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BpoxzaeHHble MbileyHble auctpodun (BML) — KpaiHe reteporeHHas rpyrna HepBHO-MbILLIEYHbIX 3aboieBaHui. B cta-
The MpeacTaB/ieHbl 06lUMe CBEAEHUS O KIMHUYECKUX M MaTOreHeTUYEeCKUX acrektax AuarHoctuku BM/ ¢ aKuyeHTom
Ha o4Hy U3 Haubosiee pacrpocTpaHeHHbIX GOPM C MOParKeHUEM HEPBHOM CUCTEMbI — MEPO3UHAEDULNTHON BPOIKAEH-
Ho¥ MbiweyHou auctpopun (BMA1A). [aHo nogpobHoe onucaHue KIAMHUYECKON KapTuHbl BM/1A, natoreHesa, anu-
JeMHOJIOrMYECKUX CBEAEHUH, OAXO0A0B K MHCTPYMEHTa/IbHOU, MOP®OJIOrMYECKON U MOJIEKYISIPHO-rEHETUYECKON Ana-
FHOCTUKE, a TaKXe CUMMTOMaTUYECKOMY JIEHEHWUIO WU MpeHaTtaslbHON AMarHOCTUKe. Y4uTbiBas e€AUMHUYHbIE OMUCaHUs
reHeTUYeCKU NOATBEPIKAECHHbIX KIMHUYECKUX cay4aeB BM/1A B pyccKos3bIYHOM auTepaTtype, npeacraBisemM cO6CTBEHHOE
3-netHee HabnwgeHWe pebeHKa C reHeTUYECKW MOATBEePKAEHHbIM auarHo3om BMALA (mytaumm c¢.2049_2050delAG
n c.6993-2A > C reHa LAMA2 B KomnayHA-retepo3uroTHOM COCTOsIHMM). [TpuBoanTCS AeTasbHOEe 06CYKAEeHNEe OnuchbiBae-
MOro c/y4asi, CornocTaB/€HUe C pe3yibTaTaMn COBPEMEHHbIX 3apyBeKHbIX U 0TeYECTBEHHbIX HabaoaeHnn BM/A1A y peten.
Haetca npeactasneHne o andeperHumnanbHon anarHoctuke BM/AL1A B CTpyKType ApPYrux BPOMKAEHHbIX MUOAUCTPODUH,
ONTUMM3aALMNU MOJIEKYSIIPHO-TrEHETUYECKOMN ANArHOCTHUKM.

KnioyeBbie cnoBa: BpOXXAEHHAsh MbIleYHas AMCTPOOUS, MEPO3UHAEPULIMTHAS BPOIKAEHHas Mbilue4yHas ANCTPOOUS,
BM/A1A, mepo3uH, LAMA2, cuHApOoM BsiIOro pebeHKa, MMornaTtnn, 31eKTPOMHUorpapus, MarHUTHO-pe30oHaHcHasi ToMmorpa-
dus, 6uorcus Moy, KpeatuHochoKnHasa, HepPBHO-MbILLEYHbIEe 3a60/1€BaHMS.

(MeanatpuyecKkas papmarosorns. 2014; 11 (4): 81-87)

BBEJEHME HOM OMDPY3HON MbIWEYHOM TUMNOTOHMEW M MPU3HaAKaMM

[oa TEPMUHOM «BPOXKAEHHbIE MbIlIEYHbIE ANCTPODUN» HecneumMPryeckoro MMoOAMCTPODMUYECKOro npoLecca npu
(BM/1) nogpasymeBatoT Ype3BblHaNHO reTeporeHHyto rpyn- TMCTO/IOMMYECKOM UCCIEA0BaHUMU MbllEYHOro GuonTara.
ny HeMpoMbIleYHbIX 3ab0NeBaHUN, XapaKTepMU3YIoLLMXCS Ewe HecKoNbKO AecCATUIEeTUM Hal3ad BPOXKAEHHbIE
BPOXAEHHBbIM WM OYEHb PaHHMM HayasioM, BblIpaXKeH- MbllWeYHble AUCTPODOUN MPEeAcTaBAsSNIM HaCTOSILLYO Auar-
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Merosin-Deficient Congenital Muscular Dystrophy (CMD1A):
Clinical Case of Congenital Muscular Dystrophy Involving
Central Nervous System

