (cinaboe cocaHue, MONEpXUBaHUS,
30HJ0BOE MHUTaHWE) uchbIThIBAIN 22/90 (24,4%) nereit ¢ BpoxaeHHOU (popMoii
3a0oneBanust. OciabiieHHOE KEBAaHUE B KAKOM-TMOO0 MEPUOJT dKU3HHU BCTPEUAJIOCh Y
38/90 (42,2%) nuiy ¢ BMJI 1A, mpudem, y OOJBITMHCTBA OONBHBIX MOJAOOHBIC
TPYAHOCTH BO3HHUKAIH B TIEPBBIC TOMABI )KU3HU, YTO MPUBOAUIIO K HEOOXOIMMOCTH
MUTaHUsl TopeoOpa3Hol muied. BpIpaeHHOCTh CHUMITOMOB yMEHBIIANACh K
HIKOJILHOMY BO3pacTy, OJHAKO JJIMTEIBHOCTh MpHEMa MUUIM Yy OOJbIINHCTBA
nanueHToB ¢ BMJI 1A mo-mpexHemMy ocTaBajach yBeanueHHOH. OcnabieHHoe
KEBaHUE, [0 HalleMy HaOIOJEHUIO, CBSI3aHO HE TOJBKO CO CIA0O0CThIO
KEBATENBHBIX MBI, HO TaKXe C OCOOCHHOCTHIO CTPOCHHUS 3yO0OUETIOCTHOM
CHCTEMBI M HapyIICHHUEM TMPUKyCa B CBSI3U C XapaKTEPHBIM BBITSHYTHIM JIHIIOM,
runomumueil. Y naroi gactu marnueHToB (18/90; 20,0%) ¢ BpoxaeHHOM Gopmoit

3a00eBaHUsl HEpPEeAKO oTMeuanach aAucdarus. TpyaHocTeld BCKapMIIMBaHUA,
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KEBaHUs, zmccbamn B HCOHATAJbHOM IICPHOAC KHM3HHU HE Ha6J'IIOI[aJIOCB 1515 n%

ognoro namuenTa ¢ [IIKM/I P23.

Tabnuua 11 — Bune! nHapymenust nutanus u natojgoruu XKKT y nanuenTos ¢
MEpO3HH-ICPUITMTHON MBITIICYHON AUCTpodueit

XAPAKTEPUCTHUKHA BMJI 1A KM/ P23 Yposens
3HAYUMOCTH (P)
0 0,
T n (%) 22/90 (24,4%) | 0/14 (0,0%)
TpyaHocTu 0037
BCKapMJIMBAHUS 68/90 (75,6%) 14/14 ’
Hert, n (%) (100,0%)
Ta. n (%) 38/90 (42,2%) | 0/14 (0,0%)
TpyanocTH :keBaHHUsA 52/90 (57,8%) 14/14 0,002
0 i)
Hert, n (%) (100,0%)
Ta. n (%) 18/90 (20,0%) | 0/14 (0,0%)
HAucparus 72/90 (80,0%) 14/14 0,121
0 i)
Her, n (%) (100,0%)
Ta. n (%) 18/64 (28,1%) | 0/13 (0,0%)
Aucnencust 46164 (71,9%) 13/13 0,031
0 i)
Hert, n (%) (100,0%)
0 39/64 (60,9%) | 1/13 (7,7%)
3anop Jla, n (%) <0,001
Her, n (%) 25/64 (39,1%) | 12/13 (92,3%)
SPE Tla, n (%) 9/64 (14,1%) 1/13 (7,7%) 1000
Her, n (%) 55/64 (85,9%) | 12/13 (92,3%)
Ta. n (%) 14/61 (23,0%) | 0/11 (0,0%)
I'unoramkeMu4ecKue 0.107
SN Her, n (%) 47161 (77,0%) (1%)%)/%)%/ | !
,0%
Bo3pacr Hauana Me [Q1; Q3] 4,5[2,0; 6,0] -
THIOTIMKEMUYECKUX [~ 5 o o 0.0-100 - NA
IMU3010B ’ ’
HeooxoqumocTtb Ha, n (%) 9/90 (10,0%) 0/14 (0,0%)
Y e Her, n (%) 81/90 (90,0%) 14/14 0,605
. (100,0%)
Bospacr Me [Q1; Q3] 10,0 [7,0; 11,0] -
NOTpPe0HOCTH B e —— 30-150 - NA
racTpocromMe ’ '

Ipumeuanue: IT'9Pb — ractpo-330dareanpHas pedarokcHas 00Ie3Hb

Onenka coctostaust JKKT mpoBoamnack Ha OCHOBaHWUHM kajiob, ocMoOTpa

racTposHreposora, Y3UW opraHoB OpIOIIHOW TMOJOCTH, MPU HEOOXOIUMOCTH
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MIPOBOAUIIACH 330(paroracTpo1yoA€HOCKOMHUS (PO AC). HccnenoBanus
npoBeneHbl 64 nanuentam ¢ BMJI 1A u 13 nanuentam ¢ IIKMJI P23. 18/64 (28,1%)
yenoBek ¢ BM/I 1A >xanoBanuce Ha gucrencuto. Yaiie oTMEHaINCh 3amopbl: Yy
39/64 (60,9%) 6onpubIx ¢ BMJI 1A uy 1/13 (7,7%) 60onsubix ¢ IIKMJ] P23. 'OPB
IpU MEPO3MHOMATHH BCTPEUANach 3HAUUTEIBHO pexke: y 9/64 (14,1%) nanueHToB ¢
BMJI 1A ny 1/13 (7,7%) nanmentoB ¢ [IKM/] P23. B ennHIUHBIX ciydasix ObLIH
JIMAarHOCTUPOBAHBI JKeTUeKaMeHHas 00JIe3Hb U )KUPOBasi 00JIE3Hb IEUCHHU.

Y mnamuentoB ¢ BMJl 1A Hepeako oTmedanoch HapylIEHHE YIJIEBOAHOTO
oOMeHa, KOTOpO€ IPOSBIAIOCH B BHAE OeCCHMMIITOMHOM rumoriaukemuun (1/14
(7,1%)) wnu xetonypuu (1/14 (7,1%)), Takxke HaOIIOJATNCH TUIIOTIMKEMUYCCKUE
kpu3bl. B o6mieit cinoxuoctu y 14/61 (23,0%) nanueHToB ¢ BpoKIeHHOU (popMoit
3a00JIeBaHUSl OTMEUAJOCh CHIDKEHHWE YPOBHSA TUIIOKO3bI B KPOBU C WU 0e3
KIIMHUYECKUX TMPOSIBJICHUM, MpHU TMOSICHO-KOHEUYHOCTHON (opMe MOJ0O0HBIX
COCTOSIHUM HE  OTMEYaloCh. [ MIOMIMKEMHYECKUE  KPHU3bl  MPOSIBISIUCH
BBIDOKEHHOM  €1a00CThIO,  COHJIMBOCTBIO,  MOTJIMBOCTHIO,  YYalllEHHBIM
cepaleorueHnemM, TOIHOW U/uiii pBoTOi. YacToTa KpU30B BaphbupoBaja oT 2 pa3 B
Mmecsil 10 1 pasa B roj1. JlaHHbIe COCTOSTHUSI BOZHUKAIU OOBIYHO B JOIIKOJILHOM HUITH
MJIAJIIIEM [IKOJIbHOM BO3pacTe, MeInaHa Bo3pacta cocraBuiia 4,5 [2,0; 6,0] net. Bee
AMU30/Ibl OB KYMUPOBAHBI YIOTPEOJECHUEM CJIaJIKUX HAUTKOB WM MPOJYKTOB,
JBYM  TallMEHTaM  TOTpeOOBajOCh BHYTPUBEHHOE  BBEJICHUE  TIIFOKO3BI.
['unornukeMuyeckue Kpus3bl BCerJa BO3HUKAIM YTPOM  HATOIAK  IOCHe
JUTUTEIILHOTO MepephiBa B IPUEME MUIIH, B OOJIBIIUHCTBE CIy4daeB Ha (poHe TeueHus
OPU wunu moBBIIIEHHOW (U3MUYECKONW Harpy3kud. Y OJHOTO malueHTa Obuia
OTMEYEHA TOJIBKO KETOHYpUS BO BpeMsl MPOXOXKACHUS KYypPCOB JIBUTaTEIbHOU
peabwiMTaliud TpU HOPMAJIBHOM YPOBHE TJIIOKO3bI B KPOBH M XOPOIIEM
caMOuyBCTBUM. B 11HM OOBIYHOM (QuU3NUECKOW HArpy3ku M3MEHEHH B 00IIeM
aHaJIM3€ MOYH HE HAOJIIOIAI0Ch.

[Tokazanusi Kk ycTaHOBKE TracTpocTombl umenuch y 9/90 (10,0%) denoBek c
BpOKJIeHHOH (opmoii 3a0oneBanusi. Hu onun nauuent ¢ [IKMJ[ P23 He Hy»xnancs

B JaHHOM BMCIIATCIbCTBC. HCO6XOI[I/IMOCTI) KOPMIJICHUS 94CPE3 IraCTPOCTOMHUYICCKYHO
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TpyOKy ompeaensiach aucdarueid ¢ BBICOKMM PHUCKOM aclupaluu MUY W/UTU
TSDKEJIOW HEAOCTAaTOYHOCTHIO THUTaHUsA. Bo3pacT mosBIEHUS TOKa3aHUM K
yctaHoBke ractpoctoMbl coctaBuil 10,0 net (ot 3 no 15 net). OgHako HeCMOTps Ha
PEKOMEHJIAlMK JIMETOJIOTa U TacTPOIHTEPOJIOra, racTpocToMa Obljla yCTaHOBJICHA
HE BCEM MalMeHTaM M3-3a CHIX)KEHHOTO KOMILJIAEHCA U HETaTUBHOTO OTHOIICHUS K
JAHHOW MAHUMYJIALINH.

CratucTuueckd 3HAUYUMBIX paznuuuil B mposiBiaeHusx naronorun KKT y
HEeaMOyJIATOPHBIX W aMOYJIATOPHBIX TAI[UEHTOB BPOXKIACHHOW (DOPMBI MEpO3WH-
Ne(UIUTHON MBITIIEYHON TUCTPO(HH HEe OBLIIO, 3aTO PETUCTPUPOBAIACH JOCTOBEPHO
Oosee BhICOKas yacTtoTa TpyaHocTel BckapmumBaHus (p=0,037), 3aTpyJHEHHOTO
xeBanus (p=0,002), nucnencuu (p=0,031), 3amopoB (p<0,001) mpu BMJ] 1A B
1esioM no cpasuenuto ¢ [IIKM/JI P23.

3.12. Kapauojoruyeckas naToJiorus

Eme ogaM opraHoM, KOTOPBIA MOKET CTPaJaTh MPU MEPO3MHOIIATHH, IBIISETCS
cepaue. C 1enbl0 BBISIBICHUS KapAMOJOTHYECKOM TMATOJIOTHUU MaleHTam
npoBoamiack DKI™ (86/100 (86%) 6onsubiM ¢ BMJI 1A u 13/14 (92,8%) 60abHBIM
c IIKMJI P23), sxokapauorpadus (IxoKI') (80/100 (80%) ¢ BMJ] 1A u 11/14
(78,6%) ¢ IIKMJI P23), cyrounoe MOHUTOpUpOBaHUE cepaedHoro putma (28/100
(28%) ¢ BMJI 1A, 6/14 (42,9%) c IIKMJ] P23), npu HEOOXOAMMOCTH Ha3HA4YaI1ach
KOHCYJIbTAIMS Kapauoiora. Beero kakue-nnb0 OTKJIOHEHHS CO CTOPOHBI cepila
BcTpevanuch y 72/88 (81,8%) nur ¢ BpoxkaenHou u'y 12/13 (92,3%) nuix ¢ mosicHoO-
KOHEUHOCTHOU (opmoii 3abosieBanus. OpHaKo, B MOAABISIONIEM OOJIHIIIMHCTBE
Clly4aeB M3MEHEHHS ObUIM HE3HAYMTEIbHBIMU M HE TpeOoBaM crienuduueckoro
nedeHus. Hepenko oTMeuanoch coueTaHWE HECKOJBKHX HApPYIICHWH y OJIHOTO
nanerTa. [lo pesynbrataM MpoBEeAEHHOTO OOCTENOBaHUS pa3Ivuuidl B
aMOyJaTOpHON W HeaMOyJIaTOpHOW Tpynmnax BpPOXACHHOW (QOPMBI MEpO3WH-

Nne(ULIUTHON MBIIIEYHON TUCTPOPUU HE HAOIIIOAATIOCH.
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['paduk 26 geMOHCTpUPYET CHEKTP KAPAUOJIOTHUECKOU MATOJOTUH Y OOJBHBIX

MGpOSHHOH&TH@ﬁ.

Kapanonormnyeckaa natosorma y naumMeHToB C MepO3unH-

AeONLNTHON MblleYyHOM gucTpoduen
NPOLLEHT NaLMeHTOB

CMHYCOBaA TaxuMKapama 733 46,2 I

HECMHYCOBbIV PUTM Y MUTPALMA BOAUTENA 16.3 231
puTMma

HapylweHue nposogumoctn Ll 15,4 '
-
Apyrve Hapylwehus putma el 23,1 '
KNnanaHHble ANCOYHKLMN 18,8 27,3
AMnaTaunsa Nesoro wenygouka (&8 18,2 |
rMNepTpodMA NEBOTO ey [04Ka 33

APYTUe CTPYKTYpHbIe Hapywenusa @3 18,2 '

BM/[ 1A MNKMA P23

Pucynox 26 — Ilaronmorus cepania y MalMeHTOB € MEPO3UH-IEeDUIIMTHON
MBIIIEYHON aucTpoduen

[To mauapiM OKI' w/umum CyTOYHOTO MOHHUTOPUPOBAHUSI CEPACUYHOTO PUTMA
HanOoJiee 4acTO BBIABISUIACH CHHYCOBas Taxukapaus (y 63/86 (73,3%) 6onbHBIX
BpOKJIeHHOH hopmort u'y 6/13 (46,2%) OONBHBIX MOSICHO-KOHEYHOCTHOU (popmoii),
npuueMm B 27/86 (31,4%) cinyuasx npu BMJI 1A u B 1/13 (7,7%) cnyuae npu ITIKM /]
P23 oHa couerasiach ¢ HapylICHUSIMA MPOILIECCOB penojsipusanuu. Menuana
BO3pacTa BBISIBIICHUS] CUHYCOBOW Taxukapauu cocraBuia 3,0 [2,0; 7,5] roga npu
BpoxaeHHOM U 5,0 [5,0; 13,0] met npu nossicHO-KOHEYHOCTHOM opmax. Bropoii o
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4acTOTE€ BCTPEUAEMOCTH TMATOJOTHUEH CEepJAECYHOro pUTMa ObUT HECHUHYCOBBIM
(mpencepAHb) PUTM W MUTpalus BojauTedss puTtMma. JlaHHas MATOJIOTHS
3adukcupoBana y 14/86 (16,3%) nmarmmentoB ¢ BMJl 1A (menunana Bo3pacta 7,0
[6,0; 10,0] met) my 3/13 (23,1%) nur ¢ [IKMJI P23 (meauana Bo3pacta 5,0 [1,0;
15,0] net). HapymeHus mpoBOIUMOCTH BCTpeUaInch pexe: y 6/86 (7,0%) neteit ¢
BM/I 1A B Bo3pacte 7,0 [6,0; 12,0] met u 'y 2/13 (15,4%) nereii ¢ IIKM/JI P23 B
Bo3pacte 14,5 [14,0; 15,0] ner. IlaTosoruss mpoBOAUMOCTH ObLTa MpeAcCTaBICHA
aTPUOBEHTHUKYJSIPHON OJokanoil 1 cTeneHu, HapylIeHHEM BHYTPHKETYTOUYKOBOMN
MPOBOJMMOCTH U OJloOKajgaMu HOXKEK Myuyka ['mca u BeTrBeil JeBOoM HOXKU. B
CAMHUYHBIX CIy4asx Y MalMeHTOB OTMEUAINCh Y/UIMHeHHE uuTepBaia QT, a Takke
HADKEITYJIOYKOBasi ASKCTPACUCTOJIUS C MPEACTABICHHOCThIO MeHee 15% B CcyTku
(mporHocTUyecku OnaronpusiTHas). ITH U3MEHEHHs] COCTABHIIM B COBOKYITHOCTH
4/86 (4,7%) cnyudaeB npu BpoxaeHHol dopme u 3/13 (23,1%) mpu mosicHo-
KOHEUHOCTHOU (popMme. Y 0HOT0 nanueHTa ¢ BpoKJIeHHOU popMoii 3a00JieBaHus B
Bo3pacte 17 n;er Obula 3aperucTpupoBaHa IMAPOKCU3MAIbHAS TaXUKapaus
HEYTOUYHEHHAs, OblIa PEKOMEHJOBaHA TOCHUTAIM3ALUS B KapAUOJIOTHYECKOE
OTJICJICHUE C LIEIBIO POBEICHUS SIIEKTPODU3HUOTOTUYECKOTO UCCIISIOBAHUS Cep/Ilia
(O®UN) u pamuouactotHoi abmsaumu (PUA), omHako pekoMeHAAIMU HE ObUIH
BBITIOJTHEHBI.

ITo pesynpraram mnpoBeaeHHOM OxoKI' wame Bcero perucTpupoBaInCh
JUC(HYHKIMK MUTPAIBHOTO W/WIM TPUKYCHUAAIBHOIO KianaHoB cepaua: y 15/80
(18,8%) marmentoB ¢ BMJI 1A u y 3/11 (27,3%) narmmenTos ¢ [IKMJI P23. Yame
KJIanaHHble AuCPyHKIMU Obutn 3adukcupoBansl B 2,0 [1,0; 10,0] roga y nereit ¢
BpoxaeHHON (popmoit u B 11,0 [1,0; 13,0] met y aeteit ¢ mosicCHO-KOHEUHOCTHOM
dbopmoii. Y yacTu MalMeHTOB C BPOXKIECHHOW M MOSICHO-KOHEYHOCTHOM (hopmamu
Obula OOHapy’KeHa JIuaTaius JieBoro xemynouka, B 7/80 (8,8%) u 2/11 (18,2%)
ciydaeB cooTBeTcTBeHHO. [Ipn BM/] 1A natonorus Oslna ooHapysxena B 8,0 [4,0;
10,0] net, mpu IIKM/] P23 B 14 net y o6oux mamuenToB. Y 3/80 (3,8%) nmereii ¢
BpOXKJIEHHON (QopMoii mnpu mnposeneHun OxoKI[' oTmeuanack runeptpodus

MHOKap/1a JIEBOTo JKelya04Ka, MeauaHa Bo3pacta coctasmia 3,0 [3,0; 8,0] roxa, y
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NAIMEHTOB C MOSICHO-KOHEUYHOCTHOU (hopMoii 3a00JieBaHUsI TAKMX U3MEHEHHUM He
BBISIBJICHO. Jlpyrue HapylieHus CTPYKTYphl cepaua ObUId TpeICcTaBIICHbI
nedexkTaMu MEXIPEACEPAHON M MEXOKETyI0YKOBONH MEPEeropoIoK, MOrPaHUuYHO
y3KOU a0pTOi U Cy0aopTabHBIM (PUOPOMBIIICYHBIM BaJIMKOM. JlaHHBIE U3MEHEHUS
BcTpedanuch B 5/80 (6,3%) cnydasx mpu BMJI 1A u B 2/11 (18,2%) cnygasx mpu
[TKM/JI P23.

B memom He OTMEYEHO CTAaTUCTUYECKH 3HAUYUMBIX  pa3iuuyui B
NPEICTaBICHHOCTH M 4YacTOTe TMAaTOJOTMHM CepAlla TMpH pas3HbIX (opmax
3a00J1eBaHUSI.

HekoropsiM 601bHBIM ObLTa HA3HAYEHA cTienrueckas Tepamnus, HarpaBieHHas
Ha KOPPEKIMIO KapANOJIOTUIECKUX HapymeHuid. Beero neuenne momydanm 12/100
(12%) nmarmenToB: 11/86 (12,8%) ¢ Bpoxaennou popmoit u 1/14 (7,1%) ¢ nosicuo-
KOHEUHOCTHOU (opmoil 3abosieBanusa. Cpenu Ha3HAyaeMbIX MpENapaToB ObUIN

nBaOpaJivH, OUCOMPOJIO, MEPUHAONPUI B MOHOTEpAIIUU UITU B COYETAHUH.

3.13. I1aroJorus mo4ex

YuuteiBas MyJbTUCHUCTEMHOCTh MATOJIOTMM, HaMH OblUla TakKKe OLEHEHa
(GyHKUMS TOYEK Yy OOJIbHBIX MEPO3UH-ACPUIMTHON MBIIIEYHOW IUCTpodueit
MOCPEJICTBOM  TPOBEJICHUS OMOXMMUYECKOTO aHaiau3a KpoBU (MOYEBHUHA,
KpeaTuHuH), obmiero ananuza mour u Y 3U nouek (64/100; 64% naruentoB ¢ BM/]
1A u 9/14; 64,3% mnanuentoB ¢ I[IKMJ[ P23). Ilo manHbIM 1a00paTOPHBIX
UCCJICIOBAHUM, 3HAYMMBIX OTKJIOHEHMH MOJIy4eHO He OblIo. B coBokymHOCTH Yy
28/100 (28%) 6ompaBIX ¢ BMJI 1A 'y 3/14 (21,4%) 6onbubIx ¢ [IKM/] P23 ObLin
WU3MEHEHUS CO CTOPOHBI IMOYEK.

Haubonee wacrtoii marosoruel mOpu  MOPOBEIECHUU  YIBTPA3BYKOBOTO
UCCJIEIOBAHUSI CTPYKTYpPHBIE aHOMAJIMM TMOYEK (MHEJI03KTa3usl, pacCIIMpEHUE
yareqHo-oxaHouHnoit cucrembl (YJIC), rmyGokoe paciieruieHne Wik yJIBOSHUE
YJIC). Ha ux nonto npunuiock 17/64 (26,6%) ciiyuaeB ¢ BpoxxIieHHOM dhopmoit u 2/9

(22,2%) cnyyaeB ¢ TMOSICHO-KOHEYHOCTHOW (opMoil 3abosieBaHMs. AHOMAaJIbHOE
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pacniosioxkeHue moyek (HedponTo3, porauus) Berpedasnochk y 8/64 (12,5%)
nanmeHToB ¢ BMJ[ 1A u y 1/9 (11,1%) nauuenta ¢ IIKMJ] P23. Hanuuwue
KOHKPEMEHTOB B TTOYKaX ObLIO 3aUKCUPOBAHO Y 6/64 (9,4%) w1l ¢ BpOXKICHHON U
1/9 (11,1%) 60abHOTO C MOSICHO-KOHEYHOCTHOUM (popMoil. XpoHuueckasi 00JI€3Hb
nouek Oblia yctaHoBieHa y 2/64 (3,1%) neteit, 06a uMenu BpOXIACHHYIO (popmy
3a0oneBaHus. Y OJHOrO MalMeHTa ¢ HapylIeHHEeM (PYHKIIMU MOYEK OTMEYaach
MTUEIOKATMKOIKTA3Us M My3bIPHO-MOUYETOUYHUKOBBIA PEQIIFOKC, B CBSI3H C YeM Obliia
IpOBEJICHA HAOCKOMHYECKass KOPPEKLUsA. Y BTOPOro MalMeHTa TUArHOCTHUPOBAH
TJIOMEPYJIOHEPPUT C M30JUPOBAHHBIM MOUYEBBIM CHHAPOMOM. COrJIacHO HalIUM
JTaHHBIM, HE ObUIO TOCTOBEPHBIX PA3IMUUi B IIPEICTABICHHOCTH HE(PPOIOrnIeCcKOn

NATOJIOTHH Y TAIMEHTOB C pa3HbIMHU opMaMu 3a00J1€BaHUSI.

3.14. JlerajabHBbIN HCXO/T

3a Bpems HaOMIOJEHUS yMepiau O TAIMeHTOB ¢ BPOXKJICHHOW (opmoi
3abosieBanms, uyTto coctaBuiao 6% (6/100) or BMJl 1A u 4,4% (6/114) ot Bcel
BBIOOpKHU. Bee manueHTsl uMenu BpOXKICHHYI0 GpopMy 3a00JIeBaHUS M HUKOTIa He
MOrau XoauTh. CpeaHuid BO3pacT HACTYIJIEHHS JIETAIbHOTO Ucxoaa cocraBui 6,0
JIeT; caMblid muaamuil pedeHok morud B 10 MecsilieB OT OCTpOM AbIXaTelbHOU
HEJIOCTATOYHOCTH Ha (PoHEe WH(OEKIMM HUXKHUX JbIXaTCIBHBIX ITyTEH; CaMbIi
cTapmuii  pebeHok ymep B 13,5 Jjer Takke OT OCTpOW JbIXaTeIbHOMI
HEJIOCTATOYHOCTH Ha ()OHE ITHEBMOHHWH, PEOCHOK B TEUEHHE YETBHIPEX JIET ObLI
HOCHUTEJIeM TpaxeocToMbl 1 Haxoauics Ha IBJI Gonee 16 4 B cyTku. Y aByX Apyrux
yMEpIINX JETe NPUYMHOM CMEPTH TaKXKe CcTajga oOCTpas JAbIXaTejbHasd
HEJIOCTaTOYHOCTh, a Y JIByX NMAIIMEHTOB MPpUYNHA CMEPTHU He u3BecTHA. [Ipu ananuze
MOTEHIMAIIBHBIX MNPEAUKTOPOB JIETAIBHOTO MCXO0Ja €IUHCTBEHHBIM 3HAYUMbIM
(hakTOpOM OKa3aJIMCh YaCThle PECHUpPATOPHbIC MHMOEKIIUN HUKHUX JBIXaTEIbHBIX

nyteit (p=0,025). Koppensaumii ¢ reHeTH4ecKuMU (pakTopaMu HE MOTYIEHO.
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3.15. /ImarHocTuYecKkue MapKepbl MepO3UH-Ae(PUIIUTHON MbIIIEYHOMI

aucTpoduu

3.15.1. YpoBeHb AKTUBHOCTH KpeaTuH(}OCHOKHHA3HI

VYpoBenb aktuBHOCTH K®K oOneHuBancsa y BceX NAUUMEHTOB. Y MHOTHX
MalMEeHTOB aHAJIN3 MPOBOJUIICS HEOAHOKPATHO, Y IPYTHUX — MUHUMYM OJIMH pa3 U
He Bcerjia B ebtote 3adoseBanus. [Ipu BposkneHHoH hopme 3a00IeBaHNs MEeTHaHa
MaKCHMaJIbHOTo rmokasareis aktuBHocTH KOK cocrauia 2416,5 [1004,0; 3637,5]
En/n, nmpu mnosicHo-koHeuHocTHO ¢dopme - 20225 [1005,0; 4032,0] En/m.
Maxkcumanbhbie ypoBHU akTuBHOCTH KDK npu BM/I 1A 6bun 3adukcupoBaHbl Ha
NIEPBOM IOJly KU3HH, & HAUOOJIBIINM pe3yiabTaToM OblT 14728 En/n, BISBIICHHBIN Y
MAIMEHTKU B Bo3pacTe | roga mocne Kypca maccaxa. Y quu ¢ BMJI 1A ypoBeHb
aktuBHOcTH K®K mocie oIHOro rojaa >KU3HM MPOTPECCHUBHO CHWXKAJICSH, ¥y
HEKOTOPBIX OH JOCTUT HOPMAJIbHBIX 3HAYEHHH K MIKOJIbHOMY Bo3pacty. [locne 7 et
HU y ojHoro nanuenta ¢ BM/I 1A He ObL10 3aperucTpUpOBaHO MTOKA3aTels CBBIIIIE
1000 Ex/n. Tlpu IIKMJI P23 mennaHa MakCHMaJbHOTO TOKa3aTeNsl aKTHBHOCTH
K®K 6buta Ha yposue 2022,5 [1005,0; 4032,0] En/n. MakcuManbHbId pe3yibTat
peructpupoBaics B cpennem B 5,0 [3,0; 12,0] mer, Hanbonpmuii ypoBenb - 5030
En/an - Obu1 BeIsIBIEH y pebOenka B 4 roxa. IlanueHTH ¢ MOsSICHO-KOHEUHOCTHOM
dbopmoil Ha BceM MPOTSHKEHUH HAOJIOICHUS UMENH MoKa3arein akTuBHOCTH KOK

BbIIIIE pehepEeHCHBIX 3HAUCHUM.

3.15.2. DaexktpoHeiipomuorpapus

[Tonnoe anexTponelipomuorpadpuyeckoe uccienoanue (QHMI), Bkitouaroiee
KaK CTUMYJISILIMOHHYIO, TAK U UTOJIbYATYI0 MUOTpaduIo, IPOBEACHO 57 malreHTam
¢ BMJ] 1A u 8 manumentam ¢ ITKMJI P23. V Bcex mammentoB (100%) Obuin
BBISIBJICHBl [IE€PBUYHO-MBIILICYHBIE HM3MEHEHHs, KOTOpBIE XapaKTEepPHU30BAIHCH

CHIDKCHUEM aMIUIATYJ M-0TBETOB, CHU>KEHUEM aMIUTATYl U aiurenbHocTy [1/1E,
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PACIOJIOKCHUEM TYPHO-aMIUIMTYJHOTO aHallM3a HHXC TI'pPaHWL] HOPMAJbHOI'O

PaClIpCaACIICHUA.

3.15.3.MPT roJioBHoro Mmo3ra

MarHuTHO-pe30HaHCHas ToMorpadus TOJOBHOTO Mo3ra mpoBeneHa 84/114
(73,7%) nmauuentam. [latonorndyeckne M3MEHEHHs, TaAKUE KaK JICMKOMATHYECKHM
MaTTePH, CTPYKTYpHBbIE Maidb(OpMamiy TOJOBHOTO MO3Ta U BBhIpaKCHHAs
BEHTPUKYJIOMETranusi, B oOIIel CloXHOCTH Obutn oOHapykeHbl y 80/84 (95,2%)
mui. Menuana Bo3pacTa NMPOBEAEHUS HCCIENOBaHUS y mamueHToB ¢ BMJI 1A
coctaBuna 2,0 [1,0; 4,0] roma, y 6onpubix IIKMJI P23 - 7,0 [5,0; 13,0] ner.
Haubonee yacteiM n3meHeHueM Ha MPT ronoBHOro Mo3ra ObLT TaKk Ha3bIBa€MBbIi
JeKONaTHYeCKUid marTepH — U Py3HOE NOBBILIEHUE CUTHANA OT OEJIOro BEIEeCTBA
B pexxuMax T2 u FLAIR. On peructpupoBaiics y monasmstoriero yucia i (80/84;
95,2%) u He ObUT BBISIBJICH TOJBKO Y YETHIPEX MAIMECHTOB, UCCICIOBAaHUE KOTOPHIM
IPOBEJCHO Ha IMepBOM roay xu3Hu (tabnwma 12). Hanuuwe JelikonmaTuu He
KOpPPEJIUPOBAIO CO CHWXEHUEM uHTeluiekta, PAC, smnuiiencueidl W TAKECTHIO
nsuratenbHbix HapymeHud (p=1,000). CtpykrypHble Majgb(hopMaiuu roJgoBHOIO
Mo3ra oOHapyxeHbl y 5/84 (6%) dYenoBek: B YETHIPEX CiIy4asix MPOSBISIIUCH
JIBYCTOPOHHEH 3aThIIOYHOM JHccoHnedanuein (maxurupueit) (pucyHok 13), y
OJIHOTO TMAalMEeHTAa - JBYCTOPOHHEW OyJIbDKHUKOBOM Manbhopmanuen (paHee
uMeHyemasi nuccoHiedanueir 2 tumna). Becero oavH manumeHT ¢ KOPTUKAIbHOMN
Majb(hopmaleit crpagan dNWIeTICHe, OIUH UMeJ nmatoiorudeckyro 391, y nBoux
YEJIOBEK  3JIEKTpo3HIEeanorpapuueckue XapakTepUCTUKH  COOTBETCTBOBAIIU
HOpME, TAIMEHTy C JBYCTOPOHHEH OyIbIKHUKOBON Manb(opMmanuein D3I He
poBoOJMIach. BeIpakeHHOE pacliMpeHrne OOKOBBIX KETYJIOYKOB B COYETAHUH C
KIIMHUYECKOM KapTuHOM Tuaponedanmuu ormedanoch y 2/84 (2,4%) O0OnabHBIX, B
o0omx ciydasx TPOBEICHO BEHTPHUKYJIONEPUTOHEATHHOE IIYHTUPOBAHUE.
CraTucTUYecKHd 3HaYMMOM pa3HUIIbI MEXKTy HAJTMUHEeM Kakux-1u0o MP-u3menenuit

1 Gopmoii 3a00sieBaHuUs HE ToaydeHo (Tabauia 12).
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Ta6nuna 12 — [Naronorunueckue nameHenus Ha MPT ronoBHoro Mo3ra y nmarjueHTOB
C MEpO3UH-1e(PUIIUTHON MBIIIEYHOU AUCTpOdueit

BMJI 1A KM/ P23 YpoBeHb
XAPAKTEPUCTHUKH (100 (14 3HAYMMOCTH
NMAIUEeHTOB) NAIHEHTOB) (p)
0 0 0

MPT FOOBHOIO EBIHOJ‘IHCHO, n (r/lo) 72/100 (72,0%) | 12/14 (85,7%) 0 246
Mo3ra (O/GO)BHH"“HGHO’ 28/100 (28,0%) | 2/14 (14,3%) !