Congenital muscular dystrophies (CMDs) are an extremely heterogenous group of neuromuscular diseases. The article presents the
general information on clinical and pathogenetic aspects of CMD diagnosis with emphasis on one of the most common forms of nervous
system disturbances — merosin-deficient congenital muscular dystrophy (CMD1A). The authors describe clinical pattern of CMD1A,
pathogenesis, epidemiological data, approaches to instrumental, morphological and molecular genetic diagnosis, as well as symptomatic
treatment and prenatal diagnosis in detail. As long as there are few genetically confirmed clinical cases of CMD1A described in the publications
written in Russian, the authors present their 3-year-long follow-up of a child with genetically confirmed diagnosis of CMD1A (mutations
€.2049_2050delAG and ¢.6993-2A > C of gene LAMA2 [compound heterozygous state]). The article presents a detailed discussion of the
described case, comparison with results of recent foreign and Russian observational studies of CMD1A in children. It also contains information
on differential diagnosis of CMD1A in the structure of other congenital myodystrophies and optimization of molecular genetic diagnosis.
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(Pediatricheskaya farmakologiya — Pediatric pharmacology. 2014; 11 (4): 81-87)
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HOCTMYECKYIO FOfIOBOSIOMKY ANS AETCKMUX HEBPONIOrOB, reHe-
TUKOB W neguatpoB. BM/l Tepsanucb B CMELWEHUU APYrux
HacneACTBEHHbIX 3aboneBaHW HEMPOMOTOPHOro annapa-
Ta, CKpblBasicb MoA onucaTefibHbIMW TEPMUHAMMU «BSSbIN
pebeHOK» U «CUHAPOM AUDODY3HOM MbIWEYHON TMMOTOHUMY,
MauneHTtol ¢ BM/L nonyy4anu 1, K coxkaneHuto, NpoaosKatoT
nonyyatb JiedeHrne Mno MoBOAy «MepuHaTallbHOro MOBPEXK-
neHuns LUHC», «aToHMYyecku-actatMyeckon GopMbl AETCKO-
ro uepebpanbHOro napanuyar», «MHTpPaHaTalbHOW TpaBMbI
CMUHHOIO MO3ra» N1M60o 6onee cneundruyecKmx, Ho He meHee
[aneKnx oT UCTUHbI ANarHo30B U CUHAPOMOB.

C BHeApeHMEM B K/IMHMYECKYID MPaKTUKYy W coBep-
LWUEHCTBOBAHNEM MONEKYNSAPHO-FEHETUYECKNX, MOpPdOSO-
TMYECKUX, MMMYHOTMCTOXMMUYECKUX U MHCTPYMEHTANbHbIX
MEeTOAOB AMAarHOCTMKM MOsiBUAACb BO3MOXHOCTb PaHHEro
BbISIBIEHUS, NOAPOGHOr0 M3ydYeHus, NPOUNaKTUKM U IKC-
nepuUMeHTaNbHbIX MOMbITOK KOPPEKLIMK ITUX PEAKMX U rNy6O-
KOWHBaNMAM3npyoLWmx 3a6oneBaHnin.