Cpeou nuy c evinoanennou MPT zonoenozo mosza
Bospacr Me [Q1; Q3] 2,0[1,0; 4,0] 7,0 [5,0; 13,0]
MPOBEICHHUS 0.003
MPT ronosuoro min — max 0,0 -15,0 1,0-15,0 ’
Mo3ra
JTroObIe Ha, n (%) 68/72 (94,4%) | 12/12 (100,0%)
IaTOJIOTUYECKUE o 4172 (5.6% 0/12 (0.0% 1,000
- Her, n (%) (5,6%) (0,0%)

12/12
0 0

Tefixonaris Jla, n (%) 68/72 (94.4%) | (100,00) 1,000

Her, n (%) 4/72 (5,6%) 0/12 (0,0%)
Maunbdopmarus Ja, n (%) 372 (4,2%) 2/12 (16,7%)
Loy [ IOPOTO ] Her, n (%) 69/72 (95,8%) | 10/12 (83,3%) 0.147

Ja, n (%) 2172 (2,8%) 0/12 (0,0%)
Punponegamust | o (05 70172 (97,2%) (1%)%/ %f/o) 1,000

IIpm 3TOM MOATBEPKAEHA 3aBUCUMOCTH BO3pacTa nposeneHuss MPT ronoBHoro

MO3Tra C HaJIW4YueM H3MCHCHUHN B BUAC THIICPUHTCHCHUBHOI'O CHUI'HAJIa OT OeJoro

BemiectBa B pexkumax T2 u FLAIR (tabmuma 13). YV jgeredd no rona

JICMKOTIaTUUCCKUI MMaTTCPH MOXKCET HC BU3YyaJIM3UPOBATLCA.

Tabmuma 13 — Bospact mposenenuss MPT romoBHOro mosra y manueHTOB C
HAJIMYHUEM U OTCYTCTBHEM MaTTepHA JICHKONMATUU

Hopma Jleilikonarus® R0
XAPAKTEPUCTUKH P 3HauMMocCTH
(4 nanguenTa) (80 maumeHTOB) )
Bo3spacr . . )
HpOBeIeHNS Me [Q1; Q3] 0,0 [0,0; 0,5] 2,0 [1,0; 6,0] 0,010
MP1 ronosoro | min _ max 0,0-1,0 0,0-150
Mo3ra

* B mom uucne 6 couemanuil ¢ OpyeuMu nanmoJyiocuimu
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3.15.4. MPT mbIig

MPT wmbm nposeaena 30/100 (30%) marmuenTam ¢ BpoxaeHHou u 8/12 (57,1%)
MalyeHTaM C MOsSICHO-KOHEYHOCTHOM (opMoil 3abosneBanus. Meanana Bo3pacrta
npoBenenus uccienoBanus nmpu BM/] 1A cocraBuna 3,5 [2,0; 5,0] roma, camomy
MaJIeHbKOMY y4acTHHUKY Obu10 10 mecsieB, camoMy B3pociiomy — 17 net. PucyHoxk
2’7 NeMOHCTPUPYET CTETICHb MOBPEXKICHUS OTAETBHBIX MBI HOT ITPU BPOXKIACHHON

dbopme 3ab0eBaHU.
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Pucynok 27 — CreneHb MOBPEKICHHS OTACIHHBIX MBIIII] HOT TIPH BPOXKICHHON
dbopme 3a00eBaHUS

[lepBOHaUaNbHO JET€HEPATHBHBIN MPOIIECC 3aTParuBall 3aIHIOK0 TPYTIITY MBIIII]
TOJICHU, Jlajiee PacHpOCTPAHsUICS Ha OCTalbHbIe MbIIILL. B Oempe muddysno
CTpajaly Kak TMepefHsis, TaKk W MeIuadbHas W 3aaHsAs TPYNIbl MBI, HO
OTMeUaach HEKOTOpasi pa3HUIlA B BRIPAXKEHHOCTH (PUOP03a B OTACIBHBIX MBIIIIAX.

B maunbonbmieii crenenn Obut BoBiaeuensl Mm.adductores u m.biceps femoris, B
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HauMeHbIIer — m.sartorius u m.gracilis (pucynox 27). B MblIiIax rojieHu nepeaHss
U JaTepalibHas TPYNMbl MBI OBbLIM TMOBPEXKICHBI B MEHbBIIEH CTENeHH IO
cpaBHeHHMIO ¢ 3amHed rpynmor (p<0,001). Hckmouenue cocraBmiaa M.tibialis
posterior, B koTopo#i (pudpo3 ObLI MeHee BbhIpakeH. Hanbosiee BOBICUCHHBIMH B
nporiecc ¢pudpo3a Obut M.Soleus, m.gastrocnemius.

[Ipu mOsSICHO-KOHEYHOCTHOM (hOpME M3MEHEHHS B MBIIIIAX HOT ObUIM MEHEe
BbIpakeHbl. [lepeansst rpymnmna Mbliy Oeapa ObUla BOBJIEYEHA B MATOJIOTMYECKUI
MPOIIeCC JOCTOBEPHO peXxe, ueM IpHu BpoxacHHoU (opme (p=0,014), a cremneHb
BBIpOKEHHOCTH (ubpo3a B 3aJHEN TpyIIe MBI TOJEHU ObliIa JOCTOBEPHO
menbiie (p=0,005). B 6eape budpo3 yaiie nadmomaics B m.biceps u m.adductores,
B roJieHH — B M.soleus, m.gastrocnemius. MeHbIire BCero maToJIorHuecKui mporecc
3arponya m.sartorius u m.gracilis B 6eape, a Taxoke m.tibialis anterior u m.tibialis
posterior B ronenu. HaOmiomanmace xapaktepHas MP-kapThHa: OTHOCHTEIHHO
COXpaHHBIC MBIIIIIEI TIEPEIHEH TPYIIBI OeApa W TOJCHH W (PUOPO3HPOBAHHBIC

MBIIIIIBI 3a/THEH MTOBEPXHOCTH HOT (pUCYHOK 28).
nKmA P23
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Pucynox 28 — CreneHb NOBPEXKIAEHUS OTACIBHBIX MBI HOI IPU MOSICHO-
KOHEYHOCTHOHU (hopMe 3a00IeBaHUS
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Ha pucynke 29 npencrapnensl MP-n300pakeHusi MBI HXKHUX KOHEYHOCTEH
NAIMEHTOB C pa3HbIMU (opMamMu 3a00JIeBaHUS U C Pa3HbIM (DYHKIIMOHAIBLHBIM
cratycoM. O4eBUIHBI 3HAYUTEIBHBIC PA3THUNS B CTENICHU BRIpAXKEHHOCTH (prOpo3a
y marueHToB oaHoro Bo3pacta ¢ BMJ[ 1A (neamOynatopHsiit maruent) u [TIKM/]

P23 (pucynok 29 A, b). Y amOynaTopHBIX JIUII C BpOKICHHON PopMoii 3a001eBaHUs

MPT wplmn HMKHUX KOHEYHOCTEH HMMEET IPOMEXYTOUHYIO KAPTUHY MEKIY

TsokenbiM TeuenueM BMJI 1A u [TKM/] P23 (pucynok 29 B).

Pucynok 29 — MPT mbimin HrokHUX KoHeuHocTei. A. T2 fat BU neamOymnaropHoii
namueHTkd S5 et ¢ BMJI 1A (MakcCuMalIbHBIN JBUraTeIbHBIA HABBIK — CHJMUT
nocaxkenHast). Onpenensiercss quddy3Hoe MopakeHre MBI Oefpa U TOJCHH C
HarOOJIBIIIMM BOBJICYCHHEM mm.gastrocnemius, m. soleus, m. plantaris longus, m.
flexor digitorum longus. b. T2 water BU manuenTa 5 met ¢ [IKM/I P23. Otmeuaercs
u3MeHeHne curHana or mm. adductores, m.gastrocnemius u m. soleus. B. T2 fat BU
amOynatopHoit nmanuentku 13 ner ¢ BMJl 1A. quddy3Hoe BoBieueHHE MBIIII]
Oelpa ¥ TOJICHH C COXPAHHOCTBIO m.sartorius u m. gracilis.
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Taxoke 115 cpaBHeHUs npeacTaBieHbl MP-uzo0paxenus nanuentku Jl. 2 et ¢
BMJI 1A c neGrotom 3a00j€BaHMS C POXKIACHUS, MAKCUMAIBHBIM JOCTUTHYTHIM
JIBUTATEJIbHBIM HABBIKOM KOTOPOW SBJISIETCS CaMOCTOSTENILHOE CHUJICHHE, U
namuenta . 14 mer ¢ IIKMJI P23 ¢ nmebroroM 3aboieBaHus ¢ 16 mecsieB u
COXpaHHBIMM MOTOPHBIMU HaBbIKaMU. Y mnanuMeHTa [. gaxe c aHaMHE30M
3a0oneBanus Oonee 12 JeT 0CTarOTCS MOJHOCTHIO COXPAHHBIMUA MBIIILBI TOJIEHU U
ompeensaeTcs IereHepalus ToIbKo 3aJHUX MBI 6eapa (pucyHok 30B), Torna kak
y MAIUEHTKA C BPOXKICHHON (DOPMO M TSHKETBIMH IBUTATEILHBIMU HAPYIICHUSIMA

3a nBa roja chopmupoBaics Audy3HbIi GuOPO3 MBI OeApa U 3aTHEH TPYIIIHI

MbI rojieHu (pucyHok 30A).

b

Pucynok 30 — MPT wmpimn HuxHUX KoHedHOcTel. A. T1 BU neamOymnatopHoit
nanueHTku 2 et ¢ BMJI 1A. Onpenensiercst uameHnenue curaina q1ud@y3Ho oT Bcex
MBIIII Oenpa, a Takke M.gastrocnemius, m. soleus,m. plantaris longus, m. flexor
digitorum longus. b. T1 BU manuenta 14 ner ¢ IIKMJI P23. KapTtuna >xupoBoi
JiereHepalliy 3aHeN TPYIIbl MBI Oe/Ipa, MBIIIIEI TOJIEHU COXPAHHBI.

3.15.5. buoncusi MbIIIEYHOH TKAHHA

C OEJIbI0 YTOUHCHHUA AUArHo3a HCKOTOPBIM IMallUCHTaAM IIPOBOANIACH ouoncus
MBIIIIEYHON TKaHU: OOCHMBAJIACh CTPYKTYpa MBIIICYHBLIX BOJIOKOH ITOCPCACTBOM
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AJIIEKTPOHHONH MHUKPOCKONMHM, a TaKKe MPOBOJAUIOCH HMMYHOTHCTOXUMHUYECKOE
UCCJIEIOBAHUE C UCIIOJIb30BAHUEM aHTHUTEII K Pa3JIMYHBIM KOMIIOHEHTAM MBIIIICYHON
TKaHu. Beero nccnenosanne BeimoaHeHo 20/114 (17,5%) nanuerTam: 18/100 (18%)
c BpoxiaeHHOU (opmoit 3aboneBanus u 2/14 (14,3%) namueHTaM C MOSCHO-
KOHEYHOCTHOU hopMmoii. Y momasisromiero yucia 60apHbIX (19/20, 95%) BeIsIBICHBI
nucTpodrdeckrue n3MEHEHUS B MBIIIICYHON TKaHU (YIaCTKH HEKPO3a, pereHepari,
XPOHUYECKOTO BocnaneHus v ¢pubpo3a), y OJJHOTO YEIOBEKa B MBIILIEYHOM OHOIITATe
oTMeyanach mydkoBasi aTpodusi. Pesynbratel ummynHorucroxumuu (UI'X) Obimm
paznuuHbl. Y 9/20 (45,0%) nui onpeaensyioch TOTAIbHOE OTCYTCTBHUE MEpPO3HUHA
(JtaMuHMHA- 0.2), BCE UMEITU BPOXKIACHHYIO (hopMy 3a00JIeBaHUs, OJUH MAIIUEHT MOT
xo0auTh camoctosiTenbHo. Cpenu 4/20 (20,0%) yenoBek ¢ YaCTUYHBIM JI€PUITUTOM
MEpO3MHA OJIMH HMeEJ TMOSICHO-KOHEUHOCTHYIO (GopMy, Tpoe OBLIU TSKEIbIMU
HeaMOynaTopHbIMU nanueHTamMu. Y 4/20 (20%) nun peakuus Ha MEpO3UH Oblia
nosioxkurtenbHas (Bce — HeaMmOynatopubie BMJL 1A). ¥V nByx nmauuenTos (2/20, 10%)

JJAMUHUH- 02 He uccieaoBaics (pucyHok 31).
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Pucynok 31 — Dbuomcus wMmpimedHoll TKaHM (MMMYHHOTHCTOXMMHYECKOE

uccienoBanue). A. Onpenensercs TOTaIbHOE OTCYTCTBHE MEpPO3WHA B 0azalbHOM
MeMOpaHe MBIIEYHBIX BOJIOKOH. b. KoHTpOIIB.

Cpenu naIMeHToB ¢ BPOKICHHON (OpMOii 3a00JIeBaHUS TOIBKO OJIMH YEJIOBEK
ObUT M3 aMOyJIaTOPHOW TPYIIBI, MPU 3TOM y HEro BBISBIEHBI TUCTPOPUUYECKUE
U3MEHEHUS B COYETAHHUH C TIOJHBIM OTCYTCTBHEM MEpO3MHa. TOJIBKO ABYM JIULIAM C
MOSICHO-KOHEUYHOCTHOM (hopmoii 3aboseBaHus Oblia npoBeneHa ouoncus ¢ UI'X, B

OIHOM CJIydac MCPO3HWH HC UCCIICAOBAJICA, BO BTOPOM — IIPUCYTCTBOBAJI HaCTUYHO.
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CTaTUCTUYECKM 3HAYUMOM pa3HUIIBI MEXAY pe3ysibTaTamu nauueHToB BMJI 1A u
[TKM/J] P23 He nomy4eHo, 10 BCel BUAUMOCTH, M3-3a MAJIOW BHIOOPKHU MAIMEHTOB

(Tabauna 14).

Tabnuna 14 — Pe3ynbraTel OMONICHN MBILICYHON TKAHHU Y MAIIUEHTOB C MEPO3HH-
JneUIUTHON MBITIICYHOU TUCTpOodueHt

YpoBennb
XAPAKTEPUCTUKH BM/JI 1A INKM/ P23 |3HaumMocTH
()
Buornicust | Beinosiaena, n (%) 18/100 (18,0%) 2/14 (14,3%) 1.000
MBIIIII He Brinosnena, n (%) 82/100 (82,0%) 12/14 (85,7%) '
Cpeou nuy c evinoinennol duoncueil

Juctpoduueckre H3MECHEHUS, 1/18 (5,6%) 1/2 (50,0%)

MEpO3HH HE UCCIIEI0BAIICS

Juctpoduueckre H3MEHEHUS, 4/18 (22,2%) 0 (0,0%)

MEPO3HH IPUCYTCTBYET

Juctpoduueckre H3MEHEHUS, 9/18(50,0%) 0 (0,0%)
Tun TOTAJIBHOE OTCYTCTBHE 0,205
OuonrTara | MEpO3HMHA

Juctpoduueckre H3MEHEHUS, 3/18 (16,7%) 1/2 (50,0%)

YaCTHYHOE OTCYTCTBHE

Mepo3uHa

[TyukoBast aTpodusi, TOTAIbHOE 1/18 (5,6%) 0 (0,0%)

OTCYTCTBHE MEPO3HHA

3.16. T'eneTH4Yeckne BAPUAHTHI MePO3UH-T1e(PUIMTHON MbILLIEYHOI
AUCTPOGUHU ¥ KOPpeIsiuMs reHoTHna u peHoruna
112/114 (98,2%) mnauumeHTaM [OMarHo3 MepPO3UWH-AE(ULIUTHON MBIIIEUHON
JUCTPO(UH TIOCTABICH HA OCHOBAaHUH PE3YJIbTATOB F€HETHUECKOT0 00CIe10BaHus,
2/114 (1,8%) nmanueHTaM — Ha OCHOBAHMM WMMYHHOTHMCTOXMMHUYECKOTO aHalIHu3a
ouonrara. Cpeau METOAOB TE€HETHMYECKOTO MCCIEIOBAHUS NPUMEHSIIHCH:
NIOJIHOTEHOMHOE  CEKBEHHPOBAaHHME, KIMHUYECKOE M  IIOJIHOE  3K30MHOE
CEKBEHHUPOBAaHKE, CEKBEHUPOBAHUE MO TaHEIU IeHOB, BKItouvaromiei ren LAMA2Z,
cekBeHupoBanue reHa LAMAZ2, mouck BapuaHTOB, HalIEHHBIX y cubca (mpsimoe

CEKBEHHPOBAHKE), XPOMOCOMHBIH MHKPOMATpUYHBINA aHanu3 (tabmuma 15). VY
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MOJIABIISIONIETO OOJNBINIMHCTBA MMAlMEHTOB JHAarHo3 ObLT BepUPHUIIMPOBAaH Ha
OCHOBaHUM OJHOTO W3 BUIOB CEKBCHHPOBAHHUS HOBOTO TMOKOJCHHS (aHTI. - next
generation sequencing, NGS), nmpudewm, Jaiie mocpeJCTBOM aHaIN3a MaHeIH I'eHOB
(44/112; 39,2%). Tonbko 6/112 (5,4%) norpeboBaioch MPOBEICHUE XPOMOCOMHOTO

MUKpPOMaTpU4HOIO aHanu3a (XMA) i yCTaHOBJIEHUS HArHo3a.

Tabnuna 15 — MeTo/1bl TeHeTUYECKOT0 UCCIIE0BAHMS, POBECHHBIC MAIIUEHTAM C
MEPO3HUH-JIePUITMTHON MBITIIEYHON AUCTpodueit

XAPAKTEPUCTUKHU I[TAIIMEHTHI
I'eneTrueckoe Ha, n (%) 112 (98,2%)
MOATBEPIKICHHE
JIAArHO3a Her, n (%) 2 (1,8%)
Cpeou nuy ¢ ceHemuyecku NOOMEEPICOCHHbIM OUASHOZ0M
[TonHOreHOMHOE cekBeHUpoBanue, N (%) 7 (6,3%)
DKk30MHOE ceKBeHUpOBaHue, N (%) 29 (25,9%)
NGS nanens, n (%) 44 (39,2%)
Meron XMA, n (%) 2 (1,8%)
TCHCTHYCCKOTO Cexsenupopanue rena LAMA2, n (%) 11 (9,8%)
MIOITBEPIKICHHSI
JIMArHO3a CekBeHupoBanue Myraiii cuoca, n (%) 15 (13,4%)
[Monueiii reHom + XMA, n (%) 1 (0,9%)
Kinuaunueckwuii/momublii 3x3oM + XMA, n (%) 2 (1,8%)
NGS manens + XMA, n (%) 1 (0,9%)
[ereposurora, n (%) 87 (77,7%)
Annenu
Comosurora, n (%) 25 (22,3%)

Ipumeuanue: NGS — next generation sequencing, cekBeHUpOBaHHE HOBOTO MOKOJIeHHsI, XMA —

XPOMOCOMHBIA MUKPOMAaTUPUYHBIN aHAIN3

Y 87/112 (77,7%) nanuentoB BapuaHThl B TeHe LAMAZ Haxomwmmch B
KOMITayHA-TeTepo3urotHom, y 25/112 (22,3%) — B TOMO3UTOTHOM COCTOSIHHH.
[IpuyueM, HU y OJTHOTO OOJIBLHOTO C MOSICHO-KOHEYHOCTHOM (POpMOIA HE BCTpEUaIoCh
TOMO3HUTOTHBIX BAPUAHTOB, YTO JIOCTOBEPHO OTJIMYAJIO UX OT MarueHToB ¢ BMJ[ 1A

(p=0,037).
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B rene LAMA2 Obuii I€TEeKTUPOBAHBI BCE BO3MOJKHBIC BapUAHTHI MYTallMil:
MHCCEHC W HOHCEHC BapHUaHThl, BapHAHTBl CO CIBUIOM pPAMKH CUHUTHIBAHMS
(permmmdT), ”HTPOHHBIE MYTAIIMK W BapUAIIUN YUCIIA KOTHHA (KPYITHBIC JETCIIH
u pymukanui, CNV). Coderanue MyTaliuii y OTJEIbHBIX OOJIBHBIX MPECTaBICHO
B Tabnuie 16. Hu y onnoro namuenta ¢ [IKM/] P23 He oTMedanoch 1ByX HOHCEHC
BApUAHTOB, a TAKXE JBYX BapUAaHTOB CO CJBUTOM pPaMKH CYHUTHIBAHUS WITU
OJIHOBPEMEHHOTO HAJIMYUsi HOHCEHC W (pelmmmdt MyTaruii, Torga Kak HpH

BPOXKJIEHHOH (popMe Takue coueTanus Obuth Hanbosee pacrpoctpaneHsl (p<0,001).

Tabnuna 16 — Coyeranue OuaienbHbIX BapuaHnToB B reHe LAMAZ y nmanueHToB ¢

MEpO3UH-IE(PUIUTHON MBIIIEYHOU TUCTpODHEi

YpoBeHnb
BMJI 1A BMJI 1A [MKM/] R23 | 3HauumMocTH

Muccenc + muccenc, N (%) 3/98 (3,1%) 5/14 (35,7%) -
Muccenc + HoHceHc, N (%) 1/98 (1,0%) 2 114(14,3%)

Muccenc + dpeimmudt, n (%) 5/98 (5,1%) 2/14 (14,3%)

Muccenc + uHTpoHHBIE, N (%) 1/98 (1,0%) 0/14 (0,0%)

Honcenc + noncenc, n (%) 19/98 (19,4%) 0/14 (0,0%)

Houcenc + dpetimmudt, n (%) 21/98 (21,4%) 0/14 (0,0%)

Houcenc + unatponnsie, N (%) 9/98 (9,2%) 2/14 (14,3%)

Honcenc + xpomocomusie, N (%) 1/98 (1,0%) 0/14 (0,0%) <0,001
OpeiimmudT + dpeiimmudt, n (%) 21/98 (21,4%) 0/14 (0,0%)

OpeiimmmdT + uHTpOHHKIE, N (%) 9/98 (9,2%) 1/14 (7,1%)

OpeiimmmdT + xpomocomusie, N (%) 1/98 (1,0%) 0/14 (0,0%)

WuTpoHHbIE + HHTPOHHBIE, N (%) 3/98 (3,1%) 2/14 (14,3%)

Wutponnsie + xpomocomubie, N (%) 2/98 (2,0%) 0/14 (0,0%)
XpomMocoMHBIe + XpoMocoMHbIE, N (%) 2/98 (2,0%) 0/14 (0,0%)

Ipumeuanue: CNV — copy number variation, Bapuarus 4rcia KOHii

[Ipu Mepo3uH-ACPUIIUTHON MBIMIEYHOW AUCTPOPUU B IIEJIOM MPAKTHUUECKH B

paBHOﬁ A0JI€ BCTpEHAIMCh HOHCCHC M3MCHCHHUS W BApUAHTLI CO CABHUIOM PaMKH

114



CUMTBIBaHUS, OHU JeTeKTupoBaHbl Ha 81 amnene (36,2%) u 74 annensx (33,0 %) u3

224 cOOTBETCTBEHHO (pUCYHOK 32).

FeHemu4eckue eapuaHmbl 6 2eHe LAMA2
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Pucynok 32 — Coueranue reHeTHUECKUX BaPHAHTOB BO BCEW BHIOOPKE, MPHU Pa3HBIX
dbopMax MEpO3WHOINATHH U B TPEX TPyMIax OONbHBIX (HEaMOyIaTOPHbIE MAIIMEHTHI
¢ BM/JI 1A, amOynatopusie nanuentsl ¢ BMJL 1A, TIKM/JT P23).

VY 34/224 (15,2%) nanueHToB OOHApyXeHbl HMHTPOHHBIE MYyTalUH. OTU
BapHAaHTHl HAXOAWIUCh B 00JacTM CaWTOB CIUIAWCHHTA, TOITOMY OBLIH
JNETEeKTUPOBAaHbl B TOM YHCIE C IOMOLIbIO 3K30MHOTO CEKBEHHPOBAHHS U
CEKBCHUPOBAHMS 110 mMaHelu reHoB. Takke B rene LAMAZ BcTpedanuch MHUCCEHC
BapuaHThl (27/224; 12,1%) u Bapmanuu uyucina kormmi JIHK (8/224; 3,6%).
Habmronanochk CTaTuCTUYECKH 3HAYUMOE pa3Inyhe MEXIy TUIAMH BapUaHTOB

HYKJICOTHUTHOM TIOCJIeI0BAaTEILHOCTH MpH pa3HbIX (popmax 3adoneBanus (p=0,009).
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[Ipu BpokaeHHON (hopMe IPEBATMPOBATIN BAPUAHTHI, IPUBOASIINE K TEPMUHAIIIH
CUHTe3a 0eKka MepO3WHA: HOHCEHC U BApUAHTHI CO CBUIOM PAaMKH CUUTHIBAHMS,
KOTOpBIE B COBOKYMMHOCTH cocTaBuiu 148/196 (75,5%) Bcex mytammii. [Tpu [TKM/J]
P23 noctoBepno uame (p=0,009) 3apeructpupoBanbl mucceHc (14/28; 50%) u
UHTPOHHBIC BapuaHThl (7/28; 25%) u HU pazy He ObUIM IETEKTUPOBAHBI BapHAIIH
gucna xonuit JIHK. HoHcenc BapuaHThl TpH MOSICHO-KOHEYHOCTHOU (hopme
COUETAIUCh C MyTallUsIMU, KOTOpbIe HE MPHUBOJAT K MOJHOM morepe Oenka, - ¢
UHTPOHHBIMH U  MHCCEHC BapuaHTaMH. 3HAYUMBIX Pa3IUuuil  MEXIy
aMOyJIaTOPHBIMU U HeaMOyaTopHbIMU 001bHEIME ¢ BM/JI 1A He nosydeHo.

Cpenu naiinennsix B rene LAMAZ2 BapuantoB 158/224 (70,5%) Oblmu panee
onucanbl, a 66/224 (29,5%) obOHapyxeHbl BriepBble. CaMbIM pacupOCTpaHEHHBIM
ObLT omucaHHBIM maToreHHbd BapuaHT c.7536delC (p.Asp2513llefsTer34) B 54
sKk30He reHa LAMAZ, npuBoasiuii K CABUTY paMKH CUMTHIBAHUS, HaunHas ¢ 2513
KOZIOHA, W TIOSABICHUIO CalTa MPEXKACBPEMEHHOW TEPMUHAIIMU TPAHCIALNU.
Jauubiii BapuaHT BcTpedanics B 26/224 (11,6%) amensix (B 4eThIpeX cClIydasix
OuaienbHO), npeumyiiecTBeHHO pu BMJ[ 1A, a Takke y OJHOro MamueHTa C
[IKMJI P23. J[lpyrue pacnpoctpaneHHble wmyTanuu B TeHe LAMA2Z,
3apeTUCTPUPOBAHHBIC HE MEHEE YeM Y TPEX HEPOJACTBEHHBIX JIUII, MPECTABIICHHI B
Tabiuue 17 Huxke.

OTaenbHOr0 BHUMAHUS 3aCTY)KHMBAET paHEe OMUCAHHBIM MAaTOTEHHBIN BapHUaHT
C.7732C>T (p.Arg2578*), mnpuBOAIMIA K MPEKpAIEHUI0 CHHTE3a OeJKa.
[IpocnexuBaercs KOppeNsiiiusl MEXKAy HaJu4hMeM JIaHHOTO BapuaHTa C
nepeOpagbHBIMU  MaJdb(OpMalUMsMU: CpPelr IMATH NAIUEHTOB C JABYCTOPOHHEH
3aTBUIOYHOM MAaXWTHpUEW Yy TPeX 4YeEJOBEK MMEJNCA [JaHHbIM BApUAHT B
reTepPO3UrOTHOM COCTOSIHMU. B Harei koropte Bapuant C.7732C>T (p.Arg2578*)
OOHapyXeH y 9 YenoBeK: y TpeX MalUeHTOB UMEIOTCS CTPYKTYpHbIC U3MEHEHHUS B
TOJIOBHOM MO3re (3aThUIOYHAS TAaXUTHUPHS), CUIe y TPEX YeJIOBEK OTCYTCTBYIOT
CTPYKTYpHBIC Maib(OpMalMi TOJOBHOTO MO3ra, a Tpem mnanueHntram MPT He
MPOBOJIMJIACh. BapuaHT BCTpedaeTcsa B reTepO3UrOTHOM COCTOSIHUU Y 8 nuil ¢ BM/]

1A u 1 marmuenTa ¢ ITIKMJI P23.
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Ta6nuna 17 — Haubonee pacnpoctpaneHHbie BapuaHThl B TeHe LAMAZ

e IK30H/ HHTPOH | /lomeH KOJII/I?ECTBO

ajutesieii, N (%0)

€.7536delC (p.Asp2513llefsTer34) 54 5k30H LG 26/224 (11,6%)
€.4692_4695dupTGCA (p.Argl566CysfsTerl3) 32 HK30H LEc 18/224 (8,0%)
€.5116C>T (p.Argl706*) 36 9K30H LCC 16/224 (7,1%)
€.8245-2A>G 58 UHTPOH LG 11/224 (4,9%)
C.7732C>T (p.Arg2578*) 55 9K30H LG 9/224 (4,0%)
€.2049_2050delAG (p.Arg683Serfs*21) 14 skx30H L4a 9/224 (4,0%)
€.9235_9238dupACAA (p.Thr3080Asnfs*26) 65 9K30H LG 8/224 (3,6%)
C.7147C>T (p.Arg2383*) 50 sKx30H LG 71224 (3,1%)
€.283+1G>A 2 HHTPOH LN 4/224 (1,8%)
€.3085C>T (p.Arg1029*) 23 9K30H LEb 4/224 (1,8%)
€.6466C>T (p.Arg2156*) 46 5K30H LG 4/224 (1,8%)
€.1303C>T (p.Arg435%*) 9 3K30H LEa 41224 (1,8%)
€.4048C>T (p.Argl350%) 27 5K30H L4b 4/224 (1,8%)

C yderoM TOro, 4TO pa3Hble Y4YacTKH OeNKka JIAMUHUHA-2 HECYT OTIENIbHYIO
(GYHKIIMOHATBHYIO POJIb, MBI TAK)KE OLICHUJIN PACTIOJIOKEHUE BAPUAHTOB B JOMEHAX
rena LAMAZ2 (pucynok 33). Hame Bcero (92/224; 41,1%) BapuaHTbl HYKJICOTHIHOM
nocjeaoBaTeIbHOCTH pacnojaraiuchk B fomeHax LG (LG1-LG5; C-repMuHanbHbIi
PETHOH), KOTOPbIE UMEIOT MHOKECTBO (DYHKITUH, B TOM YHCIIE 32 CUET CBSA3BIBAHUS
Cc uHTerpuHamu o/fB1 W O-AUCTPOINIMKAHOM OOECIEYUBAIOT NPUKPEIUICHHE K
KJIETOYHOW TMOBEPXHOCTH M YYAaCTBYIOT B pPOCT€ M MWIpallMd HEHPOHOB
BHYTpuyTpoOHO. B 45/224 (20,1%) ciydasix uamenenus nocienonatenbHoctu JJHK
3aTparvBajy CTEP>KHEBUIHBIC IOMEHbI, CTPYKTYPHO CXOXHE C 3MUICPMAIbHBIMU
daktopamu pocta (LEa, LEb, LEc). I'moOGynsapusie nomenst L4a, L4b wnecnm
mytaimu Ha 32/224 (14,3%) amnensix. 29/224 (12,9%) amneneit BkiIrovaiu
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naToreHHbIe BapuaHThl B ciupaibHOM goMeHe LCC — obmactu coenunenus ¢ Bl u

v1 mensimu Mepo3uHa.

PacnpedeneHue eapuaHmos HykneomudHoll
nocnedoeamenbHocmu e domMeHax 2eHa LAMA2
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Pucynok 33 — Pacnonokenne reHeTrdeckux BapuaHToB B TeHe LAMAZ2 Bo Bceid
BBIOOpKE, TIPU Pa3HBIX GOopMax MEPO3UH-IS(HUIIMTHON MBIIICYHOW AUCTPODUN U B
TpeXx rpynmnax 0oJBHBIX (HeaMOynaTtopHble narueHTsl ¢ BM/[ 1A, amOynaTopHbie
nanueHTel ¢ BM/JI 1A, TIKM/JI P23).

Pexxe Bcero Mmyrtanuu 3arparuBanu HadanbHbld LN momen (N-tepmuHanb),
OTBEUAIOIIUI 32 MOJMMMEPHU3AIMI0 U KJIETOUHYIO aAre3wio. B ciydasx KpyIHBIX
nepectpoek IHK Oblm 3aTpoHYTHI HECKOJIBKO TOMEHOB OJHOBPEMEHHO (5/224;
2,2%). OtMeyanuch cTaTHCTUYeCKH 3HauuMble paszmuuust (p=0,008) mexay
MIPEICTaBICHHOCTHIO BapuaHToB B fJoMeHax reHa LAMA2 mpu BMJI 1A u ITKMJ]

P23. Tlpu BpoxneHHoi ¢dopme 3a00jieBaHUS MyTallMud OBLUTH PACIOJIOKECHBI
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npeumyiiectBeHHO B LG gomene (86/196; 43,9%), a Takke B CTEP>KHEBUIHBIX
nomenax LEa, LEb, LEc (42/196; 21,4%), a npu MmOsCHO-KOHEYHOCTHOH (opme
BapUaHTHI YaIlle HaXxOJWIUCh B TIOOYIspHBIX momeHax L4a, L4b (8/28; 28,6%), a
takke gomenax LN (7/28; 25%) u LG (6/28; 21,4%). 3Ha4uMMBIX OTIUYHN MEXKITY
amMOyJIaTOpHBIMHU 1 HeaMOyaTopHbIMU narienTamMu ¢ BM/JL 1A He Obwio.
HHTepecHbIM 0Ka3aa0ch PaclooKeHne MIUCCEHC BapuanToB B TeHe LAMAZ nipu
MOSICHO-KOHEUYHOCTHOM (popMe 3abosieBaHMs: 4alle OHM pacronaraauck B LN
JIOMEHe (Takoe COUYeTaHHuEe OTMEYANIOCh Y 5 HEPOJICTBEHHBIX MAIIEHTOB), a TAKXKE B
LG u L4b nomenax (B oboux ciydasx y Tpex cudcoB). [logpoOnas undopmanus o

myTanusx nanueaToB ¢ [IKMJL P23 npencrasnena B Tabmute 18.

Tabnuna 18 — ['eHeTHUeCKHe BApUAHTHI Y MAIIMEHTOB € MOSICHO-KOHEYHOCTHOM
dbopmoii Mepo3uH-ACPUIIUTHON MBIIEYHOU TUCTPODHH

Bapuanr 1 | TMDN | AOMeH Bapuanr 2 THII | JOMEH

[MaruenT 1 c.8414T>G | mis LG €.3833G>T mis L4b
[Matmment 2 | €.8414T>G mis LG .3833G>T mis L4b
[Tanpent 3 €.8414T>G mis LG €.3833G>T mis L4b
ITauuenr 4 c.163A>C mis LN €.8699 8700insGAAATTCT | ns LG

[Manment 5 €.1303C>T ns LEa c.163A>C mis LN

[Mamuent 6 | €.1468-1G>A | in LEc ¢.5260del ns LCC
[Tanuent 7 c.7536delC fs LG c.3736-2A>T in L4b
[Maruenr 8 ¢.595T>C mis LN €.2049 2050delAG fs L4a
[Maruent 9 ¢.595T>C mis LN €.2049 2050delAG fs L4a
ITarment 10 ¢.595T>C mis LN C.7732C>T ns LG

[Maruent 11 | €.3736-2A>T in L4b €.5727-1G>A in LCC
[MarmenT 12 | €.3736-2A>T in L4b €.5727-1G>A in LCC
[Mamment 13 c.29T>C mis LN €.4665dupG fs LEc
IMamument 14 | ¢.4048C>T ns L4b €.5562+5G>A in LCC

Ipumeuanue: MIiS — MUCCEHC BapHaHT, NS — HOHceHC BapuanT, fs — frame shift (BapuanT co

CABUT'OM PaAMKH C‘-II/ITLIBaHI/Iﬂ), in— HHTpOHHBIfI BAapUAHT

He Tonbko dopma 3a060s1eBaHus, HO U YPOBEHb MOTOPHOTO Pa3BUTHSI ObLI CBS3aH

C THUIIOM Kay3aTHBHBIX BAapPHAHTOB HYKHCOTHI[HOI;‘I IIOCJICAOBAaTCIBHOCTH B T'CHC
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LAMA2 (p<0,001). ¥V nuip ¢ MHHUMaJbHBIMU JBUTATEIbHBIMH HaBBIKAMHU
(ynepskaHue ToJ0Bbl, CUJICHUE C MOJACPKKON) UITU C UX OTCYTCTBUEM HAOIIOJAINCH
MIPEUMYIIECTBEHHO HOHCEHC MYTAIlMH U BAPUAHTHI CO CIIBUTOM PaMKH CUYUTHIBAHUS,
¥ HU Y OJTHOTO TaKOTO MaleHTa He ObLI0 omucaHo Muccenc Mmytaruii. Hanbonee
pacnpocTpaHeHHas TPyNIa, y KOTOPO MaKCUMAaJTbHBIM MOTOPHBIM HaBBIKOM OBLIO
CaMOCTOSITENIbHOE CUICHHE, UMENa Bce TUIBI BapuaHToB B reHe LAMAZ2: HoHceHC —
53/130 (40,8%), BapuaHTBl cO caBUTOM pamku cuuthiBanus — 46/130 (35,4%),
uaTponubie — 15/130 (11,5%), muccenc — 13/130 (10,0%), Bapuanmm gncia KOMUi
— 3/130 (2,3%). Y mnauuMeHToB C CaMOCTOSITEIbHOM XOJh0OU MpeBamupoBain
muccenc mytanuu (14/44; 31,8%), B paBHOW Mepe UMENUCh UHTPOHHBIC BAPUAHTHI
Y BapUAHTHI CO CABUTOM paMKu cuuThiBanus (o 11/44; 25,0%), pexe BcTpeyaauch
HOHCceHC MmyTtanuu (7/44; 15,9%) u Bapuanuu uucna xonuit (1/44; 2,3%). Ilpu
MIPOBEICHUH aIOCTEPUOPHBIX TOMAPHBIX CPAaBHEHUH JOCTOBEPHO 3HAYMMas
pasHuIla B TPECTABICHHOCTH PAa3HBIX THUIIOB BapHAHTOB ObLIa MOKa3aHa TOJBKO
MEXy HABBIKOM CaMOCTOATEIBHOTO CHICHHS M HAaBBIKOM HE3aBUCUMOM XOJbObI
(p=0,005): mamueHThl, y KOTOPHIX MAaKCUMaJbHON JBUTATEIHLHON BO3MO>KHOCTHIO
SBJIIETCSI HE3aBUCHMOE CHJICHHME, 3HAUYMMO 4Yallle MUMEJIM HOHCEHC MYTalluu U
BapUaHTHI CO CIABUTOM PaMKH CUMTBHIBAHMSI, TOTJAa KaK y aMOYyJaTOPHBIX JIHI] OBLIH
MPEUMYIIIECTBEHHO MHCCEHC W HMHTPOHHBIC BapHWAHTHI, a TaKXKE MYyTalldu CO
CIBUTOM PaMKH CUHUTHIBAHUS.

B otnuume oT THIa MyTanmii, KOppEISIIMd MOTOPHBIX HaBBIKOB C MTOJIOKEHHUEM
BapHUAHTOB B pa3HbIX JoMeHax reHa LAMAZ ne monyueno (p=0,138).

JIOCTOBEpHBIX KOppEISALUA MEXIY pa3auyHbIMU Bapuantamu natosoruu [{THC
(amunencuer (p=0,890), Hammumem snunentudopmHoi aktuBHOCTH (p=0,101),
MajbpopmarusiMd  rooBHoro  Mosra  (p=0,958), UHTEIEKTyaJbHBIMU
Hapymeausmu (p=0,787)) u mo pacmosioxeHuiro B gomeHax reHa LAMAZ He
noiayuyeHo. Takke He OOHapy»XeHO B3auMocBsi3u osnuierncun (p=0,448),
snmnentudopMuoi aktuBHocTd (p=0,166), maxurupun/muccannedanuu (p=0,480),
KOTHUTUBHBIX HapyweHud (p=0,355) c¢ kakuMu-1M00 THUMaMU BapHUAHTOB

HYKJICOTUJTHOM TIOCJIEIOBATENIbHOCTU. YUWThIBasE BakHeiiiee BiusHue LG
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JIOMEHOB Ha aAre3uto, 1udpepeHupoBKy, pOCT U MUTPALIMI0 HEMPOHOB, OTAEIBHO
ObL1a olleHeHa UX cBs3b ¢ HannuueM naronoruu LIHC. Cratuctuyecku 3Ha4unMOi
pa3HULIBI MEXAYy KakKuMU-THO0 mposiBieHusMH co cTtopoHbl [IHC u Hanmmumem
Kay3aTUBHOTO BapuaHTa B LG nomeHax Taxxke Moixy4eHo He ObLIO.

He orMeueHO 1OCTOBEPHBIX pa3IMuni MEKAY TUIIOM BApUAHTOB HYKJICOTHUIHON
MOCNIEZIOBATEILHOCTH, a TaKXkKe JoKanu3alnuei BapuaHtoB B reHe LAMA2 ¢
OOJBIIMHCTBOM COMAaTHYECKUX MPOSBICHUN MEPO3UH-ACPUIMTHON MBIIIECYHOM
TUCTPOPUHN (CTETIEHBIO CKOJMO03a, TSDKECTHIO JIbIXaTeIbHONW HEAOCTATOYHOCTH,
HaJIMYUEM KapIAUOJIOTUYECKUX OCIOKHEHUN).

HckmroueHne cocTaBui Bec MaueHToB (Tabimma 19).

Tabnuma 19 — Csi3b IOKaTU3aluKi BAPUAHTOB HYKJICOTHIHON MOCIEA0BATEIbHOCTH
B reHe LAMAZ2 ¢ HanmuueM TsiKeJIon OeIKOBO-IHEPTeTUYECKON HEJJOCTATOYHOCTH

IauueHTsI ¢ OLIEHEHHBIM
CTaTycoM nuTanusi, =95
Tsoxenon Tsokenasn Yposens
XAPAKTEPUCTHUKHA B3H ner B3H ecrn 3Ha‘{?l\;OCTI/I
(112 (78 P
aJueJieit) aJueJieit)
LG, n (%) 37 (33,0%) | 38(48,7%)
LN, n (%) 14 (12,5%) 7 (9,0%)
L4a, L4b, n (%) 18 (16,1%) | 10 (12,8%)
LEa, LEb, LEc, n (%) 28 (25,0%) 9 (11,5%)

Jlomer 7P ee (%) 15 (13,4%) | 9 (11,5%) 0,014
LN+L4a+LEa+Leb, n (%) 0 (0,0%) 4 (5,1%)
LN+L4a+LeatLEatLeb+Lec+tLCC+LG, | 0 (0,0%) 1(1,3%)

n (%)

Bapuant | Ects, N (%) 37 (33,0%) | 39 (50,0%) 0,018

B

nomenax | Her N (%) 75 (67,0%) | 39 (50,0%)

LG1-5

Bapuant | Ects, N (%) 20 (17,9%) | 30 (38,5%) 0,001

B Her, n (%) 92 (82,1%) | 48 (61,5%)

JIOMeHax

LG1-3

Ilpumeuanue: BOH — 6enkoBo-3HEpreTHUecKas HeI0CTaTOYHOCTb

[Tpu ouenke mokasateneii cranaapTaoro orkionenus (SD) UMT/Bo3pact (as
CpaBHEHUSI OBLIT BHIOpAH MaKCHMAaJIbHBIN ToKa3zarenb SD y Kaxaoro marueHTa) B

3aBUCUMOCTHU THUIIA BapHUaHTa HyKHGOTH}IHOﬁ IIOCJIEA0OBAaTCIBbHOCTH paBHI/I‘II/Iﬁ HE
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nosydeHo. OJHAKO TpPH OIEHKE BECOBBIX IIOKa3zareled B 3aBUCUMOCTH OT
JOKaNU3allid Kay3aTUBHbIX BapuaHToB B reHe LAMAZ Obuio mokaszaHo, 4TO
BapuaHThl B TomeHax LG (LG1 - LGS5) nocToBepHO yaiie BCTPEYarOTCs y MAIIMEHTOB
¢ Tsoxeno bOH (p=0,018). [Ipu 1onmoaHUTENBHON OLIEHKE BBISBICHO, YTO Y JIUII C
Tsokenod BOH BapuaHThl HYKIIEOTMAHOW MOCIIEIOBATEIBHOCTH PACIOJIOKEHBI
npeumymecTBeHHo B qomeHax LG1- LG3 (p=0,001).

C ydetoM TOTO, 4TO B OCHOBE narorenesa Tsoxenon BOH npu mepozunonatuu
JAexuT (GuOpo3, OTAENbHO OblIa OLIEHEHA CBSA3b JIOKAIM3AIMM MYTalMid C
BBIPAKEHHOCTHIO JIETEHEPATUBHBIX M3MEHEHUWH B MbImax (3-4 cremneHb M0
Mercuri) kak errie oJHIM TposiBiieHueM Gudpo3a (Tadnuiia 20). B pesynbTare y auil
¢ ¢pubpo3oM mpIIll 3-4 CTENEHU HE MOJYYEHO CBSI3U HU C PACHpOCTPAaHEHHOCTHIO
BapuanTtoB B LG1-5 gomenax B menom (p=0,256), HU C HaTU4YUEM MyTallUd

otnensHO B LG1- LG3 momenax (p=0,839).

Tabnuma 20 — CBsi3b JIOKaTU3aIMKU BAPUAHTOB HYKJICOTHIHON MOCIEA0BATEIIbHOCTH
B rede LAMAZ2 ¢ nayimumem ¢hubdpo3a M 3-4 crenenu mo Mercuri

IHanueHTHI € IPOBEIEHHOI
MPT mpim, Nn=95
®dudposza Yposetts
XAPAKTEPUCTUKHN ®udpPo3 MBI (3HAYHUMO
mbimm 3-4
Her 3-4 ecThb ctu (p)
(22 annensi) (54 anrens)
LG, n (%) 12 (54,5%) 21 (38,9%)
LN, L4a, L4b, n (%) 6 (27,3%) 11 (20,4%)
LEa, LED, LEc, n (%) 1 (4,5%) 8 (14,8%)
ﬁ;’fa?m LCC, n (%) 3(13,6%) | 9(16,7%) | 0,469
LN+L4a+LEa+Leb, n (%) 0 (0,0%) 4 (7,4%)
LN+L4at+LeatLEatLeb+LectLCC+LG, | 0 (0,0%) 1(1,9%)
n (%)
Myranusa 8 | Ectb, N (%) 12 (54,5%) 22 (40,7%) 0.256
nomene LG | Her, n (%) 10 (45,5%) | 32 (59,3%) '
Myrarmust B | Ects, N (%) 6 (27,3%) 16 (29,6%)
o1 Her, n (%) 16 (72,7%) | 38 (70,4%) | *8%°
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3.17. TlpeaukTophl TSKECTH TeUeHUs 3200/ 1eBaHMS

YToOB!I ONpeaenuTh BEPOSITHYIO TPACKTOPHIO MPOTPECCUPOBaHUs 3a00IeBaHMUs,
B HAaIllEM HCCJIEOBAaHUM ObUIM OLEHEHBl MOTEHIMAJIBHBIE MPEIUKTOPHl TECUECHHUS
3a00JIeBaHUsA, a TAKKE PA3BUTHUSA TKENBIX OCJIOXKHEHHA MEpO3HH-Ie(UIIUTHON
MBIIIEYHON TUCTPOGUU, TPUBOIANINX K YXYAUICHUIO (PYHKIIMOHAIBHOTO CTaTyca

W/MIY 3HAYUTEIIBHOTO CHIDKCHHS KaueCcTBa KU3HH IIalrCHTOB.

3.17.1. IloTeHua bHbIE MPEAUKTOPHLI AMOYJIATOPHOI0 CTAaTyCA

beim  paccMOTpeHBI  cemyromue TOTCHIIMANIbHBIC MapKephl —IOSBIICHUS
CIIOCOOHOCTH K CaMOCTOSITENILHOM X0Jb0e: Bo3pacT jAebroTa 3aboieBaHusi, (Qakt
HaJIM4Ms Cca00To IIEBEICHUS IUIOAA, BO3PACT IOSBICHUS TEPBBIX KOHTPAKTYP,
baKkT HaMMYUS KOHTPAKTYP C POXKIACHUS, HAJTWYWE AUCIUIA3UU Ta300eIpECHHBIX
CYyCTaBOB C POXJICHHUSA, HAIMYUE PECHUPATOPHBIX HAPYIICHUM TPU POKICHUH,
BO3pACT TOSBICHUS MOTPEOHOCTH B BEHTWIAINMOHHOW TOMJCPIKKE, Pa3BUTHE
¢bubpoza wmpim 3-4 CTENeHW, HAJIUMYHUE ONPEJCICHHBIX TUIIOB BapUaHTOB
HYKJICOTHIHOM TTOCJIEIOBATEILHOCTH, a TaK)KE PACIOIOKEHNE BApUAHTOB B T'EHE
LAMAZ2. TlokazaTenu OIEHWBAJINCH CPeAM JIUIl C JAOCTYIMHOW WH(popManuei (B
OOJBIIMHCTBE CIy4yaeB Ha HEMOJIHOM BBIOOpKE). B pesynbrare BBISBIECHO, UTO HA
HaJIM4ME Yy TIAlMeHTa CaMOCTOSTEIBbHOW XOJbOBI BIHSAIOT: BO3pacT 1edroTa
3aboneBanus (p<0,001), Bo3pact mosBICHHMS TepBbIX KOHTpakTyp (p<0,001),
HAJIM4YME€ MHCCEHC BapuaHTa Kak MHUHMMYM Ha ojHoMm amiene (p=0,002),
pacrosioxkenue BapuanTta B joMeHe LN kak Munumym Ha onHoM asiene (p=0,025).

JIyist TokazaTensi «BO3pAcT TMOSBJICHUSI TIEPBBIX KOHTpakTyp» oTiauums ROC-
KPUBOH OT IMAarOHAJILHON OMOPHOM JIMHUU OKa3aJIMCh CTATUCTUYCCKU 3HAYMMBIMH
(p <0,001) (pucynok 34). Ilmomans mox kpuBoit AUROC [95% JIN] cocraBuia
0,794 [0,663; 0,926], YTO COOTBETCTBYET XOpOIlIEeH TmpeacKazaTeIbHON
crocoOHOCTH. ONTUMAIBEHBIE IOPOTOBBIC 3HAUYCHUS OBLIN OINPEJICIICHB Ha YPOBHE

2,5 1eT (BEpOATHOCTh aMOyIaTOPHOTO CTaTyca IIOBBIIIACTCS TPU BO3pacTe
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MOSIBJICHUS MEPBbIX KOHTPAKTYp >2,5 nieT). YUyBCTBUTEIBHOCTh U CHEUU(PUUYHOCTH
JUISL TOM TOYKH B OTHOIIEHHUM OTpPECTICHHUs] aMOyJaTOPHOIO CTaTyca COCTaBUIIU

82% u 73%, COOTBETCTBEHHO.

Bo3pacT nepBblX KOHTPAKTYp (Mec)

(Apedckasslaaembld ucxod: ambynamopHelld cmamyc)
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Pucynok 34 — ROC-kpuBas 117151 Bo3pacta (OpMUPOBAHUS MIEPBHIX KOHTPAKTYP KaK
IPEIUKTOPA MOSBICHUS CAMOCTOATEIbHON X0AbObI

Jlist mokazarenst «Bo3pacT nebrora 3aboneBanus» oTmuus ROC-kpuBoii oT
JMArOHaJLHOM OTIOPHOM JIMHUU TAKKE OKA3aJUCh CTATUCTUYECKU 3HAUUMBIMHU (P =
0,001). ITmomaas moxa kpuoit AUROC [95% JI1] coctaBuna 0,725 [0,584; 0,866],
YTO COOTBETCTBYET XOpOIIEH TMpeacka3zareabHol crocoOHocTu. OnTUMalibHbIE
MOPOTOBBIC 3HAYCHUS OBUIM OIpEJeICHBl Ha ypoBHE 4,5 MecsieB (BEpOSITHOCTH
aMOyJIaTOpPHOTO CTaryca TOBBIIIAETCA TMpU Bo3pacTe jebroTa 3a00JeBaHUS
>4.5 mecsaneB). UYyBCTBUTENBHOCTh MW CHEHUGUUYHOCTD JUJII JTOM TOYKH B
OTHOIICHUHM OTpeeieHusT aMOynaTopHoro craryca coctaBwin 45% wum 100%,

COOTBETCTBEHHO (PUCYHOK 35).
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Bo3pacT fieGloTa 3a6oneBaHus (Mec)

(npedckassiaaemell ucxod: ambynamopHell cmamyc)
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Pucynox 35 — ROC-kpuBas mist Bo3pacta jne0rora 3a00jieBaHMs KaK MPEIUKTOPA
MOSIBJICHUSI CAMOCTOSATENLHON XOb0bI

[lockonbky B XOJie aHaiu3a ObUIO BBISBIEHO HECKOJIBKO IMOTEHIUATbHBIX
OPEIUKTOPOB aMOYJIaTOPHOIO CTaTyca, MAOIOJIHUTENBHO NPOBEAEH HX OTOOp
METOJIOM OMHAPHOM JIOTUCTUYECKON PErpecCH  C MOCIIE0BATEIbHBIM IOA00POM I10
Banpny. B kayecTBe 3aBHCHMMOW NEPEMEHHOM pPacCMaTPHUBAICS JBUTATEIbHBIN
CTaTyC YYacTHHKA, B KQUeCTBE HE3aBHCHMBIX NEPEMEHHBIX — BO3pacT JedroTa
3a00yieBaHUsl, BO3PACT TOSBJIEHUS TEPBBIX KOHTPAKTYpP, HAJIWYUE MHCCEHC
BapuanTa B rene LAMAZ2, nanuune Bapuanta B tomene LN rena LAMAZ2. KauectBo
MOJIEJIM OKa3ajJoCh JTOCTATOYHO BBICOKMM (YpPOBEHb 3HAUMMOCTH JJIi MOJENIU P
<0,001; nceBno-R2 Haiimkenkepka = 0,487; ypoBeHb 3HAUMMOCTH ISl KPUTEPUS
Xocmepa-JlememeBa p =0,788). B pesynbTaTe TecTUpoBaHUS MOAEN ObUT 0TOOpaH
OJIMH TIPEIUKTOp - Bo3pacT acOroTa 3aboseBanus (kodddumment B = -0,608;
oTHomIeHHUE ImaHcoB [95% noBepurensHbll uHTEepBaAN| = 0,544 [0,333; 0,888],
ypoBeHb 3HaunMocTu p = 0,015), koTopblii HanboJIee CHIIBHO BIUSET HA MOSBIICHNE
HABbIKA CaMOCTOSITENIbHOM XOAbObI. B COOTBETCTBHM € pe3yjbTaTaMy aHalIu3a
Mojenu, OoJiee crapiuii Bo3pacT JaeOroTa 3a00sieBaHMs MOBBIIAET BEPOSTHOCTH

aMOyJIaTOPHOTO CTaTyca.
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3.17.2. lloTeHUAJIbHBbIE MPEAUKTOPbI HEOOX0IMMOCTH B BEHTHJIALIMOHHOM

MoIePIKKe

[Torpe6HocTs B HUWBJI/ UBJI oTpakaeT Haliuuue TSKEIBIX AbIXaTEIbHBIX
HapylIeHUH y MalueHTOB. BO3MOXHBIMU MNPEIUKTOpPAMH BO3HUKHOBEHHS
NOTPEOHOCTH B HCHOJB30BAHMM JIETOYHOW BEHTWISLUUU OKA3aJIHCh CHUKEHUE
OXEJI menee 60% (p<0,001), yacTpie MHMEKIUU HIKHUX JbIXaTEJbHBIX MyTeH
(p<0,001), ckonno3 3-4 creneneit Tsxectu (p<0,001), moTepss MOTOPHBIX HABBIKOB
(p<0,001). Cam dakr cHmwxenus ®XKEJI B nunamuke He ObLI MNPEIUKTOPOM
MOSIBJICHUSI HOYHOM TUIIOKCEMHUH W/Uii HOYHOTro anmHod (p=1,000), umen 3HaueHue
nMeHHO nokaszarenb OXKEJI<60%. Hanuuue onpeneneHHbIX TUIIOB MyTallui B T€HE
LAMAZ2 takxe He SBWJIOCH NMPEIUKTOPOM TSDKENBIX PECHUPATOPHBIX HApyIICHUH,
OJIHAKO OTMeualiach TeHJICHIIUs K 6omee yactomy npumenenuto HUBJI/ UBJI y nun
C HaJIMYMEM HOHCEHC BapUaHTOB, BAPUAHTOB CO CIBUTOM PaMKH CUUTHIBAHUS U UX
coueranus (p=0,055).

Jns mokazatenst «ckonmmo3 3-4 cremenm» omimuus  ROC-kpuBoit ot
JMArOHaJILHON OMOPHOM JIMHUU OKA3aJIMCh CTaTUCTUYeCKU 3HauMMbIMH (p <0,001)
(pucynok 36). ITnomanp moa kpuBoit AUROC [95% JIN] cocraBuia 0,764 [0,656;
0,873], UYTO COOTBETCTBYET XOpOIIEH TMpeAcKa3aTeIbHON  CIIOCOOHOCTH.
OnTuMasnbHbIe MOPOTOBBIC 3HAUEHUS OBUTM OMpeeeHbl Ha YPOBHE 3 CTEICHHU.
Takum 00pa3om, BEpOSITHOCTD JIETOYHON BEHTWIISIIIUU MTOBBIIIAETCS MPU HATUYUU Y
nalMeHTa CKoJimo3a TpeTbed u  Oojee creneHd. UyBCTBUTENBHOCTH |
cnenuUIHOCTh JJIS 9TOHW TOYKHM B OTHOIICHUU OIPEACIICHUS HEOOXOIUMOCTH

BEHTUJISIIMU cocTaBuiIn 59% u 90%, COOTBETCTBEHHO.
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MaKkcumanbHan BblpaXeHHOCTb CKONMMo3a (CTeneHb)

1 O{npeécxaabaeaemaa& ucxod: HeaOxoduMoCme BEHMUNAULU)
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Pucynok 36 — ROC-xpuBas 1 ckonmo3a 3-4 CTENeHH KakK MPEeIuKTopa
HEOOXOMMOCTH JIETOYHOW BEHTUJISINH

[Tockonbky B XoJie aHaiM3a OBUIO BBISBICHO HECKOJIBKO MMOTEHIIMATBHBIX
PEIUKTOPOB/MAPKEPOB, TOMOJHUTEIBLHO MPOBEIEH UX OTOOP METOAOM OMHApHOU
JIOTUCTUYECKOM PErpeccuu ¢ MociaeqoBaTeIbHbIM T0o00poM 1o Banpy. B kauectse
3aBUCHUMOW  TIEPEMEHHOM  paccMaTpuBajach  HEOOXOJAMMOCTh  BEHTHIIALIUU
(mpencka3piBaeMasi KaTeropusi: HAIMYHE HeOOXOJMMOCTH ), B Ka4eCTBE HE3aBUCHUMBIX
nepemMeHHbIX — (pakT cHkeHus OIKEJI <60, hakT yacTbix MHPEKIUN TbIXaTeTbHBIX
nyTei, (pakT oTkaTa B MOTOPHBIX HaBbIKax, cKoimo3 3-4 cremenu. KauecTBo
MOJIEJI OKa3ajJoCh OCTATOYHO BBICOKMM (YPOBEHb 3HAYMMOCTH I MOJEIU P
<0,001; nceBno-R2 Haimkenkepka = 0,534; ypoBeHb 3HAUMMOCTH JIJISi KPUTEPHS
Xocmepa-Jlememea p = 0,798). B pe3ynbTaTe TeCTHUpOBaHUS MOJEIU OBLIO
O0TOOpaHO JBa MPEIUKTOpa/MapKepa:

e Hanuune camxennss GKEJI<60 (koappunuent B = 2,887; oTHOLIEHNE TIAHCOB

[95% U] = 17,937 [3,047; 105,578], ypoenb 3HauumocTu p = 0,001)

e Hanuume dwacTeix pecnupaTopHbIX 3a0onieBanuil (Kodddunuent B = 1,974,

oTHomieHue mancoB [95% U] = 7,197 [1,054; 49,157], ypoBeHb 3HAUUMOCTH P

=0,044)

127



Takum 00pa3oM, B COOTBETCTBMHU C pe3yJibTaTaMU aHalIW3a MOJENIH, HaJIUu4ue
camwkeHuss OXKEJI <60 u dyacTbIX pecnupaTopHBIX 3a00JIEBAHUI MOBBIIIAIOT

BEPOATHOCTH He0OxonuMocTH uctosb3oBanus HUBJI/ UBJL

3.17.3. lloTeHUMAJIbHbIE MPEIMKTOPHI PA3BUTHS CKOJIHO03a

Hanuuune ckonmo3a BAMSET Ha JABUTATENIbHYIO AKTHUBHOCTH U COCTOSIHUE
BHYTPEHHHUX OPTaHOB. Y HEaMOyJIaTOPHBIX MAIMEHTOB JeGopMaIinsi TO3BOHOYHHUKA
pa3BuBanack 3Haunmo yaiie (p=0,020), Takxe mpeAUKTOPaMU MOSIBJICHUS CKOJIMO3a
OKa3aJHMCh HAIMYKUE PUTHAHOCTH 103BoOHOUHMKA (p=0,010) 1 nmoteps ABUraTeIbHbIX
HaBbIKOB (p=0,001).