M3HavanbHO BM/ noapasgensnM Ha «4UCTble» MMUO-
oncTpodmn — 6e3 KIMHUYECKUX MNPU3HAKOB BOBNeYe-
HUS LeHTpanbHOW HepBHOW cucteMbl (LLHC), 1 mbiwe4vHo-
uepebpanbHble CUHAPOMbI. TaKOM NOAXOA MO-MpPEXKHEeMY
Ba)XeH npu npoBegeHnn anddepeHunanbHO-AnarHoCcTu-
YEeCKOro KAMHMYecKoro noucka. OAHaKo, C OTKPbITMEM
MOJIEKYNIIPHBIX M FeHEeTUYeCKnx acnexktos BM/, yctaHoB-
neHnem cybcTpaTa nopaxKeHus (dKCTpauenTtonapHbIn
MaTpUKc, 6as3anbHas mMembpaHa W capKonemma, 3HAO-
nnasMaTU4YecKUmn peTUKyNyMm, saepHas 060104Ka, MUTOXOH-
OPUK, a-AUCTPOrNMKaH) Knaccudukauna BM/ npeTtepnena
CyLLECTBEHHblE M3MEHEeHUs. B HacTosee BpeMsi U3BECTHO
26 reHoB, OTBETCTBEHHbIX 3a pa3BUTME 3TUX 3aboneBa-
HuW [1]. BonbwnHcTBO BM/ HacneagytoTcs No ayTOCOMHO-
peueccuBHOMYy Tuny. Hanbonee 3Hauyumble rpynnbl BM
CBSi3aHbl C MyTaUMUAMKU reHoB KonnareHa VI (reHbl COLGAL,
COL6A2, COL6A3), pucTpornMkaHonaTUaMK (4acTble reHbl:
POMT1, POMT2, POMGnT1, ISPD, FKRP, FKTN, LARGE
W 4p.), TEHOM a-NaMUHKUHa (Mepo3unHa) LAMA2.

Mepsoin dopmon BM/, oxapaKTepu3oBaHHOM C TOYKM
3peHust natonormyeckoro 6enKka, a 3aTeM U OTBETCTBEHHO-
ro reHa, ctana Mepo3nHaedULUNTHASA BPOXKAEHHASA MbllleY-
Has auctpoduma (BMALA), BnepBble NOAPOOHO onucaHHas
B 1994 r., 4yTO, N0-BNANUMOMY, 6b1S10 06YCIOBEHO €€ YacTom
BCTPEYaAEMOCTbIO cpean WAEHTUOULMPOBAHHLIX Cly4YaeB
BM/, (a0 30-40% B eBponencKon nonynsaunmm Ha MOMEHT
OMnucaHusl) N XapaKTepPHOW KIMHMUYECKOW KapTuHou [2, 3].
[locToBepHass pacnpocTpaHEHHOCTb AAHHOW NaToNoruu,
no-npexHemy, Hem3BecTHa. o coBpeMeHHbIM 3NUAEMUO-
Nornyecknm gaHHoiM, BM1A 3aHuMaeT 3-e MecTo cpe-
on Bcex BM/, pacnpocCTpaHeHHOCTb KOTOPbIX, B CBOIO
o4yepeab, coctaBnget ot 0,68 go 2,5 Ha 100000 [4-T7].
B Poccuu nepsble HabnwgeHnsa nauneHtos ¢ BM/, oTHo-
cATea K Hadvany 1990-x rr. [8—10] 1 nocBsWweHbl NpenmMy-
LEeCTBEHHO KIMHMYECKOMY OMMCAHUIO CNy4aeB COYETaHHO-
ro nopaxKeHus OnopHO-ABMUraTelbHONW U HEPBHOW CUCTEM.
OaHaKo, nepBble POCCUNUCKNE TEHETUYECKU NOATBEPKAEH-
Hble HabnogeHna BMA1A 6b11n nogpo6HO onurcaHbl N1llb
B 2010 r.[11, 12].