OTaenpHO paccMaTpUBAIUCh BO3MOXHBIE MPEOUKTOPHI Pa3BUTHUSA TSHKEIOTO
ckonmo3a. [lox TsxkenbIM CKOJMO30M MOHUMAajach aedopmalius No3BOHOYHUKA 4
CTEIICHU W/WJIU TPOBEJICHHAs ONEpaTUBHAs KOPPEKIMS MO3BOHOYHMKA MPU YIJIE
Ko66a menee 50 rpamycoB npu HapacTaHUM yriia ckosino3a 6osee 10 rpagycos 3a 1
roa. dakropamu, NPEAPACIONIATAIONIMMU K Pa3BUTHIO TSKEIOrO CKOJIMO3a,
SABWINCH: BpoOXJeHHas ¢opma 3aboneBanus (p<0,001) u Hamuume TKEION
0enkoBo-dHEpreTruueckor HemoctatouHoctu (p=0,004). IHotpedbnoctr B HUBJI/
NBJI Takxe KoppenaupyeT ¢ TskeabiM ckonro3oM (p<0,001). HanpoTus, MoTOpHBIE
HABBIKM TAIMEHTOB, B TOM YHUCJIE HAIMYUE CAMOCTOSITEILHOM X0/IbObI, HE BIUSIIH
Ha opMupoBaHue TsKeIoro ckoiuosa (p=0,120). Takxe He 0OTMEYEHO KOppesuii
MEXIy HAJIMYUEM TsDKEIoN edopmaliuu mo3BOHOYHUKA U COYETAaHUEM BapUAHTOB
HYKJICOTHUIHOM TocienoBaTenbHOCTH B reHe LAMAZ2 y manmuenTos (p=0,191).

JIOOTHUTENBHO MPOBEAECH 0TOOP (PaKTOPOB, BIUSIOIIMX HA PA3BUTUE TSHKEIIOTO
CKOJIM03a, METOJJOM OWHAPHOM JIOTMCTUYECKOW PErpeccuy ¢ MOCieNI0BaTEIbHBIM
nogoopom mo Bampmy. Mogens okazanachk 3Haunmon (p <0,001), mceBmo-R2
Haiikenkepka cooTBeTcTBOBal Xopoliemy kadectBy mojenu (0,373). Oanako
pacueT ypOBHSI 3HAYUMOCTU i1 Kputepusi Xocmepa-JlememnieBa okazaics
HEBO3MOXHBIM, B CBSA3M C 4YE€M pe3yJbTaThl TECTUPOBAHUS MOJICIH CJIEIyeT

HMHTEPIIPETUPOBATh C OCTOPOKHOCTHIO. B COOTBETCTBUU C pe3yibTaTaMH aHAIU3a
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MOJENHN, TPOBEICHUE BEHTWJISALMM JIETKMX ITOBBIIIAET BEPOSTHOCTH DPa3BUTHS
ckonuosa 3-4 crenenu (koddduiment B = 2,671; otHomenue mancoB [95% U] =
14,462 [4,549; 45,972], ypoBenb 3HaunmocTu p <0,001). OgHako, B JaHHOM cily4ae
CKOpee UMEET MECTO o0paTHas B3aMMOCBS3b, ITPU KOTopoi notpedHocts B HUBJI/

NBJI sBnsieTcst MapkepoM, a He IPEAUKTOPOM, TSKEIOTO CKOINO3a.

3.17.4. IlpenKTOPHI YXYALIEHHsI IBUTAaTEJIbHOI0 CTATyCa C MOoTepei

MOTOPHBLIX HABBIKOB

B kauecTBe MOTEHIMAIBHBIX MPEIUKTOPOB OTKATA JIBUTATEIIBHBIX HABBIKOB
paccMaTpUBAINCh: YBEIMUYEHUE CTETEHU CKOJIMO03a, ()akT HaIU4Ms CKojauo3a 3-4
CTENICHU, HAJIMYME KOHTPAKTYp B CyCTaBax, TsKeyas OEIKOBO-dHEpreTHuecKas
HEJI0CTAaTOYHOCTh, MOopaXkeHue MbImI 3-4 crenenu no Mercuri mo manasiM MPT
MBI, Pa3JIMYHbIE COYETAHUSI BAPUAHTOB HYKJICOTHUIHOMN MOCIEIOBATEILHOCTU B
reie LAMAZ2. TToka3aTenau OlICHUBAIMCH CPEIH JIUI ¢ JOCTYITHOW MH(pOpMaIueH.
B pesynapTare BbIsIBICHBI ABa (hakTOpa, JAOCTOBEPHO NPHUBOASIIUX K IMOTEPHU
JIBUTATEIBHBIX HABBIKOB: JAedopManus mo3BoHouHuKa 3-4 crenenu (p <0,001) u
tsokenass bBOH (p=0,004). Taxxe oTmedanach TEHAEHIHUSI K MPOTPECCUPYIOIMIEMY
YXYJIIEHUIO IBUTATEJIBHOTO CTaTyca y MalueHToB ¢ (uOpo30M Mblil 3-4 CTENeHH,
OJIHAKO HE OBUIO JOCTUTHYTO cTaTucTHuecko 3Haummoctu (p=0,084). Ilpu
MPOBEJCHUU  JIOTIOJHUTEIBLHOTO aHain3a 0oJiee CHJIBHBIM  MPEIUKTOPOM,
MPUBOMASIIUM K TIOTEPM MOTOPHBIX HABBIKOB, OKa3ayiach Tspkenas aedopmarius
no3BoHOYHMKA (KodddunueHt B = 3,464; otHomenue mancos [95% U] = 31,958
[6,370; 160,346], ypoeHs 3HauumocTH p <0,001). Takum 006pa3zom, B COOTBETCTBUU
C pe3yibTaTaMH aHajdu3a MOJENH, HaJIU4Hhe CKOJIM03a 3-4 CTENEeHU MOBBIIIAET

BCPOATHOCTL OTKaTa B MOTOPHBIX HAaBBIKAX.
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3.17.5. IloTeHUAJbHBIE MPEIUKTOPbLI HEOOXOIMMOCTH B YCTAHOBKE

racTpoCTOMBI

Cpenu paccMaTpUBaEMbIX BEPOSITHBIX IPEAUKTOPOB IMOSBICHUS HEOOXOAUMOCTH
B YCTaHOBKE TaCTPOCTOMBI (JBUTATENBHBIM CTATyC TAIMEHTOB, TPYIHOCTH
KOPMJICHHSI TIPH POXKICHUHM, YacThle MH(PEKINHW HIDKHHUX [bIXaTCIbHBIX ITyTEH,
JIOKaJiM3alis BapuUaHTOB HYKJICOTHUJHOM mocienoBarenbHocTH B TeHe LAMAZ,
COUYCTaHHE TUIIOB BAPHAHTOB HYKJICOTHIHOM ITOCIIeI0BaTeIbHOCTH B TeHe LAMA?Z),
TOJBKO YacThle 3a00JICBAaHUS HUIKHUX JbIXaTCJIBHBIX MYTEH MOBBHIIIAIOT PHUCKU

MOSIBJICHHS TTOTPEOHOCTH B YCTaHOBKE ractpocTomsl (p=0,004).

3.17.6. IloTeHMANbHBIE MPEAUKTOPHI JE€TAJIBHOT0 UCX0/1a

Jletanbublid vcxon Hactynwi y 6/114 nmanuentoB Hamed BbIOOpku. Cpenu
BO3MOXHBIX (DAKTOpOB, YBEIMYHMBAIOIIMX BEPOSITHOCTh CMEPTH TMAlMEHTOB,
paccMmatpuBaiuch: (¢opma 3a0ojeBaHMs, Bo3pacT JeOrTa 3aboJsieBaHUs,
JIBUTATENIBHBIA CTATyC ManueHta (aMOynaTopHbI/ HeamMOyJIaTOpHBIN), HaIUdue
pPECTIUPATOPHBIX HAPYIICHUM TMpU POXKIECHUM, YacCThle HWHMPEKIMU HIKHUX
JbIXaTeNbHBIX MyTeH, HEOOX0AUMOCTh B JierouHoi BenTtwisiuuu (HUBJI/ MBJI),
HaJMyue KapJIUOJOTHUYECKUX OCIIOKHEHUM (MCKIIOYasi CUHYCOBYHO TaxXUKapIHIO U
KJIanaHHbIC TUCHYHKIINHN), CKOJIHO3 3-4 cTeneHH, HaTnyue/ oKa3aHUe K yCTaHOBKE
racTpOCTOMBI, JICT€HEPATUBHbBIC U3MEHEHUS 110 JaHHBIM MPT Mmbiiin 3-4 crenexu,
COUeTaHWs BapUAHTOB HYKJICOTHUJIHOW TocienoBarenbHoCcTH B reHe LAMAZ.
[Tokazatenu ONEHUBAIMCH CPEAM JIUIL C TIOCTYITHON HH(OpMaIHEil.

B xome aHanu3a ObUIO BBISBIEHO HECKOJIBKO TMOTEHIIMATIBHBIX MPEAUKTOPOB
JIETAJTLHOTO HWCXO0/1a, BCE OHU OBLIM CBSI3aHBI C PECHUPATOPHON MATOJOTHEH
nainueHToB. OOHAPYKEHO, YTO BEPOSITHOCTh CMEPTEIHHOTO HMCXOJa JOCTOBEPHO
YBEIMYMBACTCS Yy TAIMEHTOB C YaCTHIMU WHOEKIUSMU HIDKHHUX JhIXaTEIbHBIX
nyreit (p=0,004), a Takke y NAUMEHTOB, HCIHOJb3YIOIIUX BEHTWISLUOHHYIO

nomnepxky (HUBJI/ WBJI) unu wyxnarommxcs B el (p=0,005). Cpemu 6
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IMOTMOIIMX MAIlMEHTOB OJMH 4YeiaoBeK Hcnonb3oBaa HMBJI Ha HouHOM COH, OauH

YeJIOBEK ObLJT HOCUTENIEM TpaxeocToMbl U Haxonusicsi Ha IBJI Gosnee 16 4 B cyTkw,

Y TpEX MalUCHTOB OBLIIM MOKa3aHMs K IMPUMCHCHUIO BCHTHHHHHOHHOﬁ MNOAJACPIKKHU

BO BpEMiA CHA, HO OHM HC HMCIHN AbIXATCJIBHOI'O O60py,ZIOBaHI/IH, cuic OJHOMY

YeJI0BEKY OLIEHKA pecUpaTopHOi (yHKIMK He IpoBoawIack. Takxke HabI0AaIaCch

TCHACHOUA K IIOBBIMNICHHWIO PHUCKOB JICTAJIBHOIO HCXOJ4 Yy JIMI C HaJIW4YHUCM

JbIXaTeIbHBIX HapylieHuil npu poxaenuu (p=0,097). Jlpyrue comaTuyeckue

OCTIOKHEHUSI, KaK U Kay3aTHUBHbIC BapuaHThl B TeHe LAMAZ, 3HaunMO He BIUSIU

Ha McxoJ1 3a0oeBanus (Tabmma 21).

Tabmuua 21 — IloTeHunanbHple NPEIUKTOPHI JETAIBHOIO HWCXO0/a MPU MEPO3HH-
JNe(ULUTHON MBIIIEYHON IUCTpoPuu

He 6b110 B
JIETAILHOTO | JIETAJIbHBIN | YpOBeHb
XAPAKTEPUCTHUKH HCX0A HCXO/ 3HAYUMOCTH
(108 (6 ®)
NMAIEHTOB) | MAIMEHTOB)

Muccenc + muccenc, n (%) 8 (7,5%) 0 (0,0%)

Muccenc + HoHceHc, N (%) 3 (2,8%) 0 (0,0%)

Muccenc + peiimmudT, n (%) 7 (6,6%) 0 (0,0%)

Muccenc + uarponsas, n (%) 1 (0,9%) 0 (0,0%)

Honcenc + HoHcenc, N (%) 18 (17,0%) | 1(16,7%)

Homucenc + dpetimimudT, N (%) 18 (17,0%) | 3(50,0%)
Bapuant Honcenc + unatponHas, N (%) 10 (9,4%) 1 (16,7%)
COYETaHUS Homncenc + CNV, n (%) 1 (0,9%) 0 (0,0%) 0,922
THITOB MyTal[Ui OpeiiMmm T + ppermmudr, N 20 (18,9%) | 1(16,7%)

(%)

DpeiimimmdT + uarpornas, N (%) | 10 (9,4%) 0 (0,0%)

@peiimmmdT + CNV, n (%) 1 (0,9%) 0 (0,0%)

Wutponnas + untponHasi, N (%) 5 (4,7%) 0 (0,0%)

Wurponnas + CNV, n (%) 2 (1,9%) 0 (0,0%)

CNV + CNV, n (%) 2 (1,9%) 0 (0,0%)

0,0 [0,0; 0,0[0,0;

BospacT neb6rota Mennana [Q1; Q3] 0,[0] 0,[0] 0.265
(uecsmes) Min - Max 00-1080 | 0,0-00
dopma BMJI 1A, n (%) 94 (87,0%) | 6(100,0%) 1,000
3a00JIeBaHUS ITKM/JI P23, n (%) 14 (13,0%) 0 (0,0%) ’
JIBUraTeabHBIN AmbOymatopHsiid, N (%) 22 (20,4%) 0 (0,0%) 0.594
cTaTyc HeamOynatopssiii, N (%) 86 (79,6%) | 6(100,0%) ’
Hannuue Ha, n (%) 9 (9,8%) 2 (40,0%)
JIBIXaTETbHBIX 83(90,2%) | 3(60,0%) 0097
HapyLeHUH mpu Her, n (%) ’
POXKICHUN
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[Tponomxenue Tabmuibr 21

Yacteie uadexmuu | Ja, n (%) 34 (37,0%) | 6 (100,0%)

HIKHUX 58 (63,0%) 0 (0,0%) 0004
JIbIXaTETbHBIX Her, n (%) ’
myTen

Heob6xoauMocTh Ja, n (%) 30 (33,0%) | 5(100,0%) 0.005
HUBJI/UBJI Her, n (%) 61 (67,0%) 0 (0,0%) ’
Hamuaune/ Ja, n (%) 8 (8,1%) 1 (20,0%)

MOKa3aHue K 91 (91,9%) | 4(80,0%) 0370
YCTaHOBKE Her, n (%) ’
racTpOCTOMBI

Hanuuune pudposa | [a, n (%) 25 (69,4%) | 2 (100,0%) 1,000
M 3-4 crenenn | Her, n (%) 11 (30,6%) 0 (0,0%) ’
Hanuuue cxonunosa | Ja, n (%) 25 (29,8%) | 2 (40,0%) 0.637
3-4 crenenu Hert, n (%) 59 (70,2%) 3 (60,0%) ’
Hannuwne Ha, n (%) 37 (38,5%) | 3(60,0%)
Kap/MOJIOTHYECKHX Her, n (%) 59 (61,5%) | 2(40,0%) 0,382
OCJIOXKHEHHI

Ipumeuanue: CNV — copy number variation, Bapuarus yucia
HEWHBA3HUBHAs/MHBA3UBHAS BEHTUIIALIMS JIETKUX
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I'JTABA 4. OBCYKAEHHUE ITOJYYEHHbBIX PE3YJIbTATOB

HecMoTpst Ha TO, 94TO MBIIIEYHBIE TUCTPOPUU KaK TUATHO3 W3BECTHHI JIABHO,
TOJIbKO B TOCIEAHUE MECATHIETUS MPOUCXOAUT HX YriayOJeHHOE H3y4YeHUE.
[Ipomro uyTh Gosee TpUAIIATH JET C MOMEHTAa OTKPBITHS MEPBOTO Kay3aTHBHOTO
TeHa BPOXKJICHHBIX MBITICYHBIX AUCTpoduii - rera LAMA2 [67, 121], ognako 1o ceit
JIeHb HET TIOJIHOTO TPEJICTABICHUS O MEPO3UH-ISOUIIMTHON MBIIICYHOU
nuctpoduu. Hacrosimiast pabota mpu3BaHa pacliupuTh 3HAHUS 00 0COOEHHOCTSIX
TEUYEHUSI U TE€HETUYECKOI0 CTaTyca MEepO3UH-Ae(UIUTHON MBIIIEUHON TUCTpodun,
a TakkKe CHUCTeMaTU3UpOBaTh HWHOOPMAIUIO JJIA CO3JaHUSl TMPAKTUYECKUX
PEKOMEH TN 1.

PacnipocTpaneHHOCTh BpOXKACHHOW (OPMBI MEPO3UMHOMATHH KaK COTrJacHO
AMUACMHUOIIOTHYECKIUM  HMCCIICIOBAaHUAM, TaK W Ha OCHOBAaHWM aHaIM3a
NONYJISIITUOHHBIX 0a3 maHHbIX, cocTaBiseT ot 0,18 Ha 100,000 B BocTounoii A3uun
1o 1 wva 100,000 B EBporie, a 061ieMrupoBoi okaszarens HaxoauTcs Ha ypoBHe 0,83
Ha 100,000 ugenoBek [78]. B HacTosmee ucciemoBanue ObUIO BKIOYCHO 114
nanenToB, cpenu Hux 100 (87,7%) dyenoBek HMeNU BPOXKICHHYIO (PopMy
3aboneBanus, a 14 (12,3%) — mosicHO-KOHEUHOCTHYIO (opmy. JlaHHas BBIOOpKa
cTajga BTOpPOHM MO BEIMYMHE B MHUPE TOCJI€ MACIITaOHOIro HMCCieAoBaHUA Tan u
coaBropoB [120], koropeic mnpoaHamusupoBanu 130 MAlMECHTOB KHUTAHCKOM
KOTOPTHI, ¥ TIO3BOJTHJIA OOCCTIICUNTh JOCTATOUYHBIN YPOBEHD PETPE3CHTATHBHOCTH C
yaetoM opdanHoi matosioruu. OLUEHUTh AMUIAEMHUOJIOTHI0 MEPO3WHOMATHH Ha
OCHOBAHHMH HAIIIETO UCCJIEIOBAHUS HE MPEACTABISIETCS] BO3MOXKHBIM, TTOCKOJIbKY B
HEM BeJICs TPHUIIETBHBIN Habop manueHToB. OHAKO, HAMU MOJTy4YeH 00s1ee BRICOKUN
MPOILIEHT OOJBHBIX C TMOSICHO-KOHEYHOCTHOM (opMOil 1O CpaBHEHHIO C
HEMHOTOYHCJICHHBIMU JIUTepaTypHbiMu AanHbiMEA [81, 120]. Dro Takke MoXKeT
ObITh PE3yJIbTATOM OCOOEHHOCTEM cOopa AaHHBIX, HO OTPAXAET TEHJCHIIUIO
NOCJICTHUX JIET yBeInYeHUs ciaydaeB BoisiBaeHus [IKM /] P23 [68, 82, 130], mo Bceid
BUJIMMOCTH, CBSI3aHHYIO C TIOBBIICHUEM OCBEIOMJICHHOCTH U  OOJbIIeH

JIOCTYITHOCTH JIaDOpaTOPHO-WHCTPYMEHTAILHON JAuarHocTuku. Hama BeiOOpKa
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OblJla MPEUMYILECTBEHHO TNeAuaTpuyYeckord (MeIuaHa BO3pacTa Ha MOMEHT
nocieadero ocmotrpa nmpu BMJI 1A 7,0 ner [3,0; 11,0], mpu IIKM/JI P23 10,0 [5,0;
15,0]), 4ro MO0 MOBIMATH, HA WHTEPIPETAIMIO HEKOTOPBIX ITOKa3aTeleH,
OCOOEHHO TMpU TMOSICHO-KOHEYHOCTHON ¢dopMe, CHUMIOTOMBI KOTOPOH MOTYT
IPOSIBUTHCS BO B3POCIOM BO3pacTe. 3aKOHOMEPHOCTH MPOSIBICHUS 3a00JIEBAHMS 110
N0JIy YCTaHOBJIEHO He Obu10, X0Td B rpynne [IKM/I P23 Heckonpko npeobiiaganu
nanueHThl My»ckoro noja (10/14 (71,4%)).

B rpynne BM/] 1A y nonaustoniero OOJBIIMHCTBA MAllMEHTOB 3a00JIeBaHUE
nebrotupoBasio ¢ poxaenus, B rpymnmne [TKMJ[ P23 menuana Bo3pacra ae6rora
coctaBmia 12 mecses. Bospact ne6iora [IKM/] P23 moskeT ObITh 3aHUXKEH B CBSI3U
C TE€M, YTO HaMHM HCCIENOBAJaCh NPEUMYIIECTBEHHO IEIHATPUYECKAs KOropTa
naiueHToB. Y Bcex nanuenToB ¢ BMJI 1A 3a0oieBaHue Ha4aa0Ch ¢ pOXKACHUS WA
Ha [E€PBOM IOJYIOJMU >KU3HHU M TPOABISUIOCH TSKEIBIMH CUMIOTOMAaMHU:
BBIPAKEHHOM MBIIIEYHOW TMIOTOHUM, TSKEIIOW 3aIEPKKOM MOTOPHOTO PAa3BUTHS,
TPYIAHOCTSIMU KOPMJICHHS, pecHUpaTopHbIMU HapymeHusmu. [IKMJI P23
nebrotupoBaiia B Bo3pacte ot 0 10 9 net xxu3uu. Y mectu nanuentos ¢ [IKM/J] P23
NepBble MPU3HAKKU 3a00JIEBaHUS MOSBWINUCH JI0 T0/1a, TPU 3TOM CUMITOMBI ObLIA
BBIp@KCHBI yMepeHHO (HE3HAUYHMTEIbHAs MBIIICUHAS THIIOTOHUS, TEMIIOBas
3ajiepKKa MOTOPHOTO pa3BuTHs). HecMOTpst Ha TO, 4TO camo onpeiesieHHe OSICHO-
KOHEYHOCTHBIX MBIIICYHBIX TUCTPO(Uil mpeanonaraeT 1e00T 3a00IeBaHUs MOCTE
roJla WU ¢ Ha4aJloOM CaMOCTOSTEIbHOU X0A60b1 [135], HaMune JIerkoil MBIIICYHOM
TUIIOTOHUM Ha TEPBOM TOAY JKU3HU Yy JAaHHBIX TMAIlMEHTOB HE W3MEHUJIO
KiIaccuueckyro Ttpaektopuro tedeHus [IKMJI, ocHOBHas KiMHWYECKas KapTHHA
pa3BepHYJIach B MOCIEAYIONIUE TO/bl )KU3HU. DTO HE MEPBBIN MOJOOHBIN Cyvaid,
panee Lokken N. ymomuHama o MOTpaHUYHOM TEUCHHHU MEPO3UH-ICUIIUTHOM
MBIIIEYHON TUCTPOPUU C paHHUM HA4yaJIOM, KOTOpasi BIOCJIEICTBUHU MPOTEeKaia KaK
NOSICHO-KOHEeUHOCTHBIN (eHoTHmn [81]. C yderom 3Toro, GakT BO3MOXKHOTO OoJjee
pannero gne6rora I[IKMJ] P23 pomkeH yuuThIBaTbCS HEBPOJOTAMU IS
CBOEBPEMEHHOTO BBISIBJIEHHUS TATOJIOTUM U TMPABUJIBHON TaKTUKU BEJICHUS

IManrucHTOB. TaK, A0 CHUX IIOP COXPAHACTCA IIPAKTHKA HA3HAYCHUA MaCCaxKa ACTAM C
134



MBIIIEYHON TMIIOTOHKEN Ha IEPBOM IOy KU3HU 0€3 BBISICHEHUS €€ MpU4uH. Jlerkas
WIM yMEPEHHAs TUIOTOHUS MPU MOSICHO-KOHEUHOCTHOW (opMe MOXKET ObITh
MPUHATA 3a MociencTBUsl nepuHatanbHoro nopaxenus [{HC m BocnpuHuMaThes
KaK CUTyaIus ¢ 0JaronpusTHBIM IPOrHO30M, TorAa Kak 6onbHbie [IKMJI P23 MoryT
MMETh BBICOKMH ypOBeHb akTUBHOCTH KDK B KpOBH, M AKTUBHBIN CTUMYJIUPYOIIUN
Maccak MOXKET YCHUJIUThb paclaji MbIIICYHON TKAHW. YUMThbIBash HaIlM JaHHEIE,
HEOOXOJMMO COXPaHATh HACTOPOXKEHHOCTh IO BO3MOKHOMY paHHEMY Hayaily
[TKM/I. Takxe B nureparype €cTh oThenbHbie onucanus aedrora [IKMJI P23 B
OoJee cTapiieM BO3pacTe HE ¢ MUOMATUYECKUX CUMIITOMOB, a C SIWJICTICUH, TOTAa
KaK MBIIIIEYHAs CIa00CTh U HAPYIICHHE MOXOIKH TPUCOSAMHUINCH TIo31Hee [68].
I[Ipu BMJI 1A ormedaercsa rpyOasi 3aJepXKa OCBOEHHS BEX MOTOPHOTO
pasBuTHs, 11 OonbirHCTBa ManuenToB (69/100, 69,0%) cuncHre Oe3 MoAIEPIKKH
CTaJI0 MaKCHMAaJIbHBIM JOCTUTHYTBIM HaBBIKOM. 8/96 (8,3%) muiy ¢ BpOXKIACHHOMN
(GbopMOli OCBOMJIM HaBBIK CAMOCTOATENBHO XOJbOBI B cpeaHeM B Bo3pacte 42,3 +
18,6 mecsina, OHAKO UX JIBUTATEIbHBIE CIOCOOHOCTH PE3KO OTIWYAIKUCH OT JIUIL C
[TKM/I P23: manmeHThl MOTJIM MPOUTH OT HECKOJBKUX IIATOB JI0 HECKOJIBKUX COTCH
METpPOB, HO HE€ TMepeMellaJuch Ha JanbHUe paccTosHus. [IpuoOperenue
aMOyJIaTOPHOTO CcTaTyca yka3biBaeT Ha Oojsee yerkoe TeueHue BMJL 1A, a takxke
SBJISIETCS BaXXHBIM COIIMAIBHBIM (DAKTOpPOM JJisl ManueHTa u ero cembu. C 3TOM
1EeIbl0 OBUIM TMPOAHAIM3UPOBAHBI TMPEAUKTOPHl OCBOCHUS CaAMOCTOSTEIbHOMN
XO0JIbOBI, M3 HUX JIOCTOBEPHBIMHU SIBUJIMCH: BO3pacT JeOroTa 3adoneBanus (p<0,001),
BO3pACT MOSBJICHUS TEepBbIX KOHTpakTyp (p<0,001), Hamuyre MHUCCEHC BapuaHTa
KaKk MUHUMYM Ha ogHoMm aiiene rena LAMAZ2 (p=0,002), pacrionoxeHnue BapuaHTa
B nomeHe LN xak muaumym Ha ogaoM autene LAMA2 (p=0,025). Bo3pact ne6rora
3a0oeBaHusi ObLT OTOOpaH Kak OCHOBHOW 3HAauMMBIN (aktop. OnTumanbHbIC
MOPOTOBbIE 3HAYCHUsI ObUIN OTpe/ieNIeHbl Ha YpoBHE 4,5 MecsieB. Takum oOpazom,
B COOTBETCTBUHU C pe3yjbTaTaMHU aHalM3a MOJIEIH, BO3pacT AeOroTa 3a00seBaHuUs
ctapiie 4,5 MecsI1IeB MOBBIIIAET BEPOSITHOCTh OCBOCHUSI HABBIKA CAMOCTOSATEIIbHON

XOOBOBI.
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B npoTHBONONOXHOCTH  aMOyJIaTOPHOMY  CTarycy, yTpaTa KpYIHBIX
JIBUTATEIbHBIX HABBIKOB SIBJISETCS IMOKa3aTeJIeM MPOrpecCUpOBaHus 3a00IEBaHNUA.
[Toreps rnobabHBIX MOTOPHBIX (PYHKIIMI ObLTa XapakTepHa TOJIBKO AJIsi OOJIBHBIX
c BMJI 1A u nauOojnee 4yacTo MPOUCXOUIIA B IIPEMyOepTaTHOM M IyOepTaTHOM
nepuogax (10-13 mer). Ilpm MOMOJHUTETHLHOM aHANIHM3E METOJAOM OWHAPHOU
JIOTUCTHYECKOM Perpeccuu ¢ mociaenoBaTelIbHbIM nog0opoM no Baneay mokasaio,
YTO BEPOATHOCTH YTpaThl JIBUTATEIbHBIX HABBIKOB ObLIa JOCTOBEPHO BBIIIE Y
NAIMeHTOB CO CKOJMO30M 3-4 cTtemeHu. Takum oOpa3oM, BO3pacT YXYIIICHUS
MOTOPHOT'O CTaTyca COBMaJall C MEPUOJIOM aKTUBHOIO POcTa M (POopMUpOBaAHUEM
TSOKEN0H neopManvy NO3BOHOYHHKA.

Muonoruueckue CHMITOMBI  3a00JIEBaHUSl  OLEHUBAJIUCh C  MOMOIIBIO
dbyHkunoHambHBIX ABUraTenbHbIX mikanl. lllkana BSID-1II, npumensemas y nereit
10 36 MecdAleB KW3HU, NMPOJAEMOHCTPUPOBAIa HU3KYI0 YYBCTBUTEIBHOCTH IS
JeTed C TSOKEIbIMU JIBUTATEIbHBIMA HApYHUIEHUSIMU U OTPAaHUYEHHOCTh €€
MPUMEHEHHUS JUIsl OOBbEKTUBHOM OlleHKH manueHToB ¢ BMJI 1A. Jluma crapiie aByx
JIeT TECTHPOBAIUCH 10 IKasie MoTopHOU pyHKIM MFM-20/32. J[lanHas mikana yxe
paHee MPOBOWIIACH JIMIIAM ¢ MEPO3UH-ICPHUIIMTHON MBIIICYHON nucTpodueii [38,
42, 70], onHako B HaIeM HMCCIICIOBaHUK Oblila HaOpaHa camas 0oJIbIasi KOropra
MalMeHTOB, BKJIOUMBIIAsS 52 OosbHBIX. Hambosiee 3HauMMO cTpajaiv KpyIHbIE
mMoTtopHbie pyHkiuu (pazaen D1), menunana nokaszareneir MFM-32 y manueHToB ¢
pa3HBIM (PYHKITMOHABHBIM CTaTyCOM cocTaBwia: 2,6% - y JMI, HEe JOCTHUTTIHX
He3aBUCUMOM X0mb0b1, 41,0% - y xonsunx narmeHToB ¢ BMJI 1A, 85,8% - y marmeHToB ¢
[IKMJI P23. Cpeanue pesyibTaThl 1o pasfaeny D2, onenuBaromemy ¢GyHKIAA
POKCUMAITLHOW U aKCUAILHOW MYCKYJIaTypbl, OKa3aauch Boimie (Bepcust MFM-32):
36,2% — y neamOynaropabix BMJI 1A, 79,5% y amOynaropasix BMJI 1A, 91,9% y TIKM/I
P23. Camoii coxpanHo# OblTa GyHKIMS AUCTAIBHBIX OTJIEJIOB KOHEUHOCTEH (pa3aen
D3, MFM-32): 52,4% y neamOynatopusix BM/JI 1A, 93,0% y amOynatopusix BM/] 1A,
100% y IIKM/T P23. OTu pe3ynbTaThl 0KHIa€Mbl, yUUTHIBasi 0COOEHHOCTH MEPO3HH-
ne(ULUTHON MBIIIIEYHON TUCTPO(HH, IPU KOTOPOU B EPBYIO OYEPEIb BOBIEKAETCA

OCeBas MYCKYJIAaTypa, IUIEYEBOM M TAa30BbIM MOsICA, MPOKCUMAJIBHBIE OTIEIIbI
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KOHEYHOCTEH, B pe3yJibTaTe Yero CTpajaloT KPYINHbIE MOTOpHblEe (yHKuUMH. B
Harieil BeiOopke oOiuit mokasaresnsb cBbiiie 65% B Bepcuu MFM-20 u cBbitiie 61%
B Bepcun MFM-32 Obu1 cBA3aH C BO3MOXKHOCTBIO HE3aBUCHUMOW X01p0bI. C
Bo3pacToM nokazareiau MFM 20/32 y HeamOyaTOpHBIX NAllMEHTOB YMEHBIIAIUCH
0 BCEM MOMYJISIM, HO HauOoJsblliee CHIDKEHHE ObUIO OTMEYEHO MO paszeliaMm,
OLICHMBAIOIIMM aKCHUAIBHYIO U MPOKCUMANIbHYIO MycKyatypy (D2) u nuctanbnyro
nBuratenbHyo ¢pyHkuuio (D3): B neTckoM Bo3pacTe 3TH MOKa3aTeNN CHIXKAIOTCS B
JIBa pa3a; TaKKe 3HAYMMO yXYAIIAeTCS OOmmiA 0amr. DTO MOXKET OBITh CBS3aHO C
MPOTPECCUPYIOLIUM T€UEHHUEM 3a00JIeBaHMsI, HApACTAHUEM MBIIIEYHON cIabocTH,
yCyryOJIeHHeM OpTomneanyeckux JaedopManuil, TaKUX KaK CKOJIMO3 U PUTHIHOCTD
MO03BOHOYHHKA, MPUBOISIINX K 3HAYUTEILHOMY OTPaHMUYEHUIO ABWKCHUN. Bepcus
MFM-32 nokazana 3HauMMble CTATUCTUYECKUE pa3iIMuus MOKazaTejeil mo BceM
oteHeHHBIM oOmactsiM (D1, D2, D3, o0mmii porieHT) MEeXy HeaMOYIaTOPHBIMU U
aMOyJIaTOPHBIMU MalMeHTaMu ¢ Mepo3uHonaTheil. CienyeT OTMETUTh HaIu4due
OTpaHUYEHMs] YYBCTBUTEIBHOCTH WIKajdbl Mo pazaeny D1 y HeamOymaTopHBIX
MalKMeHTOB, OJIHAKO C YYETOM OLIEHKHU MO BceM pazzenam, mkaia MFM B nenom
OKazaJlach PEJIEBAHTHOM JIJIsi TaKOM rpymbl OoyibHBIX. Hailm naHHble OKa3aauch
COITOCTAaBUMBIMH C PaHEe ONMYOJIMKOBAHHBIMH B JIMTEpaType pe3ynbratamu [38, 43,
70]. ITpumenenue mkaasl MFM naet Gonee yriryOneHHYIO H OObEKTUBHYIO OIICHKY
MOTOPHBIX BO3MOKHOCTEH TMAlMEHTOB C MEPO3UH-ICPUIIMTHOW MBIIICYHON
auctpodueit, Torqa Kak OObIYHOE ONKUCAHHWE HEBPOJOTMYECKOrO CTaTyca UMEET
3HaunMble orpannueHus. Tect MFM no3BosisieT o1lieHUTh (PYHKITMOHAIBHBIN CTATyC
NalUeHTa, MpOoCieIuTh JUHAMUKY €CTECTBEHHOIO TeueHus 3a0oJieBaHus,
copMUpOBaTh HHIWBUIYATbHBIA PEaOMIMTAIIMOHHBIN TIJ1aH, TOSTOMY JOJIKEH
IIUPOKO MPUMEHSTHCS B KIIMHUYECKOU MPAKTUKE.

[Toutn y BceX MaMEHTOB C MEPO3UH-ACHUIUTHON MBIIIEYHON AUCTpOuEH
PETUCTPUPOBAINCH  MBIIIEYHAs] TUIMOTOHUS, CHIDKEHHWE WM  OTCYTCTBHE
CYXOXXHJIBHBIX pe(IIeKCOB, MBIIIICUHAsI TUTIOTPO(US — MPU3HAKH, XapAKTEPHBIC JIJIS
MHoONaTui B ieioM. JlanHbie cuMOTOMBI BCTpeuanuch B 100% ciydyaeB BpOKIAECHHOM

dbopmbl. Takke BbBISBICHBI (EHOTUIUYECKHE OCOOEHHOCTH, KOTOPBIE YaCTO
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BCTPEYAIOTCS MPU MEPO3MHONATHM M MOTYT €€ OTJIMYaTh OT JAPYTHMX HEPBHO-
MbIIIeUHbIX 3a0osieBanuii. K HUM oTHocsarcs: odransmomnapes (35/101; 34,7%),
makporioccust (15/108 (13,9%)), purmaHocTh mo3BoHOYHHMKa (72/91; 79,1%),
THIIOMUMHUS B COYCTAHHH C BBITAHYTOMH hopMmoit muna (75/114; 65,8%). OtnenbHbie
IPHU3HAKKA MOTYT BCTPEUAThCS NPH Pa3HBIX HEPBHO-MBIIICUYHBIX 3a00JieBaHui [26,
51, 106], oqHaKO B COBOKYITHOCTH JAIOT y3HABAEMbIH (DEHOTUI U MOTYT IIOMOYb B
YCTaHOBKE JUArHo3a MepO3UH-Ie(UIIMTHON MBIIIEYHON AUCTPOPUH.

Ecnu paccmarpuBaTh pacmpeneieHue mpu3HakoB 1o Gopmam 3aboneBaHus, TO
0OHapy>KHUBAIOTCS 0OCOOEHHOCTH, XapaKTEPHbIE JIJIsl pa3HBIX TUIIOB MEPO3UHOIATHH.
[Tpu BpoxneHHOUW (popMe 3ab0s€BaHUs JOCTOBEPHO Hallle MpeoOIaaalio MOJHOE
OTCYTCTBUE CYXOXXUJIBbHBIX pediekcoB (92/95 (96,8%)), MblieyHass runoTpodus
umena nuddy3Heiii narrepH pacnupeneneHus (94/95 (98,9%)), ormeuanack
runiomumust (75/100 (75,0%)), nomuxouedanus (34/94 (36,2%)). HecmoTps Ha ToO,
YTO NMTO3 ObUI OTMEYEH TOJbKO B Koropre BMJI 1A, cTraTucTHUeCKHM 3HAUYMMOMN
pasuunbl 1o cpaBHeHuro ¢ I[IKMJI P23 nmocturnyro He OBLIO, BEpOSTHO, HM3-3a
MaJIOTO KOJIMYECTBA MMAIMEHTOB C TaHHOU narojorue. [Ipu nmoscHO-KOHEYHOCTHOU
dbopMe CTAaTUCTUYECKU 3HAYUMO Yalle (PUKCUPOBAIUCH CHUKEHHBIE CYyXO0)KHIIbHbBIE
pednekcer (6/14; 42,9%), akcuanbubie (7/12; 58,3%) u mnpokcuMaibHbIC
runorpoduu (4/12; 33,3%), ncepnoruneprpoduu muiu (3/14; 21,4%).

OrnucaHHbIE BBIIIE MPU3HAKU MPOSBIISIUCH YEPE3 HECKOIBKO JIET OT MOSBJICHHUS
MEPBBIX CHMIOTOMOB 3a00JIeBaHUS, HO OBUIM OYCHb SBHBIMH W OTJIHYAIHU
MEPO3UHOMNATHIO OT APYTruX (GopM, 0COOCHHO B CiIydae BPOXKIECHHBIX MHUOMaTuii. B
nebrore 3abosieBaHMs XapaKTepHble (DEHOTUTTMYECKHE OCOOECHHOCTH MEpPO3HH-
Ne(UIUTHON MBIIIEYHOW TUCTPO(HH 3a4acCTyI0 OTCYTCTBYIOT, B CBSI3HM C YEM MOTYT
BO3HHMKATh CJIOKHOCTH MOCTAHOBKH JIMarH03a HA OCHOBAHUU KIIMHUYECKHUX JaHHBIX
U IoTpeboBaThCs OoJiee MUPOKUA HHCTPYMEHTAIBHBIA U TEHETUYECKHM MOUCK.

B HacTrosmmii MOMEHT B MHPE OTCYTCTBYIOT TIOJPOOHBIC OINMUCAHUS
AHTPOMIOMETPUUECKUX TIOKa3aTele y TAalUeHTOB C MEpPO3UH-Ie(UIIUTHON
MBIIIIEYHON JucTpodueit. B CBS3M ¢ 3TUM MPEACTaBISIOTCS LIEHHBIMU CBEICHUS,

MMOJIYYCHHBIC B JAHHOM UCCJICIOBAHHU. HpI/I POXACHUU OTMCYACTCA pasHUIIA MCIKIY
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MoKa3aTesIIMU JJIMHBI U Macchl Tejla BO BCEX Ipymnmnax nanueHtoB. Hu y omgHoro
POXJIEHHOTO B CPOK peOeHKa He 3a(MKCUPOBAHO HU3KOTO POCTA, U MOYTH MOJIOBUHA
oonbHbIX (34/77 (44,2%)) umenu BbICOKHIA pocT. KOHTpacTupys ¢ mokasaresisiMu
JUIMHBI, PErucTpUpoBasiach JIMOO HOpMalibHas Macca Tejda B MOJAaBJISIONIEM
oonpmHCTBE M3Mepenuit (67/77 (87,0%)), mnO0 HU3KAS U MATOJIOTUISCKUA HU3KAS
(cymmapro y 13% mnamuentoB). Ilatonorudeckn Huszkas WUMT mpu poxiaeHUH
3aperucTpupoBaHa y HeaMOyIaTOPHBIX MAlMEHTOB C BPOXKJIeHHOH (hopmoit. Takum
o0Opa3oM, yale mokKa3aTeau aHTPOIIOMETPUH IIPU POKJICHUU OBLIH HOPMAJIbHBIMH,
HO HMMeJIach TEHACHIMS K BhICOKOMY pocTy U Huszkomy MUMT mpu poxnenuu,
HE3aBHCHMO OT HOCJEAYIOUIET0 JBUraTeIbHOTO cTaryca nanueHTa. Takue gJaHHbIe
MOTYT YKa3bIBaTh Ha BHYTPHYTPOOHBII 1€0I0T 3a00J€BaHUs Y ps/ia MAlUEHTOB.

JlanbHeiiee ¢puznueckoe pa3BUTHE y HeaMOyIaTOpHbIX mamnueHToB ¢ BMJ[ 1A
XapaKTEPHU30BaJIOCh HEPABHOMEPHOCTBIO: Ha PA3HbIX 3TAIax KU3HU OAUH U TOT ke
00JIbHOM MOT UMETh 3HAUUTEJIbHOE KoJieOaHue MmoKaszaTeseil pocta u Macchl (0osee
nByx SD). Hu y oiHOTro 601bHOTO ¢ HaIMYMEM HaBbIKa CAMOCTOSITEILHON XOIbOBI,
HE3aBUCUMO OT (popMBbI 3a00sI€BaHUs, HE OTMEYANIOCHh 3aepkKu pocta. [lo Bcel
BUJUMOCTH, OOJBIIMH OO0BEM JBUTATEIbHOM AKTHUBHOCTH, BO3MOXHOCTh
CaMOCTOATENIbHOM BEPTUKANIM3alMU, a TaKXke OTCYTCTBUE MHOKECTBEHHBIX
KOHTPAKTYp B KPYIHBIX CYCTaBaXx, SBUIUCH (aKTOPOM HOPMAILHOTO POCTA.

B npoTHBOIONOKHOCTE POCTY Y MOAABISAIOMIETO OOJIBIIMHCTBA MAIlUEHTOB C
obenmu  (popmamu  3a0oieBaHUS 1O  MeEpe  B3POCIEHUS  OTMEYaJoCh
IporpeccupoBaHue AepUINTa Beca, OJHAKO TOJIbKO B HEaMOYJIaTOpPHOW rpymie
BMJI 1A nocturnytel craructuueckue pasznuuus (p<0,001). ¥V 69/85 (81,2%)
OOJIbHBIX ¢ BpokaeHHOW dopmoit u y 8/12 (66,7%) OONBHBIX C TMOSCHO-
KOHEYHOCTHOU (POpMOIT Ha KaKOM-JTMOO dTarie KU3HU PETUCTPUPOBAICS ACHUIIUAT
maccel Tena. [lpu BMJ] 1A mMenmana nokaszarenss Z-score UMT/Bo3pact npu
POKACHUU ellle HaxOoAWIach B Mpejenax HopMaTUBHbBIX Tpanuil (-0,96), ogHako ¢
NEPBBIX MECALIEB CTPEMUTENIBHO CHUXKANACh, IOCTUTHYB MUHUMAJIbLHOTO YPOBHS K
KoHIly nmyOepraTHoro nepuona (-4,11), HecMOTpsi Ha HaJU4Ke AOMOJHUTEILHON

HYTPUTHBHOW TOJIepKKU y OonbinuHcTBa manuentoB. Panee Oliveira [95]
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OTMeuaJj, YTO JIETHU C PAaHHUM J1€0I0TOM MEPO3MHONATUU HUKOT/Ia HE JOCTUIalOT
HOpPMAJIbHBIX MOKa3aTesei Beca.

Huzkas macca Tena y maiieHTOB ¢ MEpO3MHOINATHEH 00yCIIOBICHA HE TOJBKO
MPOrpeCcCCUPYIONIEH MBIIIEUHON aTpodueit, HO U, 10 BCe BUAMMOCTH, aKTUBHBIM
bubporeHe3oM, KOTOPBIM OBUT OOHAPY)KEH YK€ Ha CaMbIX pPAHHUX CTaJHsIX
pa3BuTusl 3a00JieBaHUS U, MO TOCIEAHUM JAHHBIM, SIBISETCS KIIIOYEBBIM
MEXaHU3MOM B TmaToreHese 3aboneBanus [23]. dakTopbl, CIOCOOCTBYIOIIHE
ycwiieHnio (pubpo3a, CBsI3aHbl C B3aUMOJCHCTBHMEM QZ2-1I€THM JIAMHUHMHA C Q-
JTUCTPOTIMKAHOM (32 CUET CHUKCHHSI MOTEHIIMAJA KIETOK-CATEIITUTOB U CHIDKCHUS
MOCTHATAJIBHOTO POCTA MBIIII]) W HMHTETPUHAMHU, TOJ JCHCTBUEM KOTOPBIX
aKTUBHpYETCs mpoduOpoTndecknid mHUTOokuH | GF-0eta, cmocoOCTByrONIHit
TudGepeHITMPOBKE PA3HBIX KICTOYHBIX JIUHUI B MUOPHOpoOIacTsl [23]. YuutbiBas
9TO (DaKT, MBI PEUIMIIM YTOUHUTH, CBA3aHbI JIU MyTanuu B AoMeHax LG1-3 (caiTsl
CBSI3BIBaHUS ¢ 06PB1-MHTErpuHOM U o-gucTporiaukanom) u LG4-5 (ocHOBHOM callT
CBSI3BIBAHUS C O-JUCTPOTJIMKAHOM) ¢ OoJiee BhIpaKeHHBIM (PUOPO30M y OOJIHHBIX.
Knunnuecku puOpo3 MOKET BBIpAXaThCsS B HU3KOM BECE BCIIEJICTBHE MBIIICYHOU
aTpodun, a Takxke ObITh BuJeH npu npoBeaeHrur MPT mbiin. Hamu Obuta HalineHa
CTaTUCTUYECKH 3HAYMMasi B3aMMOCBSI3b MEXAY HaJM4MeM TsDKEIOH OEIKOBO-
HHEPTreTUYECKON HEJOCTATOYHOCTH U PACIIOJIOKEHHEM Kay3aTUBHBIX BApUAHTOB B
LG (LGl - LG5) nomenax rema LAMA2, B yactHocth, B LG1- LG3 nomenax -
0o0JaCTH  HEMOCPEACTBEHHOTO  TpPHUKpeIuieHuss K o6flunTerpuny  u
JIOTIOTHUTEIFHOMY MECTY CBSI3BIBAHHUS C O-TUCTporiukaHoMm. [lpu sToMm y nui ¢
¢bubpo3oM MmbIm 3-4 CTENEeHU CBS3M C HalmnuueM BapuaHToB B LG momeHax He
nostydeHo. OHaKO OCHOBBIBATHCS HA CTETICHHU BHIPAXKEHHOCTH JIETEHEPAIIUU MBIIIII]
o gaHHbiM MPT B naHHOM ciiydae ciieyeT ¢ OCTOPOKHOCTBIO: HMCCIIEIOBaHUE
MHOTHM TallMeHTaM OBLJIO MPOBEACHO OAHOKPATHO M B PA3IWYHOM Bo3pacre 0e3
BO3MOXXKHOCTH OLEHUTh BO3pacT TNosiBIeHUA (ubpo3a U CKOPOCTh €ro
dbopmupoBanusg. C yderoMm ecrtectBeHHoro tedeHuss BMJI 1A mnopasnsromiee
OOJNBIIMHCTBO HEaMOYJIaTOPHBIX MMAlMEHTOB OyIyT WMETh JereHepaTHBHBIC

U3MEHCHHMS B MbIIIIIax 3-4 crenenu mo Mercuri k myoepTaTHOMY IEPUOTY, TPH 3TOM
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JaJIeKO HEe BCe MalMeHThl OynyT umeTh Tsokenyro BOH. Takum oOGpa3zom, Hamu
BIIEpBbIE B MUpE ObLIa YCTaHOBJIEHA CBs3b Mex 1y cTeneHbio BOH u nokanuzanueit
BapuaHTtoB B reHe LAMAZ u noaTBepskaeHa kioueBas poib gomMeHoB LG1- LG3
rena LAMAZ2 B pa3Butum ¢ubpo3a Ipu MEpPO3UH-ISHUIIMTHON MBIIICUHON
TUCTPODUH.

[lomydyenHble  HamMM  JaHHBIE  CTaBAT  BONPOC O  HEOOXOIUMOCTHU
mudpepeHIUpOBaHHOTO TMOAX0Aa K (PU3UYECKOMY pPa3BUTHIO OOJBHBIX C
MeposuHonatreit. C ydeTom 3HaunMO# poiu prbpo3a B maToreHese 3a00IeBaHus,
NPUBOMSIIETO K PaHo (POPMUPYIOIICHCS MBIIIEYHOW TUMOTpodUU MpU 00eux
¢dopmax 00JIe3HH, MALUEHTHl C MEPO3UH-ACPUIMTHON MBIIIEUHON IucTpodueit
OyayT MUMETh 3aKOHOMEpPHO OoJjiee HM3KHE AHTPONOMETPUYECKHE MOKAa3aTelu Ha
BCEX OJTamax pa3BuUTUsA, ocoOeHHOo, mokazarenu WMMT. Huzkas nBurarenpHas
aKTUBHOCTb, OyJIbOApHBIA CUHAPOM, AUC(arus, HaTu4re KOMOPOUIHON NATOJIOTUH
(BocmanuTenbHble 3a00JICBaHUSI HIDKHUX  JIbIXaTEJbHBIX IyTEH, CKOJIUO3)
00yCIIOBJIMBAIOT 3HAYUTENIbHBIE WHIUBUAYaAIbHbIE OCOOEHHOCTH HYTPUTHBHBIX
NOTPEOHOCTEN TAIMeHTOB, a TaKK€ MOTYT MPUBOAWTH K BO3HHUKHOBEHUIO U
obicTpomMy nporpeccupoBanuto BOH. B cBsi3u ¢ stum Qusmueckoe pa3BuUTHE
MAIMEeHTOB C MEPO3UHOMNATHEN HEKOPPEKTHO CPABHUBATH C PUZNIECKUM Pa3BUTHEM
3I0POBBIX CBEPCTHUKOB, Tropa3io OoJibllle 3HaYMMa MEepCOHalIbHAs JIWHAMMKA
nokasartesnei. 9To KpailHe BaXXHO JUJIsl ONPE/eIeHNs TaKTUKU BEIECHUS MallMeHTOB:
BBISIBJICHUSI TIOKa3aHUI K HA3HAYEHUIO TOTIOTHUTEILHOTO JeUeOHOTO MUTAHUS UITH
yCTaHOBKE TracTpocToMbl. HeoOXouMoCTh MpaBUIBHOTO pacyeTa NOTPEeOHOCTH B
SHEPrUM M NUTATEIbHBIX BEIECTBaX Yy MALMEHTOB C MEPO3UWHONATHEH CTaBUT
BOIPOC 0 T PepeHIIMPOBAHHOM MTOAXOE B 3aBUCUMOCTH OT TSHKECTH 3a00JI€BaHUS
U CONYTCTBYIOUIEH MATOJOTUU M BBIABISET MPOOJIEMY OTCYTCTBUS CHEIMAIbHBIX
mIKa (U3MYecKOro pa3BUTHS 7S TAKUX MAIUEHTOB.

OmHrM W3 XapaKTepHBIX MJS MEPO3WHOMATUM MPHU3HAKOB, OTIMYAIOIINX
3a0oyieBaHuE OT OOJIBIIMHCTBA MBIIIEYHBIX JUCTPOPUI, SBUISETCS MAaTOJOTHA
[MHC. Panee coo6manoch, 4TO MAlMEHTbl C MEPO3UH-ACPUIUTHON MBIIIEYHOU

aucTpodueit MOryT UMETh MHTEIICKTyallbHble Hapyinenus [55, 94, 108, 135], npu
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TOM HE OBUIO JaHHBIX O YACTOTE paccTpoMcTB ayTuctuueckoro crekrtpa (PAC).
OCHOBHBIMHM TpOsIBIICHUAMH H3MeHeHuil co cTtopoHbsl [IHC B Hamielr BbIOOpKe
OKa3aJIMCh: TaTojioruveckas akTmBHOCcTH Ha OO (24/63; 38,1%), smwurencus
(12/114; 10,5%), wnapymenue wuntemiekra (11/114; 9,6%), paccTpoiicTBO
ayructuueckoro crekrpa (4/114; 3,5%), manshopmanuu KOpsl TOJIOBHOTO MO3Ta
(5/79; 6%). 3amepkka KOTHUTHBHOTO pPa3BHUTHS ObLIa BBISBICHA TOJBKO TIPH
BpOXKJIeHHOH opme 3aboseBanus U coctaBuia 15,6% manuentoB ¢ BM/JI 1A, stor
MoKa3aTelb OKa3ajcs BHIIIE, YeM B OOJBIIMHCTBE paHEE OMyOJIUKOBAHHBIX
uccienoBanmii [62, 72, 120] u conmoctaBum ¢ nanusivu Camelo C. u kosier - 15,4%
[42]. quarno3 PAC Obl1 moctaBiieH ueTbipeM aeTsM (4/114; 3,5%) ¢ BpoxkaeHHOM
dbopmoii 3a0oseBanusa. Ha ocHOBaHMM moydeHHBIX 110 mikaie DP3 naHHBIX MOKHO
MPEANOJIOKUTh, YTO YUCJIO TaKUX MAIlMEHTOB OOJIbIlle, OJJHAKO, HE BCE OOJBHBIC
ObLIM KOHCYJIBTUPOBAHBI NCUXUATPOM, HECMOTPS Ha peKOMeHaauuud. B mrobom
CJly4dae, HAIlllM Pe3yJIbTaThl CBUIECTEILCTBYIOT O MOBBIIEHHONW YacTore PAC cpenun
OOJBHBIX C BpOXKACHHOU (PopMoOil 3a00sieBaHMs, TOTJa KaK paHEe CUUTAIOCh, UYTO
PUCK BO3HUKHOBCHHSI JAHHOW IMATOJOTHU y JTHX IMAIIICHTOB HE IPEBBIMIACT
OOIIETIOMY IS ITUOHHBIH.

B nameit BpIOOpKE SmuUJENcUsl OTMevaiach TONbKO y mamueHToB ¢ BM/I 1A,
TOT/Ia KaK B JIMNTEpAType 3HAYUTENIbHO OoJibilie onucanuil smuiencuu npu [TKM/]
P23 [16, 27, 68, 91]. 1o Bce#t BUAMMOCTH, OTCYTCTBUE NMPHUCTYIIOB Y MAIUCHTOB C
MOSICHO-KOHEUHOCTHOM ~ (hOopMOH B HamieM  HCCIEIOBAaHUU  OOBICHSIETCS
MPEUMYIIECTBEHHO TeANaTPUYECKOM BBIOOPKOM, TOrAa Kak SMHJICTICHS MOXKET
NeOTUPOBATh U BO B3pociioM Bo3pacTte [68]. CpenHuii Bo3pacT 1e0r0Ta SMUIICTICUH
OBLT TOCTaTOYHO MO3AHMM [6] 1 coctaBmi 11,5 et (auama3on ot 5 1o 16 net). Yarme
BCETO PErHCTPUPOBAIUCH (POKATBHBIC MPUCTYIIBI pa3HOOOPa3HON (PEHOMEHOIOTUN
(7/12; 58,4%), y TpeTr OONBHBIX OTMEYAIMCH TeHepaIU30BaHHbIe PUCTYIBI (4/12;
33,3%), omun marmuent (1/12; 8,3%) wumen coueraHue (QOKaIbHBIX W
TCHEPATM30BAHHBIX TMPUCTYMOB. Y 00OWMX TMAIMEHTOB C BETEeTAaTUBHBIMU
NPUCTyNaMH TUArHO3 OBLI TOCTaBJICH CO 3HAYMTENBHON 3aJEPKKOM, MOCKOIBKY

snunentuueckue nposasieHus (m3meHenne YCC, ydalieHHOE bIXaHUE, CHUKEHUE
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caTypaluu, TOIIHOTA) ObLIIM PaCcIieHEHbI KaK MPOsBIEHUE KOMOPOUIHOM MAaTOJIOTUH,
4acTO COIMpPOBOXKIAroeld Mepo3uHonatuio. [IpuMeuaTenbHO, YTO MpPU MEPO3UH-
NeUIUTHON MBIIIEYHON JUCTPOPUH BETETATHBHBIC TNPHUCTYIBI OMHCHIBAIOTCSA
nocratouno yacto [68, 91]. Tperp OombHbIXx (4/12; 33,3%) wumena
(hapMaKope3UCTEHTHYIO STHIICTICHIO.

CTpyKTypHBIE aHOMAaJIMH KOpPBl TOJOBHOTO MO3ra U OSIWIENTH(POpPMHAsS
aKTUBHOCTb PETUCTPUPOBAIUCH NMpU 00eux (opmax 3abosieBanus. JlocToBepHOTO
npeobnagaHus SMUWICTICUA W/WIK 3MHISNTU(GOPMHON aKTUBHOCTH Y TAallMEHTOB
KOPKOBBIMU Mab(GOpMaIMsIMU TIPU 3TOM HE OTMEUYEHO, KaK U B UCCIEA0BaHUM Tan
D. u xomner [120], o pacxomutcs ¢ nanasiMu Natera-de Benito D. u Camelo C.
[42, 91]. DnmnenTudopMHas aKTHBHOCTD YaIlle BCETO JIOKATH30BaIach B TCMCHHBIX,
3aJHEBUCOYHBIX M 3aThUIOYHBIX OOJNACTAX HE3aBUCUMO OT HaJM4Yus JUarHos3a
snmienicud. CTpyKTYpHBIE H3MEHEHHS KOPbI TOJIOBHOTO MO3Ta OBLITN MPEICTaBICHBI
JIBYCTOPOHHEH 3aThIJIOYHOMN maxurupuen y yetsipex nanueHTon (2 ¢ BM/I 1A, 2 ¢
[MKMJI P23) u nBycTOpOHHEW 3aThUIOYHOW OyJIBIKHUKOBOW MalibpopMarien
(panee — nuccoHiedanus 2 tumna) y ogHoro namuenta ¢ BMJI 1A. B nuteparype
ONKCaHbl KOPKOBBbIE AHOMAJIUHU B pa3HbIX JOJSAX, HO B 3HAYUTEIBHOM CTENEHU
npeo0iajaeT 3aThbUIOYHAs JIOKAIW3alus, BTOpas MO YacTOT€ BCTPEUYAEMOCTU —
BUCOYHAs Jokanu3anusa. [laxurupus, kak u OyJbDKHHUKOBas MajbhopMarius,
OTHOCHUTCS K IIOpOKaM pa3BUTUS KOPbl TOJIOBHOTO MO3ra, OOYCIOBJICHHBIMU
aHOMaJIbHOW MUTpalueii HelpoHoB B sMOpuorenese [13, 30, 112]. VYcraHoBieHO,
YTO JIAMUHUHBI SIBJISIIOTCS. KJIFOUEBBIMH KOMIIOHEHTaMH 0a3aJbHOM MeMOpaHbI
KJICTOK CEporo BeriecTBa rojoBHoro mosra [104] u urparoT BaKHEHIIYIO pOJIb B
npoleccax aare3uu, 1uppepeHIupoBKd, pocta, GOpMbl U MUTPALIMH HEUPOHOB B
smOpuoHansHoM miepuoae [58, 134] 3a cuer cBsaspiBanus LG pgomena o2-memnwu
JaMUHUHA C O-JUCTpPOrJIMKaHoM U wuHTerpuHoM o7f1 [14]. Jlamunua wu
JUCTPOTIIMKAH TaKke BO3IACHCTBYIOT Ha TOPMO3SAIINE CHUHATCHI, W MYTAIlHH,
BJIMSIONINE HAa OJUH M3 3THUX OEJIKOB, MOTYT U3MEHSTh aKTMBHOCTh HEHpPOHOB U
CIIOCOOCTBOBAThH AmuiienToreHe3y [27]. DTH maToMeXaHW3Mbl MOTYT OOBSICHSITH

natosiornueckue n3menenus [{HC, gacto Habmomaempie pu MepO3UHONIATHN. MBI
143



Ha0JI0/1aéM OTHOCUTEJILHO HEBBICOKMH IMPOILIEHT KOPKOBBIX Malibpopmanuit (6%)
IIPU 3HAYUTEIBHOM pPaCIpOCTPAHEHHOCTH MATOJOTMYECKOW aKTMBHOCTH Ha DI
(38,1%). C y4yeToM cXOXel JIOKaIHM3alWK (BHCOYHBIC M 3aTBUIOYHBIC OTICIIbI)
MOXHO TNPEANOJIOKUTh, YTO [JaHHAs AaKTHUBHOCTb SIBJISIETCS OTPaKECHUEM
MUKpPOCTPYKTYPHBIX W3MEHEHUH, MPOM3OLIEAIINX B KOpE TOJOBHOTO MO3ra B
SMOPHUOHAJILHOM TMEpUOje BCJIEACTBUE MATOJOTMM JIaMUHMHA Q2 U HE
Bu3yanuszupyeMboix Ha MPT rosoBHOro mMosra ms-3a Majoro pasmepa. OnucaHHbIN
B JIUTEpATYpE ClIydail BBISIBICHUS OYyIbDKHUKOBOW MalibpopMaluu Ipu ayTOICHH
MalMEeHTa C HOPMAJIBHOW NpwKu3HEHHOW MPT TOnoBHOro mosra CiyKWT ele
OJTHMM apryMEHTOM B T0JIb3Y JaHHOM Teopuu [71].

Uro kacaercsl JIEMKONMATUYECKOrO0 MaTTepHa (FUIEPUHTEHCHUBHOTO CUTHAJIA B
pexume T2 ot Oemnoro BemectBa Ha MPT roioBHOro wmosra), OH ObLI
3aperucTpUpOBaH y TMOAABISIONIEro yucia namueHToB (95,2%). WckimoueHnue
COCTABWJIM YETBEPO JAETEH, HUCCIIEJOBAHUE KOTOPbIM OBLIO MPOBEACHO B BO3pPACTE
MEHEE OJIHOTO rojila B NEPHOJ HE3aBEpIICHHON MHUEIMHM3AIUU. TakuM oOpa3om,
U3MEHEHUS 0€JI0ro BELIECTBA TOJOBHOIO MO3ra SIBJIIOTCS BBICOKOCTIEHU(PUIHBIMU
JUTSL MEPO3UHOINIATHH HE3aBUCUMO OT (DOpMBbI 3a00JI€BaHUS U JIOJKHBI OLIEHUBATHCS
B CiTy4ae nmpoBeaeHus qudepeHIaabHOro Iuarno3a ¢ Apyroi Hozojaorueit. Hamm
pe3ynbTaThl MOATBEPJIMIM PAHEE W3BECTHBIM (akT O TOM, YTO JIEHKONATUs HE
BIIUSICT HA MICUXWYECKUE (DYHKIIMH MAllUEHTOB, B YaCTHOCTH, KOTHUTUBHBIE, HE JTA€T
04YaroBoi HEBPOJOTHYECKON CHMITOMATHKHU M ITPOTeKaeT 6eccuMnToMHo [12].