PacnpocTtpaHeHHOCTb JaHHOW NaToNorMmn B HalWen cTpa-
He, No-BMAMMOMY, He yCTynaeT 3apybexHbiM noKasaTensim.
Mpo6nemon ocTtaeTcs OCBEAOMEHHOCTb LWMPOKOro Kpyra
Bpayen, HaCTOPOXKEHHOCTb MO OTHoWweHUo K BM/J. Hepeako
BbIIBIeHME MNPU3HAKOB MopaxeHus 6enoro BelecTBa
rOfIOBHOIO MO3ra no AaHHbIM MarHUTHO-PE30HAHCHOW TOMO-
rpadum (MPT) B xoae anddepeHumanbHO-AMarHOCTUYECKOro
noucKa y «Banoro» pebeHKa ¢ NoBbIlUEHHBIM YPOBHEM Kpea-
TMHdOCHOKUHa3bl (KPK) B nnasme KpoBM HanpaBnseT Bpa-
4Yern Mo NIOKHOMY MYTU NMOUCKa NeNKoanucTpodUn nan nepu-

HaTanbHOM MaTONOrMKU, B TO BPEMS KaK 3HAHWE KIIOYEBbIX
cumntomoB BM/, nNo3BOAMT He TONbKO 3anofo3puTb AaH-
HYIO MaTONOrM0, HO U KIMHWYECKU NpeaBapuTeNbHO Bblae-
NTb Hanbonee BEPOSATHLIA €e TWUM, YTO 3HAYUTENbHO CY3UT
1 06NErynT NOCNEayoLLY0 MONEKYNSPHO-TEHETUYECKYIO ANa-
FHOCTUKY M AacT ceMbe pebeHKa LaHC Ha npeHaTanbHYyto
[AMarHoCTUKy Npu Nocneayowem AETOPOXKAEHUHN.

B HacToslee BpeMs B POCCUMCKOM Hay4YHOW nutepartype
HaMW HangeHo Nuwb 1 onucaHue 3 KIMHUYECKUX ClyYyaeB
noaresepxaeHHon BMA1A [11], 4To, NO-BMAUMOMY, CBA3AHO
C O6bEKTUBHLIMWU 3KOHOMMWYECKUMM TPYAHOCTAMMU MOSEKY-
NAPHO-FEHETUYECKOrO MOATBEPIKAEHUS AAHHOIO AMarHo3a,
OTCYTCTBMEM LUMPOKOro pacnpocTpaHEHNUS MbllLEYHON Buon-
CUW C UMMYHOTMCTOXMMMUYECKUM UCCNEeLOBaHUEM B Hallewn
CcTpaHe. B cBA3KW ¢ aTUM NpuMBOAUM COBCTBEHHOE 3-neTHee
KIMHWYECKOoe HabnlofeHne NauMeHTKU ¢ reHeTUYecKn noa-
TBEPXKAEHHbIM AnarHo3om BM1A, Ha npumepe KOToOporo
6yayT noapo6HO pa3obpaHbl xapaKTepHble CUMMATOMbI, NOa-
XOAbl K AMAarHOCTUKE U CUMMNTOMAaTMYECKOM Tepanum JaHHOro
3a6oneBaHna — TUNUYHOIO NPUMEPa BPOXKAEHHbIX MblLLEY-
HbIX AUCTPOPUA C BOBNEYEHMEM LEHTPANbHON HEPBHOWM
CUCTEMDI.

KNIUHUYECKHUIA NPUMEP

MauuneHTka M. BnepBble noctynuna B PrbHY HU3A
B Bo3pacTe 1 roga ¢ »xanob6amu Ha 3afepKy MOTOPHOro
pa3BuUTUS (C TPYAOM YAEPKMBAET rON0OBY, HE MepeBopaynBa-
€TCA), CHMKEHUE MbIlEYHOro TOHyca M CWibl, AedopmaLuio
rPYAHOM KAETKW, KOHTPaAKTYypbl KOMEHHbIX U FOIEHOCTOMHbIX
CyCTaBOB.