B Hamem wucciieoBaHMM JOCTOBEPHBIX KOPPENSAIUN MEXIy KaKUMH-TM00
nposiBienusiMu co ctoponsl [IHC u Tunmom BapuaHTa 1o BIMSIHUIO Ha OEJIOK WK
pacmosoxeHreMm BapuanTa B rene LAMAZ2 ue nomydeHo.

Oproneanyeckue OCJIOXKHEHHMsS Yy TMalUeHTOB C MEpO3UH-Ie(ULUTHON
MBIIIEYHON TUCTPOQUEH TIaBHBIM 00pa3oM OBLIN MPECTaBIECHBI KOHTPAKTYpaMu
CyCTaBOB, CKOJMO30M U  PHUTHJHOCTbIO  TMO3BOHOYHMKA, Jedopmarueit
Tazo0eapeHHbIx cyctaBoB. [Ipu BMJ] 1A ormedaercs paHHee, HEPEIKO YK€ MpHU
pOXIeHuH, (popMuUpOBaHHE KOHTPAKTYp. Y  OOJIBIIMHCTBA TMAIMEHTOB C

BpOXIeHHOU (Gopmoii k 4,5 [1,0; 15,0] rogam umenuch TOTaabHbIE KOHTPAKTYPHI.
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Hanuurie KOHTpakTyp B KPYNHBIX CyCTaBaxX MPH POXKIACHUH CBHUAETEIHCTBYIOT O
MBIIIEYHOM CJ1a00CTH, BOSHUKIIEH €Ille BO BHYTPUYTPOOHOM NEPHUOJIE, U TOBOPUT O
TsDKecTr 3aboneBanus. I, Haoboport, Oosiee mo3gHEE MOSBICHUE OTPAHUYCHUS
MOJIBMXKHOCTHU B CyCTaBaX CBUJIETENLCTBYIOT O JIydllleM (DYHKIIMOHAIILHOM CTaTyce.
DTO BHUIHO HaA TPUMEpPE BPOXKIACHHOW (GOpMBI 3a00JIeBaHUS: y aMOYJaTOPHBIX
MAIMEeHTOB MEePBhIE KOHTPAKTYPHI HaYaIl (JOPMUPOBATHCS TOCTOBEpHO 1o3xke (6,0
[3,0; 12,0] ner), yem y neamOynatopusix jui (1,5 [0,0; 3,0] roxa) (p <0,001). Ha
OCHOBAaHUHM CTAaTHUCTUYECKOTO aHalu3a HAMHU YCTaHOBJIEHO, YTO BEPOSTHOCTH
Pa3BUTHUSI HaBbIKA CaMOCTOSITEIbHOM XOJIbOBI Yy JI€T€H JIOCTOBEPHO MOBBIIIAETCS,
eciau 110 2,5 ner pebeHOK He MMen KOHTpakTyp B cycrtaBax. Ilpu IIKMJ] P23
BCTPEYAIOTCSA TMPEUMYIICCTBEHHO OTPAHWYCHUS JIBIDKCHHA B TOJICHOCTOITHBIX
(memuana mosBieHus 5,0 [3,0; 9,0] nmeT) M JOKTEBBIX cycTaBax (B CpeaHEM
pa3BuBatorcs k 12,0 [6,5; 14,5] romam). Ob6a nepuoaa GpopMUpOBaHUS KOHTPAKTYP
COBMAJIAIOT C TIEPUOJIOM BBITSHKEHHS — U3-3a TEKYIIIETO MaTOJIOTHIECKOTO Mpoliecca
CHIDKACTCS CITOCOOHOCTh K PACTSHKMMOCTH MBIIIIIBI 110 JuiiHEe KocTtu [116]. Dot
(dhakT HEOOXOAMMO YUUTHIBATH JJIsI ONIPEACIICHUSI CPOKOB HAOJIIOICHUSI OPTOIIESIOM B
KPUTUYECKUE TIEPUOJIbI MosBICHUs nedopmaruii cycraBoB. st Mepo3uHONATHH
XapaKTEPHO paHHee (HOPMUPOBAHUE KOHTPAKTYP B JIOKTEBBIX CYCTaBaX HE3aBHUCHMO
oT ¢Gopmbl 3aboseBanus [135]. DTo oTaruaeT MepO3UH-ISHUITUTHYIO MBIIICYHYIO
muctpoduro  OT  OONBIIMHCTBA JAPYTMX  MHUOMATHH, OCOOEHHO, TOSICHO-
KOHCYHOCTHBIX [69], ™ MokeT OBITh HCIIOJIB30BAHO JUISI TIOMOINM B
mudepeHnnanbHON TMarHOCTUKE OT IPYTUX COCTOSHUM.

[Tpu mepo3uHomaTny ObUTH 3apPETUCTPUPOBAHBI BCE BHJIBI HAPYIIICHUS OCAHKHU.
Takue neopmariuu, Kak CKoJMo3, KUo3, THIEPIOPA03 00YCIOBICHBI CI1a00CThIO
MBI, TOJJIEPKUBAIOIINX TMO3BOHOYHHMK, W YacTO BCTPEUAIOTCS IMPU HEPBHO-
MBIIIEYHBIX ~ 3a0osieBanusax [85]. Jlins Mepo3uH-IeHUIMTHON  MBIIICYHON
aucTpodum Takke ObLTO XapaKTEPHO HAPYIICHUE OCAHKHU IO THITY TUTOCKOW CITUHBI,
KOTOpO€ HMMEET JPYryl0 TMaTOJOTHYECKYI0 OCHOBY M BBI3BAHO PHUTUIHOCTHIO
OKOJIOTIO3BOHOYHBIX MBITII. [lToCKast criMHa BCTpEUYaeTCsl TOJBKO MPHU OTICTBHBIX

dopmax MmbieuHbix guctpoduii [40] ¥ MOXKET SBIATHCSA JTOTMOJTHUTEIBHBIM
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KJIIMHUYECKUM KpuTepueM npu auddepennumanbHoM noucke. OCOOEHHOCTH OCAHKU
dbopmupyloTCa XapakTepHbIii 00k OosbHOrO. Ilpu BpoXkaeHHOM (opme poBHAs
CIIMHA COYETAeTCAd C MOSCHUYHBIM THIEPIOPA030M, KOTOPHIA YCHIMBAETCA B
BEPTUKAJIILHOM TMOJOXKEHUU. [Ipy MOSICHO-KOHEUHOCTHOW ¢opMe CriakeHHbIe
duznonornyeckre u3ruobl NPUAAIOT MAMEHTaM Y3HaBaeMbIi BUJ.

Jlepopmarun MO3BOHOYHHMKA (POPMUPYIOTCS HE Cpa3y: y TPETH MAIMEHTOB C
BM/ 1A (24/77 (31,2%)) He ObLIO HApYIICHHWH IO JAaHHBIM pPEHTreHOrpaduu
M03BOHOYHHKA, MTOCKOJIbKY HCCIIEI0BaHUE TIPOBOAUIIOCH B cpeiHeM B 6 sieT. Taxoke
OTCYTCTBUE JedopMmanuii TMO3BOHOYHMKA B TMEpBbIe TOAbl JKU3HU IIpH
MEPO3UHONATUH MOXET OBbITh OOBSICHEHO PUTHIHOCTHIO OKOJIOIO3BOHOUYHBIX
MBIIII], KOTOPHIE JOJTO€ BpeMs MOAJACPKUBAIOT IMO3BOHOYHUK B POBHOM
MOJIOKEHUH, HO (POPMUPYIOT APYTYIO Ae(POpPMALUIO — HAPYIIIEHUE OCAHKHU IO THUILY
npsaMoil ciHbl. OIHAKO B MEPBbIA NEPHUOJI BBITSLKEHUS (5-7 JIeT) elle He y BceX
JIeTel BhIpaKeHa PUTUIHOCTD MO3BOHOYHUKA, THOO0 PUTHAHOCTH OTMEUYAETCS HE BO
BCEX €ro oTAenax. JTOT (akT ONpenesseT YBEIMYEHUE 4YHCa MalMEeHTOB C
nedopMarusMu TO3BOHOYHHKA B TJAHHBIA BO3PACTHOM MHTEPBAN, KOTOPOE, OJTHAKO,
HE SIBIIAETCS CTOJb 3HAYMMBIM, Kak B mybeprate. B myGeprarnbiit nepuon (11-14
aet) [11] oTcyTcTBHE MIACTHYHOCTH M PACTSHKUMOCTH Ha (DOHE OBICTPOrO pocTa
pebeHKa, HaMmpoTHUB, YCYTryOssieT aepopMaluio W MPUBOAUT K PE3KOMY
IPOrPECCUPOBAHUIO CKOJINO03a: Y MAIMEHTOB C BPOKIECHHOU (popMoii 3a0oseBaHus
ckoymo3 IV crenenu (> 50° yria Ko66a) ¢popmupyercs k 13,0 [12,0; 15,0] romam.
Hamu pe3ynbTaThl B 1IEJIOM COMOCTABUMBI C JJaHHBIMH 3apyOekHbIX aBTOpoB [20,
110] ogHako paHee ckoJMoTHYECKast AeopMalius He OICHUBAIACh BO B3aUMOCBSI3H
c ¢opmoil 3abosieBaHUST W JABUTATEIbHBIM CTaTyCOM MAaIlMEHTOB, 4YTO JaeT
JIOTIOJIHUTEIbHBIE CBEACHUS ISl ONIPE/ICTICHNs TAKTUKH BeIEHUSI OOJIbHBIX.

CornacHo CTaTUCTUYECKOW MOJIENH, PUTHIHOCTH Mo3BoHoYHUKA (p=0,010) u
noTeps ABUTarenbHbIX HaBbIKOB (p=0,001) SIBUIMCH OCHOBHBIMHM NpPEIUKTOPAMU
NOSIBJIGHUS CKOJIMO3a JII00OM cTermeHu. A K Pa3BUTHIO TSKEIOrO CKOJIHO3a
npeapacmnosaratot BpoxaeHHas popma 3adoneBanud (p<0,001) u Hanuuue TsHKEI0N

B3H (p=0,004). C1abocTh OKOJOMO3BOHOYHBIX MBIIIII] TAKXKE SBISICTCSA (haKTOPOM
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dbopMHpOBaHUS CKOJIMO3a: Y HeaMOyJaTOpHBIX MAalMEeHTOB Jedopmarius
MO3BOHOYHMKA pa3BuBaiach 3HauuMo yaimie (p=0,020). Tpaexktopusi HapacTaHus
yria ckonro3a mo Ko60y y Xoas4ux naueHToB ¢ BPOXKICHHON (OopMOii B TIepBbIE
IATh JIET )KU3HU COBMAAAET C TPACKTOPUEH yriia cKojino3a y nauueHTtoB ¢ [TKM/]
P23 u ne npeseimaet 10°. Ognako ¢ 6-7 netHero Bo3pacta BennunHa yria Ko6oa
HAYMHAET PE3KO HApacTaTh U K KOHIy BTOPOTO MEPUO/A BBITSKEHUSI CTAHOBUTCS
OMke K TMoKaszaTeJisiM TMalMeHTOB M3 HeamOynaTtopHo rpynmel BMJI 1A,
cocrasisis 6onee 40 rpagycos.

HecMoTpss Ha TsKecTh CKOJIMO3a, OIEpaTUBHOE JiedeHue Jedopmainuu
MO3BOHOYHMKA OBUIO TMPOBEJACHO TOJBKO 6 u3 11 mManMeHToB, HMEIOIUX
COOTBETCTBYIOIIME mMokazaHus. (OCHOBHBIMM TNPUYUHAMH, 1O  KOTOPBIM
XUPYpPruyecKkoe JieueHue He ObUIO peain30BaHO, SBWJINCh HU3KUNA KOMIUIACHC
pOIUTENEH M COMYTCTBYIOIIHME OCIOKHEHHS (OCTEONOpO3, JEKOMIIEHCHPOBAaHHAsS
JpIXaTeabHasi  HEJAOCTaTOYHOCTh, HU3Kas Macca Tema). B ycioBusax
MPOTPEIUEHTHOTO TEUCHHS 3a00IeBaHUs JaHHBIE (DAKTOPHI TOJDKHBI YYUTHIBATHCS
3apaHee. CBOeBpeMEHHas KOMIIEHCAlUsd KOMOPOUIHBIX HApPYIICHHW IO3BOJIUT
HAWJIy4YIIUM 00pa3oM MOJTOTOBHUTH IMAIIMEHTAa K ONEPaTUBHOMY BMEIIATEILCTBY,
MUHUMU3UPOBATh  PUCKH,  CBS3aHHbIE C  ONEpaluMed U  COKpaTUTh
BOCCTAHOBUTEIbHBIN IEPUOI.

OJHUM U3 4aCThIX OPTOINEANYECKUX OCIIOKHEHUM, Bo3HUKatomux npu BMJI 1A,
apisietcs  Aedopmanus  TtazobenpenHoro  cycraBa  (TBC).  Jlucnoxanus
Ta300€JPEHHOTO CYCTaBa, MO-BUAUMOMY, SIBIIIETCSI BTOPUYHOMN MO OTHOIIEHHUIO K
rI00IbHOW ~ CUMMETPUYHON  MPOKCUMAJIbHOW  c1aboCTH, TPHUBOMASIICH K
BaJIbI'YCHOM JeopMalid Ta300€APEHHOr0 CycTaBa M MPOrPECCUpPYIOLEH
JaTepanu3aiii  Ta300€JpEHHOr0 CyCTaBa, a TakXKe PA3BUTHUIO UCILIA3UU
BepTay:kHON BnaawuHel [44]. HecMoTps Ha TO, YTO B HAIIeM HCCICIOBAHUU
pentreHorpadus ThC  mpoBoawiack  MPEUMYIIECTBEHHO  MalMEHTaM ¢
MO/I03PEHUEM Ha MATOJOTUYECKUE U3MEHEHUS B Ta300€IPEHHOM CYCTaBe, JTOJISI JIUI]

c nedopmarmert ThC (mucnmokanusi, AWCIUIa3usi) B IIEJIOM B BBIOOpKE Oblia
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3HAYMTEBHO BBINIE, YyeM coobmanoch panee [120, 135], mnpesBbicuB 50%, u
npeBaIpoBalia Mpu BpOKICHHOU (opme.

Pecrimparopnasi maTosiorus SBISICTCS OJHUM W3 OCHOBHBIM COMATHYECKUX
MPOSIBIICHUN MEpO3UH-ACPUIIMTHON MbIIEYHOW aucTpoduu U Hambosee 4yacTou
npuYuHOW JetadbHOro wucxoma [33, 110, 123]. B wHamem wuccie0BaHUA
JbIXaTeIbHbIC HAPYIICHHS TPUCYTCTBOBAIN Y OOJIBIIMHCTBA MAIIMEHTOB U OBLIN
MPOMOPIIMOHANIBHEI JBUTATEILHOMY CTaTyCy M TS KECTH 3a0oieBaHus. MenuaHa
noka3zarens OXEJI npu BMJI 1 A naxonunacek Ha ypoBHe 48,0% [33,0; 66,0], Torna
kak npu ITKMJI P23 ®XKEJI Obuia mocroBepuo Bbime - 73,0% [64,5; 88,0]
(p=0,003), uyto cormacyercs ¢ manHbiME Bouman [39]. [lpu 3ToM mapameTpsi
nuKoBOM 00bemMHOM ckopoctu Bbigoxa (IIOC) ornmuuanuce He 1o  dopme
3a00JIeBaHus, a IO HAJIMYMIO aMOyJIaTOPHOTO cTaryca W ObLIM BBIIIE Y XOASYHX
nanueHToB (p<0,001): HeamOynaTOpHBIE MALIMEHTHI UMEU CPETHUIN TTOKA3aTelb Ha
ypoBHe 54,5%, Torna kak amOynaTopHsie nanuentsl ¢ BMJ[ 1A - 89% a ¢ IIKM/J]
P23 - 97%. B nameii BbIOOpKE MpociexuBaiach TeHACHIUA K cHIbkeHuo OIXKEJI
(p=0,051) c Bo3pactom; 3Haunmbix u3meHeHuir [1OC ne obHapyxkeno (p=0,520).
BrisiBiieHa 3aBUCUMOCTh (DYHKIIMU JIbIXaHHsS OT JedopManuyd MO3BOHOYHHUKA!
nokaszarens OXKEJI 6p1u1 06paTHO nponopironaiex yriry Koooa.

YV 132% ¢ BMJl 1A ¢QukcupoBanuch pecnupaTOpHbIE HApYILIEHUS IpU
poxaieHnu (acUKCusi, BpOKICHHASI THEBMOHUS ), KOTOPbIE B OOJIBIIMHCTBE CITy4aeB
KOMITCHCHPOBAJINCh B TIEPBBIC MECSIBI KU3HH. B 1memom y HeaMOylIaTOpHBIX
6onpHbIXx ¢ BMJ[ 1A B mepBbie Tpu Toja >KM3HU 3a00JIEBAEMOCTh MH(EKIIUSIMU
HUKHUX JIBIXaTEJIbHBIX MYTE€W JOCTOBEPHO BBIIIE, Y€M B JPYTUE BO3PACTHHIC
nepuopbl, u 3arparuBaet 28/76 (36,8%) nereit. Ota nudpa B montopa pasza HUKE,
yeM B uccienoBannu Zambon [135]. B cBoro ouepean, Tan ¢ xoyieraMmu mOMUMO
nepuoAa OT POXKACHHUS 1O TPEX JIeT BBIACISICT BTOPOH MUK 3a00J1€Ba€MOCTH
pecnupaTopHbIMA MHMEKIUIMHU, TPUXOISIIUICS Ha Bo3pacT 6-15 mer [120]. B
HAITIEM MCCJICIOBAHUN TAaKUX JAaHHBIX HE TIOTYUYEHO.

B nmpumenenun HUBJI na Hounoli con Hynamuch 31/82 (37,8%) G0NbHBIX C

BpOXJIeHHOH (hopmoii, abcomroTHOEe O60abIMHCTBO (30/31) cocTaBuiam HEXOoasIuue
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nanueHTsl. Meauana Bo3pacta norpedHoct B HUBJI cocraBuna 8 net, mpu 3Tom
JIOJIsl TAUMEHTOB, HYKJIAIOIIUMXCS B AbIXaTEIbHOW MOIIEPKKE, C BO3PACTOM
BO3pacTaia: cpeau il crapuie 15 net ona cocraBuina 87,5%. [Nauuentam ¢ ITIKM/]
P23 HUBJI He Tpebomanack. Hamm paHHbIE B II€JIOM KOPPEIUPYIOT C paHee
ormyonukoBaHHbIME B Juteparype [39, 86, 120], ommako cpemHuii Bo3pact
MOSIBJICHUST JTUCITHOY/HOYHOW THUIOKCEMHWH B JaHHOM HCCIIEIOBAaHUM OKa3ajcs
3HauyuMo Hroke: 8 et npotuB 11 neTy Tan u 11,7 net y Zambon ([120, 135]. Taxxke
B Halei koropte obu10 5/82 (6,1%) marmenTos, Hyxaatomuxcs B HUBJI/ UBJI >16
4 B CyTKH. [laHHBIN MOKa3aTesnb y OOJbHBIX HEPBHO-MBIIICYHBIMU 3a001€BaHUSIMU
CUMTAETCS] KPUTUYECKU BAKHOW TOUKOU MPOrpecCUpoBaHusi O0JIE3HU U COOBITHEM,
IpU KOTOPOM BOCCTAHOBJIEHME CAMOCTOSITEIBHOW JbIXaTENbHOW (YyHKUIUU
HeBo3MOkHO [1].  Pamee peako cooOmanocs o Takux manumentax [135].
Bo3MOXHBIMU TIPEAMKTOpAMU BO3HUKHOBEHHUS TMOTPEOHOCTH B UCIOJIL30BaHUU
JIETOYHOM BEHTWJISIMHU, COTJIACHO CTAaTUCTHUUYECKOMY aHaIU3y, ObLIM: MOKa3aTelb
OXEJI menee 60% (p<0,001), yacTeie MHMEKIIUU HIDKHUX JBIXATEIbHBIX MyTeH
(p<0,001), cxommo3 3-4 creneneii Tsvkectu (p<0,001), moTEpss MOTOPHBIX HABHIKOB
(p<0,001). Ilpu »o>TOoM Ha TmOsABIEHUE HEOOXOAUMOCTH B HCIOJb30BAHUU
pecriupatopHoro obopyaoBanus He Biusuio cHkeHue @OXKEJI B auHamuke
(p=1,000). IIpu AOMOJHUTEILHOM aHAU3€ MOJACIM Haubojee 3HAYMMBIMHU
dbakTopamu, BIUSIONMUMH HAa BOSHUKHOBEHUE HOYHOW THTIOKCEMUU W/WJIM HOYHOTO
armHo?, okazaianuck OIKEJI <60% 1 yacThie BOCTAIMTENbLHBIC 3a00JICBaHUS HIKHUX
JIbIXaTENbHBIX MMyTEH.

[Taromoruss XXKT Obuta xapakTepHa NPEUMYIIECTBEHHO [Jisi BPOXKICHHOMN
dbopmbl 3a0o0eBanus. Takue HapylieHUs, KaK TPYJHOCTH BCKapMJIMBaHUS MpHU
poxaeruu (22/90 (24,4%)), tpynnoctu >xeBanus (38/90 (42,2%)), nucnencus
(18/64 (28,1%)), mucdarus (18/90 (20,0%)), snuzonsl runoriaukemuun (14/61
(23,0%)) peructpupoBamuch uckiaouutenabHo npu BMJI  1A. Hawubonee
PacIpOCTPAHECHHOM TaCTPOIHTEPOTIOTHUSCKOM MATOJIOTHEH OBLIN 3alI0pPbI, KOTOPHIC
orMedauch y 39/64 (60,9%) nui ¢ BpoxaenHon dopmoit u'y 1/13 (7,7%) nur ¢

MOSICHO-KOHEYHOCTHOM (popMoii. Pexxe npyrux HapyuieHud HaOIroganach racTpo-
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a30(areanbHas pedirokcHas 6one3nb: y 9/64 (14,1%) o ¢ BMJ] 1A u y 1/13
(7,7%) muu ¢ [IKMJI P23. HecMOTpst Ha OTHOCUTEIBLHO HEBBICOKYIO YacToTy [ OPB,
3Ta MATOJIOTHUS ABISAETCS HanboJsiee OMacHOW ISl MAIMEHTOB C MEPO3UHONATHEH.
ManonoaBu’HOCTb, JJIUTEILHOE MPEObIBAHUE B CTATUYHOM I03€, B TOM YHCIE
JIeXka, TTOBBIIIAIOT PUCK PA3BUTHUS aCIUPAIMOHHBIX THEBMOHUM. U3 3TOrO Cnenyer,
YTO TIAIMEHTHI ¢ BPOXKJICHHON (hOpMOI 3a00JIeBaHMS TOJDKHBI OBITH 00CIIETI0BaHbI
Ha npeaMer ['DOPb u npu HeoOXoAMMOCTHM TPOJEYEHBl I TPEIOTBpAIICHHUS
Pa3BUTHUS IPO3HBIX OCI0KHEHUH. [loka3zaHus K yCTaHOBKE raCTPOCTOMBI UMEIHUCH Y
9/90 (10,0%) uenoBek, Bce cTpaaaiu BpoxkaeHHOM Popmoit 3ab6oneBanus. CpegHuit
BO3pACT TMOSBJICHHS] HEOOXOAMMOCTH B YCTaHOBKE TacTpOCTOMBbI Obul paBeH 10
rogam. [Ipu ananuze paxkTopoB, MOBBIMIAIOIIUX HEOOXOJUMOCTh B TaCTPOCTOMUU,
3HAYUMBIMU OKA3aJIMCh TOJIBKO YacThI€ 3200JIEBAHMS HUYKHUX JIBIXaTEIbHBIX TyTEH.
DTO, OYEBUJIHO, OOBSCHSETCS TE€M, YTO Ha (POHE BBIPAXKEHHBIX JBUTATEIIbHBIX
HapyIICHUH U JJIUTEILHOTO TPEOBbIBAaHUS B IMOJIOKCHUU JIEXkKA Y MAITUEHTOB C HU3KOMN
JBIXaTeIbHON (PYHKITMEH MOBBIIIEH PUCK aCTIMpaIlUid, BEIYIIUNA K BOCTIATUTEIbHBIM
3a00JIeBaHUSM JIETKUX. Hamm qanHbie KoppenupyroT ¢ pedyiabTaramu Geranmayeh:
natosiorust JXKKT xapaktepHa B OoJblIedl CTeNneHU IS BPOXKIACHHOU (POpPMBI
3a0oseBaHus, 0oJiee BhIpaXKeHa B TIEPBBIE T'OJbI )KU3HU, a Takke nocie 10 e, kornaa
MHOTHE TAllMeHThI HYXIalI0TCS B SHTEpaIbHOU mmoaaepkke [32, 62].

OtnenpbHOrO BHUMAaHHMS 3aClyKMBAaeT TUIOMNIMKEeMUs. J[aHHOE cOCTOsiHHE Yy
NAlMEHTOB Halleld BBIOOPKM MPOSBISIOCH COHJIMBOCTHIO, OOIIEH Cl1abOCThIO,
TOIIHOTOM  W/WAW  PBOTOW,  TaxuKapaued,  JabOpaTOPHO  BBHISBISIIUCH
MEeTa0OJIMYECKUI aIlu103, CHUKEHHUE TIIFOKO3bI, KeTOHYpHsl. B 11e1oM npu HepBHO-
MBIIIIEYHBIX  3a00JI€BAHUSX PUCK Pa3BUTUSL THUIOTJIMKEMUM BBIINIE HW3-3a
HEJIOCTAaTOYHOTO KOJIMYECTBAa TJIFOKOHEOTEHHOTO CyOcTpara B aTpo(HUpyrOnuxcs
mbiiax [98]. Panee B nutepaType ObLIM ONMHMCAHBI CIy4aW TUIOTVIMKEMHUU Y
MalMEeHTOB C OT/EJIbHBIMH HEPBHO-MBIIICYHBIMU 3a00JICBAHUSIMHU, OIMHCAHUS KE
pyd MEPO3MHONATHH OCTaroTcs eauHuuHbiME [65, 135]. Hecmotps Ha mpocToTy
JIMarHOCTUKU M pa3pabOTaHHBIE CXEMbl KOPPEKIMH, B HACTOSIIUHA MOMEHT

BBIABJIACMOCTD THIIOTJIMKCMHU Y IMAIIUCHTOB C MepOBHHOHaTHeﬁ OCTaeTCsl HU3KOM.
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C y4eToM MyJIbTUCUCTEMHOCTH MPOSIBICHUMN AMU30/bl TUIIOTJIMKEMHUH TPUXOAUTCS
mudpepeHIupoBaTh C MUIETICUN, JBIXaTEIbHOM HEJOCTATOYHOCTHIO.

Kapanonorudeckass maToJiorwsi MPOSIBISIACh B OCHOBHOM O€CCHMITTOMHBIMHU
HapyUIEHUSIMU PUTMa, HE TPEeOYIOUUMHU CHEU(UYECKOrO JEUECHUS: CHUHYCOBOM
taxukapaueit (68/99 (68,7%)), krmamanapiMu auchyakiusmu (18/91 (19,8%)),
MUTpAIe BOIUTENS pPHUTMA WIM HECUHYCOBBIM putMoM (16/99 (16,2%)),
HapymeHueM mnpoBoguMocT (8/99 (8,1%)). IlpeBaniupoBanue CyOKIMHUYECKHX
KapIHAJIbHBIX HApYIICHUM Yy Halled KOTOPThI IMAllMEHTOB COTJIACYETCA C paHee
onmyOJuKOBaHHBIMH JaHHBIMUA [29, 56]. He ObLIO OTMEYEHO CTATHCTHYCCKU
3HAUMMBIX pa3IMYUil B HapyIIeHUU paldOThl cepialla MEXIy IByMsa (opmamu
3a00JIEBaHUs, UTO TaKXKe OBLIO MPOJEMOHCTPUpOBaHO panee [37]. YV HaOro1aeMbIx
HaMU OOJIbHBIX, KaK M B JPYrUX HCCIEIOBAHUAX, MATOJIOTHS PUTMa CepJla
BCTpeUaiach vaiie, ueM cTpykTypHbie m3meHenus (80,8% npotus 34,7%), ogHako
CMHYCOBas TaxWKapAWs B Hamield BBIOOPKE 3HAYMMO TNPEBAIMPYET HAaT
pe3yabTaTaMu, onyOiIMKoBaHHBIMU B juteparype [37, 55]. C mpyroi cTopoH®bI,
OTCYTCTBHEC YIIOMHWHAHUS O CHHYCOBOW TaxXWKapAWH BO MHOTHX HCCIICIOBAHUSIX
MOKET OBITh CBSI3aHO C JOOPOKAYECTBEHHBIM TE€UCHUEM JIAHHOM MaTOJOTHUHU.

K Gomee cepbe3HBIM M MMOTEHITMATBHO KHU3HEYTPOKAIOITUM KapIHOJIOTHICCKAM
HapyIIEHUSM OTHOCWJIUCh JWJATallds W TUIEePTpodus JIEBOTO JKEITyI0dYKa,
MapoKCU3MalIbHAs TaXUKaPAHsl, KOTOPbIE B COBOKYITHOCTH MPUCYTCTBOBaIN y 11/86
(12,8%) manueHTOB C BpoOXACHHOW ¢opmoit 3aboneBanus u y 2/13 (15,4%)
MAIMEHTOB C TMOSCHO-KOHEYHOU (opmoil. Hamum pe3ynbTaThl COOTBETCTBYIOT
npejcTaBicHHBIM paHee [62]. HecMoTps Ha cepbe3HOCTh U3MEHEHHH, AaJICKO HE BCE
MAIMEHTHI TPEIBABIISIN KapIUOJIOTHYECKUE KATOObl. JKemyT0YKOBBIX apUTMHUMA,
BHE3aITHOW OCTAHOBKH CEpjIlla, paHee ONMUCaHHBIX B uTepaType [22, 92], y Hammx
MAIlMeHTOB HE OTMEYaJoCh, YTO MOXKET OBITh CBS3aHO C TPEHMYIICCTBEHHO
neauaTpUuecKol BHIOOPKOH.

Hacrositmue  pesynbTaThl  MOTYEPKUBAIOT  HEOOXOAMMOCTH  TPOBEICHUS
CHUCTEeMaTUYECKOTO KapAHUOJIOTUYECKOro oOciemoBanuss ¢ nomormipio  JKT,

XOJITCPOBCKOIO MOHHMTOPHUPOBAHHUA H 3XOKapI[I/IOI'pa(I)I/IIIeCKOFO uccjacaoBaHusa C
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LEJbI0 BBISIBJICHUS KU3HEYTPOKAIOIIUX aPUTMUIN U HApYIIEHUH CTPYKTYPBI CEPALIA,
KOTOpbIE MOTYT BO3HHMKATh PAaHHUX JIET M, BEPOATHO, Y4YalIalOTCA C BO3PACTOM.
[TpoBeneHne NOTHOLIEHHOTO KapAUOJIOTHUECKOT0 00CIe10BaHus HEOOXOIUMO TaXKe
IIPU OTCYTCTBUU y MAI[MEHTA anuo0 CO CTOPOHBI pabOThI cepAlla, MOCKOJIbKY YacTh
NOTEHIIMAIBHO KU3HEYTPOXKAIOLIEH NATOJOTHH NMPOTEKAET CyOKIMHNYECKH. Takxke
CTOUT MOMHHUTH O TOM, YTO HEKOTOPBIE CHMITOMBI MOTYT MAacCKUpPOBATHCS IOA
JpYTUe MaTOJOTUYECKUE COCTOSIHUS C YYETOM HAJIMYUsi KOMOPOUHOM MaTojIoruu
IIPU MEPO3HHOIIATHUH.

®daKT CHUKEHUSI MUHEpaIbHOH TII0THOCTH KOocTHOM TkaHu (MIIK) y mamuenToB
C MEPO3UH-AC(PUIUTHON MBIIIEUYHOHN AUCTpOodUEl MPAKTUIECKH HE YIIOMUHAETCS B
JUTEPATYpe, XOTSA SBISIETCS AKTyaJlbHOM M pPacnpoCTpaHEHHOW HpoOieMon y
NalUeHTOB. ENMHCTBEHHOE HUCCIENOBaHHE, B KOTOPOM COOOIAETCS O HAIUYUH
OCTEOIEHUHU TpU Mepo3uHomaThu, Obulo mpoBeneHo B Kartape y mamueHTOB c
BpoxIeHHONH (opMmoii 3aboseBanus [22]. YacToTa OCTEONEHWH B JaHHOM
uccienoBanuu cocrasuina 61,9% 06e3 yTouHeHuss (YHKIIMOHAJIBHOTO CTaTyca
nanuenTa. Hamm pe3ynpTaThl MOKa3bIBalOT, YTO HMMEHHO OTCYTCTBHE HAaBBbIKa
X0Jb0bI, a He (opma 3a00eBaHUs, ABISETCS 3HAUUMBIM (PAKTOPOM PpPa3BUTHS
OCTEOIOpo3a: Yy HeaMOyJIaTOPHBIX MAlMEHTOB YacTOTa OCTEONOopo3a COCTaBMIIA
82,8% (24/29), Torna kak y aMOyJaTOpPHBIX MAIMEHTOB C BPOXKIECHHOU (hopmoi
3aboneBanust cHmkenue MIIK dukcupoanocs B 40% (2/5) citydaes, a ¢ mosiCHO-
KoHeuHOCTHOU (opmoit — B 50% (2/4) cinyuaeB. Takke BaXHO OTMETHTh, UYTO Y
XOJISIYMX MAIMEHTOB OCTEOMOPO3 BO3HUKA JOCTOBEPHO mo3xe (8,5 met npotus 16
y amOynatopubix narueHToB ¢ BMJ[ 1A u 14 net npu [IKMJI[ P23). Camxenue
MIIK wmoxer ObITh OOYCJIOBJIEHO HECKOJIbKMMH MPUYMHAMU: HEIOCTATOUHBIM
MUTAaHUEM, TaCTPOIHTEPOJIOTHUECKUMU mpobiiemamu (3amopsl, ['9OPB), HU3KMMU
MacCO-pOCTOBBIMM TOKa3aTeIsIMU, HO pELIAIolee 3HAUYCHHE WrpaeT MbIlIeyHas
Harpy3ka Ha ckener [132]. Bce atm mpoOsemMbl BCTpEYarOTCS Yy IMAIMEHTOB C
MEpO3UHONATHEN, OHAKO B OOJIBIIEH CTETIEHU NMPEACTaBICHbBl Y HeaMOyIaTOPHBIX

OOJIBHBIX, TOCKOJIBKY OHU UMEIOT BBIPAXKEHHBIN 1eUIUT PU3nyeckoi Harpy3KHu.
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[Tatonorus moueBbieuTeILHON cuctembl (MBC) peructpupoBanace y 28/100
(28%) 6oxpubix ¢ BMJI 1A u y 3/14 (21,4%) 6onbubix ¢ IIKMJ P23, onnako
noJIaBJsitolee OONBITUHCTBO U3MEHEHUI OTHOCHIIMCH K aHOMAJIHSIM CTPOCHUS UITH
pacnioyioxkeHust  (MHEN0dKTa3us, TIIyOokoe pacuieruienue, ynapoenne YJIC,
He(POITO3, pOTAIHs TOYEK), HE UMEIOLTUM KIMHUYECKOH 3HaunMocTh. Panee ObL10
auib ogHO omucanue QyHkuuun MBC y mamnmeHToB ¢ Mepo3uH-Ie(UIIMTHON
MBIIIICYHOU TucTpoduei — B koropte Karapa [22]. B karapckoii rpyrirme naiueHToB
NpU3HAKH HEPPOKAIBIIMHO3a ObUTH OOHApYy>KeHBI y 4deThipex mnanueHToB (19%,
4/21). B nameit BoiOopke He(hpOKaIbIIMHO3 3aPETUCTPUPOBAH B MEHBIIIEM ITPOLICHTE
ciaydaeB - y 6/64 (9,4%) OGonbHbIX ¢ BpoxaeHHoW Uy 1/9 (11,1%) GonpHOTO C
MOSICHO-KOHEUHOCTHOM (popMoit. SABnsieTcs au natonorus MBC naTorHOMOHUYHOM
JUIL  MEPO3UH-ACPUIMTHON MBIILIEYHOH JUCTpO(UU, B HACTOALIUN MOMEHT
OMPENICNIUTh 3aTPYAHUTEIBHO, TPEOYIOTCS JadbHEUIIINE U3YUeHUs 3TOU TeMbl. [Ipu
TOM HEOOXOAMMOCTbH MpoBeAeHus Y3 moyek manmeHTaM ¢ MEpO3MHONMATHEN HE
BBI3BIBAET COMHEHM B TOM 4YHCJIE C YYE€TOM 4YacTO Ha3HA4aeMou
ocTteoMeTaboInIecKor Teparmu [72].

Mepo3uH-1epuIUTHAsT MBbIIIeYHass JAUCTPO(US SABISIETCS MOTEHLHUAIBHO
CMEpPTENIbHBIM 3a00JIeBaHUEM, JETalbHBIM ucxon Hactynuia y 6/114 (4,4%)
MalKueHToB B cpeaHeM B Bospacte 6,0 sner. Bece GonbHbie ctpagamu BMJL 1A u
uMenu HeaMOyaTopHblil cratyc. [Ipuunnoit rubenu 4/6 (66,7%) nanueHToB ObLIa
ocTpasi AbIxaTelbHasi HEJAOCTaTOYHOCTh, €II€ Y JBYX MAlMEHTOB MPUYMHA CMEPTH
He u3BecTHA. 1Ipy OLleHKE BO3MOXHBIX MPEAMKTOPOB JIETAIBHOIO MCXOAA YaCThIE
WHOEKIUU HIDKHUX JBIXaTEIbHBIX MyTEH SBUIUCH €AMHCTBEHHBIM JTOCTOBEPHBIM
(bakTOpOM, MOBBIIIAIOIINM PUCK cMepTH NauueHToB (p=0,025).

Mepo3uHonaTusi HMMEEeT  XapakTepHble JIaOOpaTOPHO-UHCTPYMEHTAJIbHBIE
ocobeHHocTH. HekoTopeie U3 HUX, TaKUE, KaKk BHICOKUH ypoBeHb akTuBHOCTH KDK
W TUINEpUHTEHCUBHBIH MP-curnam ot Oeyoro BemiecTBa TOJOBHOTO MO3Ta,
SBJIFOTCSL KJIFOUEBBIMU XapPAKTEPUCTUKAMH, ITOMOTAIOIIMMHU YCTAHOBUTh JHATHO3
[35]. YpoBenb akTMBHOCTH KpeaTwHKHHA3bI p BMJI 1A cocraBui B cpeaHeM

2416,5 [1004,0; 3637,5] En/n u Obu1 MakcuMasneH Ha mepBoM ropay >ku3Hu. Co
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BTOPOTO ro/ia )KU3HM MTOKA3aTeIb IPOrPECCUBHO CHUXKACS. PaHee B uccinenoBaHusax
ObuTO0 TOKa3zaHo, uro nmpu BMJI 1A yxe Ha camoil paHHel cTaguu OOJIE3HH
MPOUCXOJIUT MacCoBasi JIET€HEpalls MBIIICUYHBIX BOJIOKOH, KOTOpasi MPUBOAUT K
CEPbE3HBIM TUCTPOPUUYECKUM H3MEHEHUSIM B MBIIIIAX C MJIQJIEHYECTBA U, Kak
CIICJICTBHUE, K BhICOKOMY ypoBHIO akTHBHOCTH KDK [64]. [Toka3arens aKTHBHOCTH
K®K mpu BM/I 1A Hapsay ¢ BpOKIEHHBIMU JUCTPOIVIMKAHONATHAMU SBJSETCSA
CaMbIM OOJIBIIIUM CPEU BPOKICHHBIX MBIIICUHBIX AUCTPOGUNA U MOKET TOMOYD B
i pepeHnInanTbHOM ITIOMCKE. [1osicCHO-KOHEUYHOCTHAS dbopma  Takke
XapakTepu3oBaiach MoBbllleHHEM akTUBHOCTH K®K, menmana makcumanbHOTO
nokasarens coctaBuia 2022,5 [1005,0; 4032,0] En/a B cpeneM B Bo3pacte 5 JierT.
[Tpu IIKM/I P23 noxa3arens aktuBHOCTH K®K ObLIT MOBBIIEH HA NPOTSKEHUU
Bcero HaboieHus. B mpoTHBOIIONIOKHOCTH BpOKAeHHOM dhopme, ripu [TIKMJ] P23
XOTh BCET/Ia U PETUCTPUPYETCs MOBbIIIEHHAs KpeaTuHhochOKHA3a, IO CPABHEHUIO
C JPYIMMHU TOSICHO-KOHEUYHOCTHBIMU MBIIIEYHBIMU AUCTPOPUSMHU OHA SIBJISIETCS
OJTHOM M3 HAMMEHBIIIMX U YacTO He mpeBbiiaet 2-3 HopM [68, 82].

[Ipu mpoBeaeHuu neKTpoHepoMuorpaduu y Bcex NalueHTOB ObLIN BBISIBJICHBI
MEPBUYHO-MBIIICYHbIE HM3MEHEHUS, B OTACJIBHBIX CIydasX — B COYETAHUHU C
JEMUETMHU3UPYIONIUM NOpaXeHUEM. JJaHHOE UCCIeA0BAHUE UMEET LIEHHOCTh MPH
MEPBUYHOM JUATHOCTUYECKOM MOUCKE Yy OOJIbHBIX C HEYCTAHOBJICHHBIM JIUAaTHO30M.

Buzyanuzanus wbiming, B - OOJbIIEH CTENEHHW MMOCPEICTBOM MAarHUTHO-
pe3oHaHCHOM ToMmorpaduu, BCE 4Yallle HCHOJIb3YeTCS JJii JUArHOCTUKU
HACJICICTBEHHbIX ~ MHOMNATUH W SBJIAETCS  LEHHBIM  JIMATHOCTUYECKUM
uHctpymentoM. [lpu BMJI 1A y Hammux mnamueHTOB ObLT 3aUKCUPOBaH
KJIACCUYCCKHI JUTsI MEpO3UHOIIATHH TIAaTTepH nopakeHus Mui [79, 92, 107, 122].
oTMedanoch AU Py3HOE MOBPEKICHUE MTPAKTHIYCCKHA BCEX MBIIII Oe/ipa U TOJICHH,
OJIHaKO HauOoyiee BOBJIEYEHHBIMHM B TIPOLIECC JEreHepalud  OKa3alHCh
mm.adductores, m.biceps femoris, m.soleus, m.gastrocnemius, Torma Kak
m.sartorius u m.gracilis ocraBamuce Oonee coxpaHHbIMH. IIpu MOsICHO-
KOHEUHOCTHOU (popMe CEJIEeKTUBHOCTh MOpaKeHUsI MbIIIl Oenpa Obuta OoJjiee

BhIpa)KeHa: JKUpOBas HHPUIBTPALIMsS B HAUOOJBIICH CTEIIEHH 3aTpoHyJ1a B M.biceps
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u m.adductores, a m.sartorius u m.gracilis wMmenn HaWMMEHBIIYIO CTEIEHb
noBpexaeHus. B rojgenn ¢puodpo3 yaie HaOmomancs B m.soleus, m.gastrocnemius,
npu 3trom M.tibialis anterior wu m.tibialis posterior ocraBamnck OTHOCHUTEIBEHO
coxpaHHbiMH. HaGmrogaembple HaMU W3MEHEHHUS! ObUIM aHaJOTWYHBI OMUCAHHBIM
panee [68, 103, 120]. Ognako B Hamiedl KOropTre, B OTIMYHE OT HEKOTOPHIX
3apyOexHbIx koyuter [103], Hu y omHoro m3 BochbMm marmeHToB ¢ [TKMJI P23,
KOTOpbIM ObL1a ipoBeieHa MPT mbiiii, Mbl HE pETUCTPUPOBAIN TaK Ha3bIBAEMOTO
naTTepHa «COHABUYA» (TIOJIOCHI TOBBIINICHHOW WHTCHCUBHOCTH CHWTHAja BHYTPHU
MBIIII), 0ObyHO XapakTtepHoro g COL6-mumonatuii. Taxke, cOTrJIacHO
MOJIYYCHHBIM HAMH JIaHHBIM, CTeneHb (huOpo3a MBI 3aBUCENa HE CTOJBKO OT
JUIUTEIIbHOCTU T€YEHHs 3a00JIeBaHus, CKOJIBKO OT (popMbI 3a00seBanus: npu BM/]
1A 2-4 rogam y MHOTHX JIeTe€d YK€ PEeruCTpPUpPOBATIOCHh BhIpakeHHOE AU(Pdy3HOE
nopakeHUE MBI HOr, Torna kak mnamueHtel ¢ I[IKMJ] P23 ¢ Oonee
MIPOJIOJDKUATEIILHBIM aHAMHE30M 3a00JICBaHUSI WMEITM OTHOCHUTEIBHO COXPAaHHBIC
MBIIIIBI. DTO Pa3HUTCS C TaHHBIMU, oJaydeHHbIME QUuijano-Roy S u coarTt.[103]. B
JI000M CiIydae, ¢ y4eTOM pa3Inuuil TMOPaKECHHsI MBI MPH MEPO3HHOIATHH,
MO>KHO YTBEPKIaTh, YTO MBIIIIIBI O€/Ipa, TO-BUIUMOMY, JIYUIIE BCETO MOAXOIST IS
OIICHKH TSKECTH M CTCTICHH IMPOTPECCHPOBAHUS 3a00JICBAHMS.

B xome wccinenoBaHWS TIpW  aHATM3E J1TAOOPATOPHO-WHCTPYMEHTABHBIX
nokasateyied He ObUIO BBISBICHO OTJIMYWNA, KOTOPbIE MOIJIM OBl JJOCTOBEPHO
OTpaXkaTh NPOTHO3 JAJbHEMILEr0 TEUEHUS MEpPO3UH-Ie(OUIUTHON MBIIICUHON
TACTPOUH.

buoricust MbITIIeUHON TKAaHU HAPSAYy C TEHETHYECKUMHU METOJIAMU UCIIOJIb3yETCs
JUTSL OKOHYATEIBHOTO TOATBEPKICHUS IUArHo3a, a TakKKe MOXKET OIpeaelsiTh
KOJIMYECTBEHHOE COJIEp’KaHUe MEPO3UHA B TKaHsX. [IpakTruecku y BceX OOJbHBIX,
KOTOpBIM TpoBoamiioch uccinemoBanue (19/20, 95%), B MbimieyHoM OwonTare
BBISIBJICHBI TUCTPO(DHUUSCKIE N3MEHEHUS, Y OHOTO YEIOBEKa OTMEYAIach ITyYKOBas
aTpodus. Pe3ynbpraTel UIMMYHHOTHUCTOXHMMHH HE BCETIa COOTBETCTBOBANU (hopMe U
TSOKECTH TedeHus 3a0oseBanus: Bcero 9/20 (45,0%) dyenmoBek ¢ TOTaabHBIM

OTCYTCTBUEM JIaMUHUHa-02 ctpaganu BMJ[ 1A, nopu 3ToM Apyrue mamueHThl C
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BMJ/I 1A uMenu MOJOXKUTEIBHYIO PEAKIMI0 Ha MEpPO3uH (BCE T'€HETUYECKU
NOATBEPKIAEHBI). MBI mpearnojaraeM, 4To BEPOATHON MPUYMHOW HOPMAJIbLHOTO
CoNlepKaHMsl JJAMHUHWHA-02 B MBIIIEYHOM OHWOMNTATe SBISETCS TOT (haKT, UYTO
aHTuTeNo, ucnoib3oBanHoe B UI'X, TponHO Tosbko N-KoHIIEBOMY (hparMeHTy U He
oOHapyxkuBaeT C-TepMHHANb, TTOATOMY CIIy4aul YaCTHYHOTO JAehUIINTa MEPO3UHA,
Py KOTOPHIX B TKAaHSIX TMPUCYTCTBYET TOJbKO C-KOHIEBOW ¢parMeHT Oenka
JaMUHUHA-02, HE MOTYT OBITh MM JETEKTUPOBaHbl. Takum oOpaszoMm, s
MIOJTHOIIEHHOTO OTIPE/ICIICHUS HAJTMIHsI MEPO3WHA B TKAHSX, & TAK)KE BO M30S)KAHHE
JTMArHOCTUYECKHUX OIIMOOK, MPU UCCIIEJOBAHUU MBIIIIEUHOT0 OMonTaTa He0OX0IUMO
UCIIOJIb30BaHUE aHTUTeN Kak K N-, Tak u k C-TepMHUHAIIH.

['eHeTndeckass AUArHOCTUKA SIBJSETCS OCHOBHBIM M BBICOKOTOYHBIM METOJIOM
noaTBepkaeHuss auaruoza. B rene LAMAZ2 y manueHTOB Halied KOropThl ObLTH
JNETEKTUPOBAHBI ~ BCE  BO3MOXKHBIE  THINBl  BapHAaHTOB  HYKIICOTHIHOU
MOCJICTIOBATEIFHOCTH BO BCEX permoHax reHa. OTMedanach 4eTKas KOPPEISIus
MEXIy OOHApyXEHHBIMH BapHaHTAMU U THKECTbIO TEUYECHHUS 3a00JIeBaHUS
(p=0,009). Ilpu BpoxkaeHHOU ¢dopme Hanbojee 4YacTO BCTPEUAIMCh BapUAHTHI,
MPUBOJISIINE K TOJTHOMY MPEKPAIICHUIO TPAHCIISIMU OelKa: MyTallui CO CABUTOM
paMKu CUMTHIBaHUS, 3apeructpupoBaHHbie Ha 78/196 (39,8%) amnensx reHa
LAMA2, u HoHceHC MyTanuu, oOHapykeHHble Ha 70/196 (35,7%) anmensx.
Myranuu, npuBogsaimue Kk norepe ¢ynkuun Oenka (loss of function, wiu LoF
BapUaHThI) TIPH BPOXACHHONW (hopme Hambosee 4acTo BCTPEUYANHCh OWAJIICNBHO,
9TO OOYCJIOBWJIO TIOJHBIM WJIM TOYTH TOJHBIA AehuIMT JamMuHWHA-211 H, Kak
ciencrBue, Tsokenbld (enotun. Pexe mpu BMJI 1A Obut J1eTEKTHPOBAHBI
MHTPOHHBIE BapuaHThl (27/196; 13,8%), muccenc BapuanTsl (13; 6,6%) 1 Bapuanuu
yrciaa Komui reHoB (Copy number variation, CNV) (8/196; 4,1%). Ilpu stom
3HAUYMMOW pa3HUIBI B TIPEACTABICHHOCTH BapHaHTOB y aMOyJIaTOPHBIX |
HeaMmOynaTopHbIx nanueHToB ¢ BMJI[ 1A He monydeno (p=0,228).

[Ipu mOsICHO-KOHEUYHOCTHOM (popMe, HAMPOTUB, YaIle OTMEUAIUCh BAPUAHTHI,
Py KOTOPBIX O€JOK TIPOJOIKACT CHHTE3UPOBATHCA, XOTh M HE SIBISCTCS

MOJIHOIIEHHO (DYHKITMOHAJIBHBIM: K HUM OTHOCHJIMCH MUcCCeHC myTtammu (14/28;
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50,0%) u unTpoHHBbIe BapuaHThl (7/28; 25,0%). HoHcernc u dpeiiMmmdT BapraHThI
BoIsiBIICHBI B 4/28 (14,3%) u 3/28 (10,7%) cnywasix coorBercTBeHHO. [Ipu 3TOM
MyTaIlMd CO CIBUTOM PaMKH CUYHMTHIBAHHMS W HOHCEHC BApUAHTHI Yy TAIMEHTOB C
MOSICHO-KOHEYHOCTHOM (POpMOI BCeria COYETANNCh C MUCCEHC WM MHTPOHHBIMU
BapuaHtamu. [Ipuuem, Takue Muccenc MyTtanuu pacnonaraiuch B LN qomene rena
LAMAZ2. Cuutaetcs, uro nomene LN pacnpocTpaHeHHOCTh BapuaHTOB O€3 CABUTA
PaMKH CYUTHIBAHUS 1 MUCCEHC BAPUAHTOB B I1€JIOM BBIIIIE 10 CPABHEHUIO C IPYTUMU
JIOMEHAMH U aCCOIMUPOBAHBI C JICTKUM TeueHneM 3aboiseBanus [97, 114]. Takum
o0pa3oM, MpU MOSICHO-KOHEUYHOCTHOW (opMme 3a0o0sieBaHUsS MPOUCXOIUIT CHUHTE3
MEpOo3uHa, HECMOTpPS Ha Hanuuue TepMuHupyromux (LoF) BapuaHTOB Ha BTOpOM
ansene, 4To 00bICHIEeT 00siee MATKHE KIMHUYECKHE TPOSBICHHS MO0 CPABHEHHUIO C
BpOXKJIeHHON (opmoii. J[aHHOe wucclieoBaHUE YTOYHUIIO M OOOTaTWIO paHee
BBICKa3aHHBIC 3apYOC)KHBIMH KOJIJICTAMH YTBEPIKIACHHS O KOPPEIALHUHA THKETIOTO
dbeHoTHNa ¢ BapuaHTaMH, MPUBOASAIIMME K TPEKPAIICHUIO TPAHCIAIMU Oelka,
0onee MATKOro (QEHOTHIA, ACCOLUMHUPOBAHHOTO C BapUaHTaMU BHYTPU PaMKH
cunThiBaHus [25, 89, 134].

B poccuiickoit momysiuu, B OTIMYUK OT MupoBoii [61, 96, 135, 137], Bapuanuun
Yyucila KONUM reHOB ObLJIM MEHEE paclpOCTPAHEHbI U 3apErUCTPUPOBaHbI Ha 8/224;
(3,6%) amnensx uau y 6/112 (5,4%) denoBek U TOJIBKO MPU BPOXKIESHHOU (Popme
3a0o0eBaHusl. DTO OMNpPENeNsieT alTOPUTM TEHETHYECKUH JTUArHOCTHKU JIUI[ C
MOIO3PEHUEM Ha MEPO3HWH-IS(OUIIMNTHYIO MBIIMICUYHYI0 IUCTPOGHUIO. B TEPBYIO
ouepesib, cieayeT ucnoib3oBath MeTos, NGS (maHenb TeHOB, MOTHOIK30MHOE WJTH
MOJIHOTEHOMHOE CEKBEHUPOBAHME), & B ClIydyae OOHApY>KEHHUSI 3HAYMMOTO BapruaHTa
B redne LAMAZ TobK0 Ha OJTHOM ajuielie U YBEPEHHOCTH B IMArHO3€ BTOPBIM ATAIIOM
NPOBOIUTH MOMCK BapHalliil uncia Konuit renoB merogoM XMA mimu MLPA [17].
C ydyeToM TOro, 4YTo BCE JCTCKTUPOBAHHBIC HAMHM WHTPOHHBIC BapUAHTHI
HaxXOJMJIUCh B pPETHOHAX CIUIAWCHHTA, KOTOPHIE BKJIIOYCHBI B CEKBEHHPOBAHHUE
naHejgeil TEeHOB W KJIMHMYECKOTO/TIOJIHOTO 9K30Ma, IMEpPBOHAYAIBHO HET
HEOOXOJMMOCTH B TMPOBEACHUU OoOJiee JOPOTOCTOSIIETO TOJHOTEHOMHOTO

CCKBCHHUPOBAHMAI.
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YuuteiBas paznuuHy0 GyHKIIMOHATIBHYIO POJIb OTIACIBHBIX PETHOHOB A2 IETH
JJAMUHUHA, JIOKAJIU3aIUsl Kay3aTUBHBIX BAPUAHTOB TAK)KE UTPAET poiib B (DEHOTHUIIE
3aboneBanus. B HameMm ncciaenoBanny ObUTA BBISIBICHBI CTATUCTUYCCKH 3HAYNMBIE
pazmuuus (p=0,008) Mexay nOpencTaBICHHOCTHIO BapUAHTOB B JIOMEHAX TIeHa
LAMA2 mnpu passeix (opmax 3aboneBanus. [lpu BMJI 1A BapuanThl darie
nokanu3oBaiauck B LG nomene (86/196; 43,9%) u B crepxkHeBuIHBIX JoMeHax LEa,
LEb, LEc (42/196; 21,4%), Toraa kak mpu IIKM/] P23 myTaiuu daiie HaxoJuIuCh
B TnoOymsipHbIx nomeHax L4a, L4b (8/28; 28,6%), nomene LN (7/28; 25%) u B
MeHbIIe creneHn B qomene LG (6/28; 21,4%). HecmoTpst Ha TIpOCIIe)KUBAaEMYIO
OOIIyI0 TEHJEHIMIO, BOMPOC O KOPPEIsUA (PEHOTHUIIA C PACTOJI0KEHUEM
BapuaHTOB B JoMeHax reHa LAMAZ2 ocrtaercs cinoxubiM. [1o JaHHBIM TUTEPATYPHI,
myTtaniuu B jgomeHe LN wamie acconumpyercs ¢ Ooiee MSITKUM TEUYCHUEM
MEpO3WHOMNATHH, TOCKOJBKY, KaK IMPEANoaraercsi, COXpaHsSIeTCs MPOIYKIUs
YKOpOYEeHHOTO Oelika JlamuuanHa-211 [52, 68, 114, 129]. BapuanTtsl B C-KoHIICBOM
peruone (LG momeHbI) BEpOSTHO Hallle MPUBOMAT K TOKEIOMY (DEHOTHIY H3-3a
HAPYLICHHS CBSA3BIBAHUS JIAMMHHMHA-211 C BaXHEWIIMMHU BHYTPUKIECTOYHBIMU
OenkaMu - HHTETpUHOM M jucTtporiukanoM [110]. OxHako 0YeBHIHO, YTO TCUCHUEC
3a00yieBaHusl OMPENENSAIOT Psif (PaKkTOpoB, B TOM YMCIIE BIUSHUE BapuaHTa Ha
byHkuuio Oenka, a TakKe BTOPOM OuaienbHbI BapuaHt. [ NmOHMMaHUS

KIIMHUKO-I'CHOTHUIIMYCCKHUX KOppGJ’IHHI/Iﬁ HGO6XOI[I/IMI)I I[EUII)HGﬁHIHG HCCIICAOBAHMs.
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I'JTABA 5. 3BAK/IIOYEHHUE

B macrosimem uccnenoBanuu Obla MPOBEICHA KOMIUICKCHAS OIICHKA TEYCHUS
MEpO3UH-ACPUIUTHON  MblIeYHOM  guctpodun y 114  manueHToB:
MpOaHaIN3UPOBAHbI KJIMHUKO-aHAMHECTUYECKUE JTAaHHBIE, MIPOBEICHBI
(GyHKIIMOHATBLHBIE MOTOPHBIC IIIKAJBI, OICHEHBI BHICIIME NICUXHUECKUE (DYHKITNH,
OTpeJIeNieHbl JIa0OPATOPHO-UHCTPYMEHTANBHBIE U TEHETHUYECKHE OCOOECHHOCTH
nanyMeHToB. BHumanume B gaHHOM paboTe OBUTIO YACIEHO Pa3sHOOOpA3HI0
MYJIBTUCUCTEMHBIX  MPOSIBJICHUN  Mepo3uHomatuu,  AuddepeHIIupOBaHHON
XapaKTEPUCTUKE BPOXKIACHHOW W TOSICHO-KOHEUHOCTHOW (opm 3abosieBanus, a
TaKke MOUCKY KIMHUYECKUX U TUArHOCTUYECKUX MPEAUKTOPOB HEOJIArONPUATHOTO
Te4YeHUs1 O0JIE3HU C 1EJIbI0 YCOBEPIIICHCTBOBAHUS MOIX0/I0B K BEJICHUIO IMAIIIEHTOB.

B xoxe palGoTel ompeneneHo, 4to pas3Hble (POPMBI MEPO3UHONATHH HMEIOT
(dheHoTUNNYeCcKre, KIMHUYECKHE U TeHoTUnn4Yeckue ocooeHnoctu. [lonapstoiee
OOJBIIMHCTBO Cly4daeB 3a00J€BaHUs NPUXOAUTCS Ha BPOXICHHYIO GopMmy -
100/114 (87,7%). Kak ObLIO mMOKa3aHO paHee, BpOXkaeHHas (opMa MepOo3HH-
Ne(UIUTHON MBIIIEUYHON AUCTPODUN UMEET TSKENble KIMHUYECKUE MPOSBICHUS.
3abosieBaHue JEOIOTUPYET C POXKIACHUS WIM B TMEPBOM TMOJYTOJUM >KU3HHU C
CUMITTOMOKOMILJIEKCA «BSJIOTO pebeHKa». B mepBbie 2-3 rojaa *u3HU 3a00JI€BaHUE
TEYET arpeCCUBHO, C BBIPAKEHHOU 3aJ€P>KKOW MOTOPHBIX HaBBIKOB, (PHU3NYECKOTO
Pa3BUTHS, TPYIHOCTAMHU KOPMJICHHS. B 3TOT mepuoa uMMeeTcsi BBICOKHUU PUCK
pa3BUTHS PECHHUPATOPHBIX U  OPTONEAMYECKHMX HapyuieHuil. KapauanbHas
MaToJIOTHs HE XapaKTEpHa, B OCHOBHOM BCTPEYAIOTCS ACUMIITOMHbBIE HapyUICHUS,
He TpeOyromme nedeHus. Jlanee oTMmedaeTcss OTHOCHUTENbHAs CTaOWIM3aIus
COCTOSIHUS BIUIOTH JI0 IMyOEpTAaTHOTO TMEpHoj]ia, KOrja y OOJBIIMHCTBA JETEH
MOSIBJIICTCSl MOTPEOHOCTh B HOYHOM BEHTHJISIIIMOHHOW TOAJIEPKKE, (HOpMUpYETCS
TspKenast qeopManiusi Mo3BOHOYHMKA, HapacTaeT aepuuuT Maccel Tena. B xoxe
reHeTrudeckoro TectupoBanus npu BMJ[ 1A wyame oOGHapy>KHMBAarOTCS HOHCEHC
(70/196; 35,7%) u BapuaHThI CO caBUTOM pamku cuuThiBanus (78/196; 39,8%) B

LG1-5 (86/196; 43,9%) u LE-gomenax (42/196; 21,4%) rema LAMAZ2,
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[TosicHo-kKOHEUHOCTHAs popma BeTpedaeTcs 3HauuTeabHo pexe (14/114; 12,3%)
U XapakTepusyercs 0osiee OJaronpusiTHBIM TEUEHHEM. XapaKTepeH 1e0roT mocie 1
rojia *KW3HU, XOTSA y OTAEIbHBIX MAIMEHTOB €IIe 10 Hadalla CaMOCTOSATEIIbHOU
XOJIbOBI OTMEUAETCSl YMEPEHHas MbIIIeYHAash TUIOTOHUS M TEMIOBas 3aJIeprKKa
MOTOPHBIX HABBIKOB. Bce ManueHTh HIMEI0T aMOyIaTOPHBIN CTaTyC, HE HYKIAIOTCS
B HUBJIL, oproneanueckue nedopMannu OTrpaHUUMBAIOTCS KOHTPAKTypaMu B
JIOKTEBBIX M TOJIEHOCTOIHBIX CYCTaBaX M MCKPUBICHUEM I103BOHOYHMKA, HE
npeBblaomuM 1 crenenb. B nutepaType coo0Iaiock 0 BO3pacTarolIEM PHUCKE
KapaAuanbHbeIX ociokHenuid npu [TKMJ] P23 [92, 95]. B Hamiem ucciieoBaHuN
TaKuX JIaHHBIX HE TOJIY4YEHO, IO BCEW BUAMMOCTH, HM3-32 MAajoro BO3pacTta
nanueHToB.  [losicHo-kOHeuHOCTHast  gopma  3a0o0JieBaHUS  TaKkKE  HUMEET
I'CHETHYCCKHE OCOOCHHOCTH: JIII HEee XapaKTepHbl MucceHC BapuaHThl (14/28;
50,0%) u BapmanTthl cruiaiicunra (7/28; 25,0%) B L4a, L4b (8/28; 28,6%) u LN-
nomenax (7/28; 25%) rena LAMAZ2.