N3 aHamHe3a: pebeHOK OT 340poBoM MaTtepu 28 ner,
3-i 6epeMeHHOCTU (1-9 — AeBOYKa OT Apyroro oTtua, 340-
poBa; 2-9 — WCKYCCTBEHHOE MpepbiBaHWE), NpOoTEKaBLIEN
Ha ¢OHe TOKCWMKO3a B | TpumecTpe, yrpo3bl npepbiBaHUA
Ha 5—-6-M Hed, OCTPOM PEeCcnUpPaTopHOW BUMPYCHOW MHOEK-
LuMn, mHorosoaus. Bo Bpemst 6epeMeHHOCTU MaTb oTMeYana
YAOBNETBOPUTENBbHOE LieBeneHne nnoaa. lpeHaTanbHble
CKPUHWUHIM He BbISBMAWM MnaTonoruu. Poabl BTOpble, camo-
cTosTeNbHbIE, CPOYHble, B Ta30BOM npeanexaHunn. Macca
npu poxaeHun 3150 r, poct 51 cM, OLEHKa MO LWKane
APGAR 7/8 6annoB. llocne poxaeHus oTMeyanacb AU®-
dy3Has Mblle4yHas rMNOTOHUS C BOBJEYEHMEM NMLLEBOM
MYCKynaTypbl, cnabbli KpPUK, CHUMKEHWEe pedeKcoB HOBO-
POXKAEHHOrO, KunesuaHas gedopmaums rpyaHOW KIETKM,
[BYCTOPOHHSAS KOCOManoCTb — 3KBWHOBapyCcHasi yCTaHOB-
Ka cton. C 1-x CyT XWM3HMU Haxounacb Ha BbIXarKMBaHWK
B peaHuMMaLuKn, B TedyeHne 1,5 cyT — Ha MCKYCCTBEHHOWM
BEHTUNAUMN Nerkux. llpun HenpocoHorpamme Ha 2-e cyT
KWU3HW: YMEPEHHOE MOBbIWEHWE 3XOrE€HHOCTU MNapPeHXMMbI
rONOBHOr0 MO3ra. BeinucaHa U3 poaaoma Ha 2-i Hef *KU3HU
C avarHosom: «[lepuHaTanbHOE MOBpPEXAEeHWe LeHTpab-
HOM HEPBHOM cUCTEMbI». [TpOPUNAKTUYECKYID BaKLMHALMIO
(BLUXK, renatut B) nepeHecna 6e3 OCNOXKHEHUN.

Mpn HabngeHUM HEBPONOroM MO MECTY MKUTeNbCTBa
[0 1 rofa oTMeYasncb BblParKEHHOE CHUXEHWE MbILLEYHOMO
TOHyCa, OTCYTCTBME CYXOXWNbHbIX pedneKcoB, 3ageprKka
MOTOPHOIO Pa3BWTWA: FONOBY Hayana HEenpoAOIKUTENbHO
yaepxuBaTb ¢ 6 Mec, CMAETb Y onopbl ¢ 8 Mec (caMocTosATE b-
HO He caaunach), He nepeBopayvMBanach. IHTenneKTyanbHoe
pa3BuTMe He cTpagano. C poXAeHUS Ha WCKYCCTBEH-
HOM BCKapM/MBaHWMM B CBSA3M CO C1abOCTbI COCaHMS.
MpoBoannncb NOBTOPHbIE KypCbl HOOTPOMHOM, COCYAMUCTOW,
MeTabo/IM4eCKOM Tepanuu, KOPPEKLUsS KoconanocTu aTan-
HbIMW FUMCOBbLIMW NOBA3KamMu — 6€3 3Ha4numoro addekTa.
K 1 rogy cdopmupoBanucb crubaTesibHble KOHTPaKTypbl
KOJIEHHbIX CYCTaBOB, BbIiIBeHa AMCNIa3uns Ta306edpeHHbIX
CyCTaBOB.



B 4,5 mec BnepBble KOHCYyNbTMpPOBaHa rEHETUKOM.
B pogocnoBHoM cnyv4aeB HEPBHO-MbIWEYHbIX 3a60eBaHuM
He BbISBAEHO. lpn MONEKYNAPHO-FEHETUYECKOM WUCCNeao-
BaHWW UCKJIKOYEHA CMMHaNbHas MbllleyHas aTpodusa. B 6mo-
XMMUYECKOM aHaNnn3e KPOoBW BbIBAEHO MoBbilleHne KPK
no 2118 Ea/n (npu Hopme 24-170 Ea/n). MNpu npoBeaeHum
NOBEPXHOCTHOW aneKkTpomuorpadum (AMI) «nonyvyeH KpanHe
HU3KOaMMIUTYAHbIN OTBET». [ANa AanbHENIeNn ANarHOCTUKHK
HanpaBneHa B PIrBHY HU3A.

lpu noctynneHnn (Bo3pact 1 roa): TeNOCNOKEeHUe Hop-
MOCTEHMYECKOE, BblpaxeHHas anddy3Haa mMblleyHas rmmno-
TOHUSA, cnaboCTb aKCWanbHOM MYCKynaTypbl, MpPOKCUMasb-
HbIX MbILIL, KOHEeYHOoCTeN, nuua. KuneemagHaa gedopmauus
TPYAHOM KNETKM, KOHTPAKTYPbl KONEHHbIX U FONEHOCTOMHbIX
cycTtaBoB (puc. 1).

B rcrnxoHeBPOIOrn4ecKom cratyce: B CO3HaHWUU, MEHUH-
reafibHblX M 06LWEMO3roBbIX CUMNTOMOB HeT. OXOTHO BCTyna-
€T B [M1a3HOW W TaKTUIbHbIA KOHTaKT, y/iblbaeTcs, cmeeTcs.
MNMoHnmaeT obpallleHHyo peyb B npegenax 3HakOMbIX CUTya-
umn, rosoput Ao 20 npocTbix cnoB. Peyb Tuxas. Annsonos
CyAopor He 0TMeYanoch.

YepenHble HepBbl: 3amnaxuv 4YyBCTBYET, 3peHWe npea-
METHOE, C/IEKEHWE OTYETIMBOE. 3pPayKkn OKpPYrIon Gopmbl,
npsiMas M COAPYXECTBEHHas peaKuus Ha CBeT B HOpMe.
[Na3Hble Wennm CUMMETPUYHbIE, ABUKEHUS a3 B MOMHOM
obbeMe. Huctarma Het. TOYKM BbIxoda BETBEN TPOMHUYHOMO
HepBa 6e360ne3HeHHbIe. JINLO FTMNOMUMUYHOE, CUMMETPUY-
HOE CHUXEHME TOHYCa NNLLEBON MYCKyNnaTypbl, MPUOTKPbLITLIN
poT, cnabocTb KeBaHUsA. CnyX He CHUXKEH. A3bIK, A3bl4OK
He6HbIK (uvula) — no cpeaHen AUHUK. HEeBHO-IMOTOYHbIN
pedneKc XWBOW, CUMMETPUYHbIK. [onoc Tuxmn. [noTaHue
He HapyLeHo.

[BuratenbHas cdepa: HENPOAOIKUTENBHO YAEPKUBA-
€T rofioBy B BEPTUKANbHOM MOMOMKEHUN, CaMOCTOATENbHO
He nepeBOpaYMBaETCSs; NOCaXKEHHas, CUAUT TObKO C OMo-
pou, HeycTon4MBoO. Jlexka Ha XUBOTe, rofIoBY HE NOAHUMAET,
PYYKM U3-Mog cebs AocTaTb HE MOMKET, HE NpobyeT NoN3Tu.
Mpu Tpakumm 3a PyKU He rpynnupyetcs (puc. 2). ToHyc
MblWL, AMPPY3HO CHUXKEH. MblllevyHas cuna CHUMXKEHa CUM-
METPUYHO: 10 3 6annN0B B AUCTalNbHbIX OTAENaX KOHEYHOCTEN,
[0 2 6annoB B NPOKCUMasbHbIX OTAEeNaX KOHEYHOCTEN, Nos-
cax KOHeYyHoCTeW, akcnanbHoW MycKynatype. CyxoXunbHble
M 6ploWHblIe pedneKcbl He Bbi3biBaOTCA. [aToNOrMyeckux
pedneKcoB HeT.