OCHOBHBIMU JIMarHOCTUYECKUMHU MapKepaMu MEpPO3UH-ACHUITUTHON MBIIIICUHON
JUCTpO(HM SBIIAIOTCS 3HAYMTENBHOE TMOBBIIEHWE YpOBHS akTuBHOCTH KOK,
MEPBUYHO-MBIIIEYHBIN TUN MOpakeHUs 1Mo AaHHbIM DHMI', runepuHTeHCUBHBIN
CUTHaJ OT O€JIOro BEIIeCTBa FOJIOBHOTO MO3Ta B pexkuMe T2 1o JaHHBIM MarHUTHO-
PE30HAHCHOTO MCCJIEAOBAaHUSA W TOPAKEHUE MPEUMYIIECTBEHHO 3aJHEW TpyMIbl
MBI Oefjpa U ToJieHu, Buzyaauzupyembie Ha MPT MbIi HIDKHUX KOHEYHOCTEH.

B mHacrosmmii  MOMEHT  CymlecTByeT  mpoOjeMa  HEeJA0CTaTOYHOM
OCBEJIOMJICHHOCTH TPAKTHYECKUX HEBPOJIOTOB O MHOT000pa3ud MOHOTEHHBIX
opdhaHHbIX 3a007€BaHUN C BOBJIEYCHHMEM B  TMATOJIOTHYECKUN  IMPOIIECC
HepBHOU cuctembl [10]. Bmecte ¢ Tem, co3iaHne TUArHOCTHYCCKHX aJrOPUTMOB
JIOJKHO 3HAYUTENIBHO COKPATUTh MYTh K IPaBUIILHOMY AUArHo3y U, Kak CIEJCTBHE,
CrocoOCTBOBATh CBOEBPEMEHHOMY OKa3aHUIO TapreTHOM MOMOIY nanueHTam. Ha
OCHOBAHUHU MPOAHAIU3UPOBAHHBIX JAHHBIX MBI IIpEJIaraeM airOpuT™M TUarHOCTUKH
BPOXKJICHHON W TIOSICHO-KOHEUHOCTHBIX (hopMm Mmeposunonatuu (IIpunoxenue 1).
Yacrto 3a001eBaHrE MOKHO 3a10/I03PUTh YK€ HA 3Tare KIMHUYECKOTO OCMOTpa Ha

OCHOBAaHHMH XapPaKTEPHBIX (PEHOTUIMMUECKUX 0COOCHHOCTEN (odTanpmMonapes, NTo3,
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TUIIOMUMMSI, BBITSHYTOE JIMIIO, JoJuxoledanus, MaKpOIJIOCCUs, MBIIICUHbIC
MICeBJAOTUIIEPTPOPUN, PHUTUIHOCTh ITO3BOHOYHHMKA, KOHTPAKTYPhl KPYITHBIX
CycTaBOB). B COBOKYyIHOCTH ¢ ypOBHEM aKTUBHOCTH KpeaTnHkuHa3bl 6onee 1000
En/n xak MUHUMYM B TIEpBBIN TOJ1 ITOCe Ae0r0Ta 3a001eBaHus U CIIeU(UIECKUMU
u3MeHenussMu Ha MPT romoBHOro M™o3ra AMar€Ho3 MepO3HH-Ie(UIIUTHON
MBIIIEYHON JUCTpOoUHM CTAaHOBUTCS HauOosiee BeposTHBHIM. [Ipu mpoBeneHUM
T€HETUYECKOM JIMAarHOCTUKH CIICTyeT YUUThIBaTh, 4To B reHe LAMAZ BcTpeuaroTcs
KPYIHBIC eI W TYIUTMKAIIUH, KOTOpPhIE HE MOTYT OBITh JE€TEKTHPOBAHBI
MeTosoM NGS cexBeHHpOBaHUS.

O6e ¢opmbl 3a001€BaHHUS UMEIOT MYJIBTUCUCTEMHBIC TIPOSIBIICHUSI, TPEOYIOIINE
TIATEIPHOTO HAOIONCHWSI W CBOEBpEeMEHHOW Koppekiuu. OCHOBBIBAsCh Ha
MPEeIOKEHHBIX B paMkax koHceHcyca Wang u coasT. (2010) moaxoa0B K BeJICHUIO
BPOXICHHBIX MHOIIATUM, WCCIENOBAHUM €CTECTBEHHOM HWCTOPUM MEPO3HH-
neunuTHON MbIeyHo# auctpodun [70, 120, 127, 135], cucreMHBIX 0030pOB 110
OTJCIBHBIM KOMOpPOUAHBIM matosiorusm [54, 74, 100, 108], compoBokaaromx
MEPO3WHOMATHIO, & TAKKE MOJIYICHHBIX JAHHBIX B X0/1¢ HACTOSIIETO HCCIICIOBAHUS,
MBI TIpeijlaraeM ajaropyuT™M MYJIbTHIUCIUIUIMHAPHOTO TUCIIAHCEPHOTO HAOIIOACHUS

MEpO3UH-IePUIUTHON MbIIIEYHON AuCTpoduu (Tabmmia 22).
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Tabmuma 22 — PekoMmeHayeMblii 00beM MYJIbTUIAUCIUIUIMHAPHOTO OOCE0BaHUS W HAOMIOJACHUS MPU MEPO3UH-IePHUITUTHON
MBIIIICYHON TUCTPODUH

CrnenuajaucTt

IMenan Hab0AeHMST

O6caenoBanns

YacrorTa

IleguaTp/ TepaneBT

[Tomo3penne Ha HEPBHO-MBIIIIEYHOE 3a00IeBaHNE
OneHka Macco-poOCTOBBIX MOKa3aTeNeH, MOTaHHs
OreHka 1 KOppeKIHs YPOBHS BUTaMHHA J| B KpoBH
CocTaBreHue 1miaHa BaKIMHAIIUU

AHTPOIIOMETPHS, COMAaTHYESCKUN CTATyC
OOmuii M OMOXMMHYECKMI aHalIu3
KpPOBH, OOIIHI aHAIHN3 MOYH

Munnmym 1 pa3 B 6 Mecstes

HespoJior

[TepBruHas MOCTaHOBKA THArHO3a

OreHKa JUHAMUKY 3a00JI€BaHUs

OreHKa IBUTaTEIHHOTO CTaTyca

OrneHka ICUXUIeCKUX PYHKINH

Jledyenwue STIUICTICUU TIPY HATHMYUN

MapmpyTu3aius naueHTa, KOOpAHHUPYIOIAs poib MEXITY
CHETMATUCTAMU MYJIbTHIUCITUILITHHAPHON KOMaH/IbI

OMI, BOOI', MPT rosoBHOro Mo3ra
Hesponorudeckuii 0cMOTp, MUOMETPHS
MFM-20/32, 6MWT

1-2 pasa B rox, BHEITIAHOBO
IIpU NMOJAO3PCHUHU Ha
SIMWIETICHIO W YXYAIIEHUU
COCTOSIHUS

IIcuxosor /

YrmyOieHHas OeHKa MICUXUIECKUX (OyHKITHHA

Heliponcuxonoruueckoe TeCTUPOBAHUE

1-2 paza B roj B iepBbIe 5 JIET

MCHXUATP KorautusHo-moBeieH4eckas Tepanus Criennany3upoBaHHbIE IIKAJBI KU3HU, Janee 1o
[IcuxosmonmoHanbHast MOAAEPIKKA, aanTaus HEOOXOIUMOCTH
JlexapcTBeHHAss KOPPEKITHS KOMOPOUIHBIX COCTOSTHUH

OusnyecKkui [Nonneprxanue MOABUKHOCTH CYCTaBOB U IO3BOHOYHHUKA Onenka cuiibl 1 00beMa IBUKEHUIA, PerynspHo, Muanmym 2-3 pasza

TepamneBT/ [MpodunakTrka KOHTPAKTYp M CKOJINO03a peadMINTalMOHHOTO TIOTEHITHATIA B TOJ

peaduJIuTOIOr, MeponpusTus 1o yIy4IIeHHIO JbIXaTeIbHON (QYHKIINH OneHka MOOMIIBHOCTH, HABBIKOB

CHEeNHUATUCT 1O
TCP, sprorepaneBT

[Mon6op TCP
ITo3nnmonupoBanue
AganTanus OKpy>Karollero npocTpaHcTBa

CaMOIIOMOIIIH

OpTtomnen

O1eHKa KOHTPAKTYP

OrneHka HaTMYUS U AMHAMHUKH CKOJIMO03a

Onpenenenne Moka3aHui K XUPYPrUIECKOMY JICUEHHUIO
KOHTPAKTYp U CKOJINO03a

OneHka NoJI0KeHUs Ta300€IPEHHBIX CyCTaBOB

I'onnomerpust, perTreHorpadus
MMO3BOHOYHHKA, PEHTTeHOTpadus
Ta300€/IPECHHBIX CyCTaBOB BCEM
HEaMOYJTaTOPHBIM TMAIlHeHTaM

KT nmo3BoHOYHMKA IO TTOKAa3aHUSIM

MunumyM 1 pa3 B roxt
Yarie B neproabl ObICTPOTO
pocra (5-7 nert, 10-14 ner),
norepu GYHKIUH WIN TIPU
Tsprenoit [IH
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[Tponomxenne Tabnuipt 22

yasmonoJior/ Onenka GyHKIUA ABIXaHUS Cmmpomertpus ¢ 5 et (DXKEJL, TICB) 1-2 pasa B rox WM Yarie npu
CTIeNHAINCT OrneHka pucka acnupaniu Hounas mynbcokcumerpusi/ cumnTomax JIH
pecnupaTopHOi PanHee BrIsIBNEHHE ABIXaTEIBHON HETOCTATOUHOCTH noJMcoMHorpadus/
NO/IePKKH Ha3znauenue, monbop u KOppeKIus apaMeTpoB KapAHOpeCTINPaTOPHBIN MOHUTOPHUHT
neixatensHoro obopynoBanus (HUBJI, nacyddmsaropa- KT merkux mo mokasaHusiM
acnpaTopa H 1p.)
I'acTtpoanTeponor/ | KoHTpons pocta u Maccsl Tena AHTpONIOMETpHUS, KaTUIEPOMETPHUS, He menee 2 pa3 B rox B
AUETOJIOT OneHKa 1 KOPPEKLHs TUTaHUS OLIEHKa OpodallaIbHOW MyCKyJIaTypsl | IEpBbIE 5 JIeT, gajiee
O1eHKa pUCKOB I'MITOTIUKEMUH bruoxumuueckuii aHaau3 KpoBU €XErofHO WIH Yalle Mo
OneHka sxeBaHMsI U TII0TaHus, Oe30macHoCTH epopaibHoro | Komposiorudeckoe ncciemnoBanne MOKa3aHUSIM
npueMa muIu Y3U OprotrHoi MoIoCcTH
BrisBnerne ['OPb, 3anopoB, mogd0op onTHMaIbHOTO OOT'IC no nmokazaHusim
TIOJIOXKEHUS IJIS] IPUHATHSL MU
KapanoJsior BrisiBIIeHHE KapAMOMMOIIATUH, HAPYIIEHUH pUTMa OKT’ 1 paz3 BrOA
OxoKTI' C tspxenoit IH nnu npu
CepJIeYHbIX HAPYIIEHUAX HE
peske OAHOTO pasa B rof, 6e3
narosioruu 1 pa3 B 2 rona
Cytounoe monutopupoBanne IKI IIpu cepreyHbIX HAPYILIEHUX
HE peke OAHOrOo pasa B Iof,
0€e3 MaToJIOru MUHUMYM 1|
pa3 B 2 roga
IHIOKPHHOJIOT OneHka puCKOB OKUPEHUS AHTpomoMeTpusi, mKana Tanner 1 pa3 Brog
O1eHKa 0JI0BOrO Pa3BUTHS Bruoxumuueckuii anaan3 KpoBu
BrisiBiienue u koppekius neduiura BuramuHa [ (MUHEpaJIbHBIN 00MEH, YPOBEHb
BrIsiBIIEHHE M KOPPEKLUSA OCTEOIIOPO3a BuTamuHa /1)
Hencutomerpus

Ipumeuanue: 6MWT - 6-minute walking test, Tect mectumuHyTHOU X060b1, JIH — mpixatenbHas Hemoctarounocts, KT — koMmbiotepHas Tomorpadus, MPT —
MarHuTHO-pe3oHaHcHas Tomorpadus, HUBJI — neunBasuBnas Bentwisinus jgerkux, ®II'JIC — pubporactponyonenockonus, ®XKEJI- pyHKmoHansHast ;KU3HEHHAS
émkocth nérkux, [ICB — nukoBas ckopocts Bbioxa, TCP — Texauueckue cpeacrsa peadunuranun, K[ — snextpokapanorpadus, DMI' — snextpomuorpadus,
Ox0KI" — axokapauorpadus, D3I — anexrposnuedanorpadus, MFM-20/32 — Motor Function Measure, 1kaia OIeHKH JBUTaTEIbHON (HYHKIIMN
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MNEPCIEKTUBBI JAJIBHEHUIIENA PASPABOTKH TEMbBI

HecMmoTpsi Ha cylIeCTBEHHOE pPACIIMPEHUE 3HAHUM O MEpO3MH-IEe()ULUTHOU
MBIIIEYHON  JUCTpO(HUM, TNPEICTABICHHOE B  HACTOAIIEM HCCIIEJOBAaHUM,
nanbHeWmas pa3paboTka TeMbl OCTAaéTCs HEOOXOJUMOW BBHIY PEAKOCTU
3a00JIeBaHUs, BBIPAXKEHHOW (PEHOTUNHUYECKONH BapHaOEIbHOCTU U CIOXKHOCTU
MOJIEKYJIIPHO-TEHETUYECKUX MEXaHU3MOB. [lonyyeHHbIe JaHHBIE JEMOHCTPUPYIOT
IIMPOKHUM CIIEKTP MYJBTUCHUCTEMHBIX IPOSIBICHUM, a TaKXKE€ BAXKHEWIIYIO POJIb
reHoTuna Ha popmupoBanue peHorumna 3adoneBanusd. [lanbHelnme uccaea0BaHus
JIOJDKHBI OBITh HalpaBJIEHbl Ha YIUIyOJICHHE MPEACTaBICHUI O MaToMopQoioruu
MEPO3UHONATHH, YTOYHEHHE (AKTOPOB pHUCKA HEOIAroNnpUsATHOIO TEYEHUS U
NOATOTOBKY Hay4dHOM 0a3bl Uil  pa3pabOTKM U YCOBEpPUIEHCTBOBAHUSA
TEpaneBTUYECKUX MNOAX0M0B. Haunbonee mnepcneKTUBHBIMH  HaIpaBICHUSMU
IIPEICTABIIAIOTCS CIIEYIOLIHE.

1. PacmmpeHue wHccileqOBaHUM 10 KOpPPENSLMH TEHOTUIIAa U (eHoThna u
(GopMUpOBaHKE MPOTHOCTHUUECKUX MOJENeH TeueHus 3aboseBaHMs. BbIsiBIeHHbIE
O0COOEHHOCTH BPOXAEHHOW M MOACHO-KOHEYHOCTHOW (POpM, BKIIIOUAs pa3iuyus B
NPEACTABICHHOCTH  TEHETHMYECKUX  BApUAHTOB,  TpeOylOT  AalibHeWIen
CUCTeMaTH3allud Ha 0oJiee MIMPOKUX KOroprax manueHtoB. Ocoboro BHUMaHMUS
3acIyXKUBaeT (PeHOMEH HECOOTBETCTBUSA MEXIy TUTIOM MyTanuii B reHe LAMA2 u
KJIIMHWYECKUMU IPOSIBICHUSMHU Yy OTACJIBbHBIX NALUEHTOB, B YACTHOCTH, TSXKEIBINA
deHoTUIT TpPU HAIUYUM JIBYX MHCCEHC BapuUaHTOB. OTO YKa3blBaeT Ha
HEO0OXOAMMOCTh TOMCKA MOJUPUIMPYIOMUX (PAKTOPOB — KaK F€HETUYECKHX, TaK
U CPENIOBBIX.

2. VYrnyOnéHHOoe U3y4YeHUE TMATOJIOTMM UEHTPAJIbHOM HEPBHOM CHCTEMBI.
BapunabenpHOCTh cTENEHM MOpakeHUs OEIOoro BEIIEeCTBa T'OJOBHOIO MO3ra,
HaJIMYME OSIUJENTUYECKUX NPHUCTYIIOB y YACTH MAlMEHTOB M pa3jivyvs B
BBIPDAXKEHHOCTH KOTHUTHBHBIX HApyLIEHUH NOAYEPKUBAIOT HEOOXOAMMOCTD

JanbHEHIIero  aHanm3a  [epeOpajbHBIX  MPOSIBJICHUM  MEPO3HHOIATHH.
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[lepcneKTHBHBIM HAIIPaBIECHUEM SIBIISICTCSA IPUMEHEHUE KOJIMYECTBEHHBIX METOI0B
MPT, cnekrpockonuu U Tpakrorpaduu, KOTOpbIE MO3BOJAT YTOUHUTH HMPUYUHBI
nedkonatuu. He MeHee BaXXHBIM MNPENCTABISAETCA pPACIIMPEHHAs OLIEHKA
IICUXUYECKOTO Pa3BUTHUSA, OINPEHCIICHHUsS YacCTOTHl PACCTPOMCTB AyTUCTUYECKOTO
CIIEKTPA, 3a/IEP/KEK PEUEBOr0 Pa3BUTHsI, KOTHUTUBHBIX HAPYIIEHU, B TOM YHCJIE BO
B3aMMOCBSI3H CO CTPYKTYPHBIMU HApPYUIEHUSIMHA I'OJIOBHOTO MO3ra U TEHOTHUIIOM.
3. UccnenoBanue cekTpa MyJIbTHCUCTEMHBIX HapylleHui. B HacToAmumii MOMEHT
OCTA€TC HESICHBIM, BXOIAT JIM HM3MEHEHHMS CO CTOPOHBI IIOYEK B CTPYKTYPY
3a00JIEBaHUsl WM SIBJSIIOTCS  CaMOCTOSITENIBHOM NATOJOTHEM Yy  OTAEIBHBIX
nanueHToB. Takke HeoOXOoAMMbI 0OoJjiee pacIIMpeHHbIE HCCIENOBAaHUS 10
KapIUAJIbHOW MATOJIOTMU MPU MEPO3UHONATUY C LIENBIO MIOUCKA OTBETA HA BOMPOC,
IIOYEMY Y OTACIBHBIX IAMEHTOB CEpPACYHbIC HAPYUICHHS  SIBIIIFOTCS
KU3ZHEYTPOKAIOIMMU U TPEOYIOIIMMHU CEPbE3HON CcHelU(pUUYECKON Teparuu, a y
JIPYTUX MPOTEKAIOT O€CCUMIITOMHO.
4. Ouenka kauecTBa XU3HU. [0 HACTOAIIErO BPEMEHU IPAKTUYECKH HE YIEIAI0Ch
BHHUMAaHMS OIIEHKE Ka4eCTBA KU3HHU NAIIUEHTOB C MEPO3UH-Ie(PUIIMTHON MBIIICYHON
muctpodueil. MccienoBanue 3Toro acnekra Mo3BOJIUTh KOMIUIEKCHO ONPEIEIUTh
BIUSIHAE 3a00JIEBaHMSI HA TMIOBCEIHEBHYIO JAEATENbHOCTh M 3()PEKTUBHOCTH
MPOBOJIMMBIX JIEYEOHO-PEAOMIIUTALIMOHHBIX MEPONPUATUH, YTO TaKXKEe HUMEET U
COLIMATIbLHO-D)KOHOMUYECKOE 3HAYCHUE.

B 1nenoMm Bce HampaBieHUs MO3BOJIAT YTOYHUTH MaToMopdojornyeckue
MEXaHU3Mbl 3a00JIEBAHMS, YIYUIIUTh CUCTEMY IUArHOCTHUKU W HAONIOJEHUS U
co3nath  (QyHAaMeHT i OyaylIuxX  TEparneBTHUYECKUX  BMEIIATENbCTB,

HaIpaBJICHHBIX Ha MOJIU(MUKAIMIO TEUYEHUS MEPO3UH-IECPUIMTHON MBIIIECYHON

TACTPOHUH.
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BbIBO/IbI

1. ITpu BMJI 1A ormeuaercs rpy0Oast 3a7ep>kka MOTOPHOTO Pa3BUTHS, TOJIbKO
8,0% mamuenToB xoaaT camoctostenasHo. [Tpu [TIKMJI P23 Bce marmuenTst (100%)
OCBaMBalOT OCHOBHBIC JBUTaTeIbHbIE HaBbIKU. [Ipu BpoXkIeHHOU (opme
npeobnamgaer auddysHas Meimeunas runorpodpus (98,9%), npu mosicHO-
KOHEUHOCTHOM — akcuanbHas (58,3%) u npokcumanbHas (33,3%).

2. OCHOBHBIMH TpOSIBJICHUSIMH u3MeHeHud co croponbl [[HC Obuiu:
neiikonatudyeckuid narrepH Ha MPT ronoBHoro mo3sra (95,2%), nmaronoruveckas
akTuBHOCTB Ha D3I (38,1%), snunencus (10,5%), Hapyienue nunremnekta (9,6%),
Majb(hopMali KOpbl TOJOBHOrO Mo3ra (6%), paccTpoOMCTBO ayTHCTUYECKOTO
cnektpa (3,5%). Cpeauuii Bo3pact 1e0r0Ta SMUIECNTUYECKUX MPUCTYIIOB COCTABUII
11,5 net; B 33,3% ciydaeB snunencust Obi1a (hapMaKkope3nuCTECHTHOM.

3. Ilpm wMepo3uHONATUU OTMEYAeTCs] MYJIbTUCUCTEMHOCTh IPOSIBICHUM,
OCHOBHBIMU SBJISIIOTCS: OEJIKOBO-3HEpreTuyeckas HenoctarouHocTh (81,2% BM/L
1A; 66,7% IIKMJI P23), ckommo3 (68,8% BMJ| 1A u 25,0% IIKMJ P23),
KOHTpakTypbl cyctaBoB (91,9% BMJ 1A u 85,7% IIKMJ P23), HOuHOE
anHod/runokcemust (37,8% tonbko npu BMJI 1A), ocreonenus (76,5% BM/I 1A u
50% TIKMJ P23). [Ipu BpoxkneHHON (QopMe OCIOXKHEHUS MaHU(PECTHUPYIOT B
OTPEICJICHHbIC CPOKHU: HAYAJIbHBIA CKOJMO3 U MHOKECTBEHHBIE KOHTPAKTYPhl — B
5-7 net, ckonmo3 IV crenern — B 12—15 net, HOYHAs TUTIOKCEMUS U IOTPEOHOCTH
B HUBJI — B 8 ner, HEoOXOIMMOCTh YCTAaHOBKM TacCTPOCTOMBI C IIEJIBIO
NpO(HUIAKTUKY aCIUpaluil WIK HYTPUTUBHOM nojaaep>kku — B 10 jer.

4. lns  obeux  ¢opMm  3abojeBaHus  XapakTEpPHBIM  JaOOPATOPHO-
WHCTPYMEHTAJIbHBIM ITPU3HAKOM SIBJISI€TCS MTOBbIIIeHHe akTUBHOCTH K®DK B mepBhIit
roj nocie aeo6rora (ceoime 1000 Ex/n) v nepBUYHO-MBIIICUHBIN TUIT TTOPAKEHUS.
[Tpu sTOM nmMerotes paznuuus B AaHHbIXx MPT meim: BMJ[ 1A xapaktepu3syercs
mudPy3HbIM MOpPAKEHHEM MBI HWKHUX KoHewyHocted, npu [IKMJ[ P23

MnopaxxacTcCsa MPCUMYIICCTBCHHO 3aHAA I'PYIITTIA MBIIIIT 6eﬂpa H T'OJICHU.
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5. YacTtbsle MHQEKINN HUKHUX JbIXaTEJIbHBIX TyTEH TOCTOBEPHO YBEINUNBAIOT
puck sneranpHOro ucxoaa (p=0,025). KnuauueckuMu npeIuKkTopaMu AOCTHKEHUS
amMOyJIaTOpHOTO cTaTyca SBJSIOTCS AeO0roT crapiie 4,5 MecsleB U OTCYTCTBHE
KOHTPaKTyp B cycTaBax A0 2,5 ner. Tull u JJIoKan3anus Kay3aTUBHBIX BADUAHTOB B
reie LAMAZ2 koppemupyroT ¢ dhopmoii 3aboneBanus: mis BMJ[ 1A xapakTepHb
HOHCEHC M BApUAHTHI CO CABUIOM paMku cuuThiBaHus B LG1-5 u LE-gomenax, s

[TKM/J] P23 — MucceHc u BapuaHThl ciiaiicunra B L4a, L4b u LN-n1omenax.

INPAKTUYECKHUE PEKOMEHJALIMN

1. 3anoa03pUTh JUAarHo3 MepO3uH-Ae(OUIUTHON MBIIIIEYHON TUCTPOPUU MOKHO
Ha OCHOBaHMM OCOOEHHOCTEHl (eHOoTHNa (BBITSIHYTOE JHIO, TUIOMUMUS,
o rampMonapes, MaKpOI0CCHs, PUTHIHOCTh TO3BOHOYHHUKA, PAHHUE KOHTPAKTYpPHI
B JIOKTEBBIX CyCTaBax) U J1a0OpPaTOPHO-UHCTPYMEHTAIbHBIX U3MEHEHHM (BBICOKUI
ypoBeHb akTuBHOCTH K@K, runepuHTeHCHBHBIN CUTHANI OT OEJIOr0 BEleCTBa Ha
T2-BU nio nanasiMm MPT ronoBHOro Mo3sra).

2. C yuerom vacto Bctpevaromeiics natosoruu LIHC npu Mmepo3nHomaTu Bcem
naieHTaM HeoOxonumo mpoBeneHne MPT ronoBHOro mosra Jjisi YTOUHEHHS
HaJIM4Msl  KOPKOBBIX  Malb(popMallvil; TakKe BpadyaM CleAyeT HUMETh
HAaCTOPOXXEHHOCTh [0 PAa3BUTHIO JIUJIENTUYECKUX IPUCTYIOB Y NALUEHTOB
HE3aBUCUMO OT HAJIUYHSI CTPYKTYPHBIX M3MEHEHHUI B TOJIOBHOM MO3T€.

3. [Tauuentam crapiie IByX JIET PEKOMEHIOBAHO MPOBEACHUE TECTHUPOBAHUS
MOTOPHBIX HaBBIKOB 10 mmkaie MFM-20 (mo 6 net) u MFM-32 (crapie 6 ner) ¢
LUEIbI0 OLEHKM JUHAMUKM  JBUTATENbHBIX  (DYHKIMIA W ONTUMHU3ALUHU
WHIUBUYyAIbHOM IPOrpaMMbl peabUINTalIUN.

4, HaGmrogenne  mammentoB ¢ MJIMJ[  7g0mKHO — OCYIIECTBISATHCS

MYJIbTUIUCUUIUIMHAPHON KOMAaHJOM CHELHUAIMCTOB, BKIIOYAIOIIMX HEBPOJOTa,
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opronena, IyJIbMOHOJIOTA, SHJIOKPUHOJOTA, JAUETOJOra, TacTPOIHTEPOJora,
KapJIM0JI0Ta, peaduInuToJIora.

5. ['eneTnyeckoe nccienoBaHue MPU NOAO3PEHUN HA MEPO3UHOIIATUIO CIELYET
HaunHath ¢ NGS-cexkBenupoBanus. B ciydae BBISIBICHHS TOJBKO OJHOTO
Kay3aTUBHOTO BapuaHTa B reHe LAMAZ u yBepeHHOCTH B JAMarHO3€ CJIETYIOIIUM
ATANOM JOJDKEH OBITh MOWCK MPOTSHKEHHBIX JENeUil/ IyrumKaui MerogoM XMA

i MLPA.
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ITPJIOXEHUE A. AnropuT™M AMarHOCTUKHU
BPOXKIACHHON (OPMBI  MEpO3UH-Ae(PUIIUTHOMI
MBIIIEYHOHN AUCTpOodun

YPOBEHb K®K

>1000 Ea/n B nepsble 2 roaa
YU3HW UAn nroboi nocne 2 net

3/IEKTPOHEMPOMMUOTIPA®UA

MWOreHHbIN YPOBEHb NOPaXKeHuA

MPT roJ1oOBHOIro MO3ra

Anroputm guardHoctuku BM/ 1A

HeoHaTtasibHas rMNOTOHUA + 3aAep’KKa
MOTOPHOrO Pa3BUTUSA

<1000 Ea/n B nepsbie 2 roga
KU3HU

Hopma naun gpyrmne nsmeHeHus

Nenkonatua c/6e3 cTPYKTYpPHbIX

HapylweHui y aeten ctapwe 1 roga

NGS CEKBEHUPOBAHUE

2 naToreHHbIX/BEPOATHO
NaToreHHbIX BapMaHTa B reHe
LAMAZ2

BanuauposaHue pedpepeHCHbIM
MeToA0M

™~

[ XMA nau MLPA ]

CNV BapuaHT

JlenKkonatuu HeT

1 naToreHHbI/BEPOATHO
naToreHHbl BApMaHT B reHe
LAMA2

/ OcobeHHOCTH peHoTMNA: \

-odTanbmonapes, NTos
-TMNOMUMMSA
-MaKporioccus
-BbITAHYTOE /IMLLO,
ponuxouedanus
-pPUrMAHOCTb MO3BOHOYHMKA

K—KOHTpaKTypr KPYMHbIX CYCTaBOB/

O )

NEPECMOTP

BapuaHTOoB B reHe LAMAZ2 n apyrmnx
MWOMNaTUI He 0BHApPYKEeHO

JVATHO3A

CNV BapuaHTOB He 06Hapy*KeHOo
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[MPUJIOXEHHUE b. Anroput™M AMarHOCTUKH Anroputm auarHoctuku NMKMA P23 / OcobeHHocTn peHoTHNA: \

MOSICHO-KOHEUYHOCTHOM MBIIIEYHOMN "‘f"pm"occ“ﬂ
CMMMOTOMbI MMONATUMN U/UAWN KOHTPAKTYPbI B -O@Ta/sibmonapes
puctpoduu tuna 23P / ' yf -ncesaorMnepTpodum
NNOKTEBbIX/rONEHOCTOMHbIX CyCTaBax A pTRP
-PUTMAHOCTb MO3BOHOYHMKA
-KOHTPaKTYpPbl SIOKTEBbIX U/UAN
YPOBEHb K®K

3/IEKTPOHEMPOMMUOTIPA®UA

MPT roJ1OBHOIro MO3ra

NGS CEKBEHUPOBAHUE

2 naToreHHbIx/BepoATHO 1 naToreHHbl/BepPOATHO
naToreHHbIX BapuaHTa B reHe NaTOreHHbIA BapMaHT B reHe

K r0/1IeHOCTOMNHbIX CyCTaBOB /

MNosbiweH HopmanbHbii

MwuoreHHbI YPOBEHb MOPAXKEHUSA Hopma unu apyrue nsmeHeHus

O )

NMEPECMOTP
Jleikonatus c/6e3 cTpyKTypHbIX

HapyLleHnM

Jlenkonatum HeT OWATHO3A

BapuaHToB B reHe LAMA2 v apyrux

MMUONaTUiA He obHapyKeHO
LAMAZ2 LAMAZ2

BanupguposaHue pedpepeHCHbIM [ XMA nan MLPA ]

MeToA0M

\ CNV BapuaHT
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