YyBCTBUTENbHOCTb COXpaHeHa. Ta3oBble GYHKLUUU: Nepu-
depuryeckne — He HapylleHbl, LeHTpanbHble — B CTaauu
dopmupoBaHus.

lpu obcnegoBaHn B GUOXMMMHYECKOM aHasnm3e KpOBU:
nosbiweHne KOK no 1561 Ea/n, ACT 74 Ea/n; ANT 71 En/n.
YpoBeHb NaKtaTa KpoBu HaTtolak 3,8 mmosb/n (Mpu Hopme
[0 2,2 Mmonb/n). TaHaeMHas Macc-CNeKTpPoOMETPUS (CNeKTp
auUNKapHUTUHOB, aMUHOKMCIIOT KPOBKU) — 6€3 NaTo/IoOr1K.

lpn OMI: uronpe4aTor — MPU3HaAKU NEePBUYHO-MbILLEY-
HOIO MOpPaXKeHUs (CHUMKEHME cpeaHen OANUTENbHOCTU W
aMnAnTyabl NOTEHUMANoB AENCTBUSA ABUraTeNbHbIX €AnHULL)
B COYETAHUM C HANMYMEM MUHUMASbHOM CMOHTAHHOM aKTUB-
HOCTW MbILWEYHbIX BOSIOKOH B NOKOE (€ANHMUYHbIE MOTEHLManbI
GUOPUANALMIA, NOSIOKUTENBbHBIE OCTPbIE BOJHbI); CTUMY/SALM-
OHHOM — CKOPOCTW NpoBeaeHus no o6oum 6onbliebepLo-
BbIM HEPBAM Ha HWXXHEWN rpaHuLLe BO3PACTHOM HOPMBbI.

lpu MPT ronoBHoro moasra: ycunenHuwe MP-curHana ot
NEPUBEHTPUKYNSPHOIO M MOAKOPKOBOro 6e10ro BelecTsa
ro/IOBHOro mo3ra (puc. 3).

lpn BUAEO3NEKTPOIHUEDasorpaMMme [HEBHOIO CHa:
ocnabfieHne MexX30HanbHON ANDPEPEHLMPOBKU U CHU-
YEHWEe WHAEeKca COHHbIX BepeTeH. [AnddysHoe ycuneHue
BbICOKOYaCTOTHOM 6GeTa-aKTMBHOCTU. B no6GHo-nepegHe-

Puc. 1. MauwneHTKa M., 1 roa. Auddy3Haa MbillevHas rMnoTOHNUS,
cnabocCTb MLEBOM MYCKyNaTyphbl, KWneBuaHaa gedopmauus rpyaHon
KNETKKU, KOHTPaKTYPbl KONEHHbIX U FONIEHOCTOMNHbIX CYyCTaBOB

Puc. 2. NMauuerTka M., 1 roa. Cna6ocTb akcHanbHON MyCKynaTypbl
npu TPaKLMOHHOM npobe

Puc. 3. MarHuTHo-pe3oHaHCcHas Tomorpadus ronoBHOro
Mo3ra nauueHTku ., 1 roa. YeuneHune MP-curHana
OT NEPVBEHTPUKYIAPHOIO U NMOAKOPKOBOro 6e/10ro BellecTsa
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Puc. 4. NaumneHtka M., 3 roga. Bo3amMoXHOCTb cuaeTb
CaMOCTOATENBHO NpU coxpaHsiolencs AMddYy3HON MbllLEeYHOM
FMMOTOHWMK U CNabocTv (HeyCTOMYMBOE yAepaHWe ronoBsbl,
HEBO3MOXHOCTb COrHYTb LLE0 MPK 3anpPOKUHYTOM rosoBe)

LeHTpanbHO-NepeLHEBUCOYHbBIX OTAenax: Yactble noandas-
Hble 3a0CTpeHHble anbda-TeTa-noTeHumanbl U BCMbILWKK
NOAUMOPGOHON aKTUBHOCTU. Mpn3HaKKM AUCHYHKLMUKU (He3pe-
JIOCTU) KOPKOBO-NMOAKOPKOBLIX B3aUMOAENCTBUN, AUCOHYHK-
LMK, pasgparkeHns anaHuedanbHblX CTPYKTYP.

Mpu peHTreHorpagun Ta306e4pPeHHbIX CyCTaBOB: NPU-
3HaKKW gMcnnasun npaBoro Ta3obeipeHHoro cycrasa.

YnbTpa3ByKoBoe MUccae[oBaHUE OpraHoB O6PIOLWHON
noaocTH, cepaua, novyex: 6e3 NpU3HaKoB NaToNormnu.

Pe6eHoK KoHcynbTMpoBaH JIOP-Bpayom, OKyIMCTOM —
NaToNorMn He BbISIBAEHO; CKPUHMHE Cllyxa — HopMa.

Y4uTbiBasi XapaKTepHY0 KIMHUYECKYIO KapTUHY (CUHAPOM
INOPY3HON MbIEYHOW TUMOTOHUW, BPOXKAEHHbIE KOHTPaK-
TYPbl FONEHOCTOMHbIX CYyCTaBOB, GOPMUPOBAHNE KOHTPAKTYP
KOJIEHHbIX CYCTaBOB, 3aAePKKY MOTOPHOIO Pa3BUTUS, OTCYT-
CTBME 04aroBOW HEBPOIOrMYECKON CUMMNTOMaTUKK U HapyLle-
HWW UHTENNIEKTYaNbHOIr0 Pa3BUTUS) U JaHHbIE UCCNefOoBaHUM
(3HauuTenbHoe nosbiweHne KPK Kposu, nopaxeHue 6enoro
BellecTBa rosoBHOro mMo3ra no gaHHbiMm MPT, nepBuyHO-
MbILLIEYHbIA XapaKTep M3MeHeHun Ha IMI), 3anoao3peH
OnarHo3 Mepo3nHaedUUUTHOM BPOXKAEHHON MbIlLEYHOW AMUC-
Tpoduu. JnarHo3 NoATBEPKAEH MONEKYNAPHO-TEHETUYECKM:
MEeToAO0M MPSAMOro aBTOMaTUYECKOro CeKBEHMPOBaAHMUSA Npo-
BefeHo uccneposaHue reHa LAMA2. B ak3oHax 14 1 50 o6Ha-
pyeHbl MyTauum ¢.2049_2050delAG n ¢c.6993-2A > C
B KOMMayHA-reTepo3nMroTHOM COCTOSIHMKW. Bbuoncus MblwLbl
He npoBoAunach.

Y4uTblBas OTCYTCTBME Ha CErOAHSAWHMM AeHb naTore-
HeTn4yeckon Tepanun BML1A, pebeHOK nonyyaeTt perynsap-
HOe CMMMNTOMaTU4YecKoe fleyeHne Mno MeCTy XKMUTenbcTBa
“ B Hay4HOM LleHTpe 340pOoBbS AETEN: Maccax, ne4yebHyto
GUIKYNbTYPY, PU3MOTEPANEBTUYECKOE fleYeHUe, Hanpas-
NIEHHOE Ha YNy4lleHUne MUKPOLMPKYNALMK B MblliLax, npo-
GuUNaKTMKy KOHTpaKTyp. Mo HazHayvyeHuto opTonesa AeBOM-
Ka HOCMT HOYHble TYTOPbl Ha FOIEHOCTOMHbIE W KOMEHHble
CyCTaBbl, OPTONEeANYECKYlo 06YBb 40 YPOBHS cpeaHen TpeTu
roneHen — B AHeBHOe Bpems. PebeHoK obecrieyeH UHAK-
BUAyaNbHbIM KpPEcnoM AN nepemeleHnss B NoMeLLeHnax
M Ha ynuue C NOAAEPIKKOW CMUHbl M F0N0Bbl, GOKOBbLIMU
onopamu. PebGeHKy Takxe 6blna npeanpuHaTa NoBTOpHas
NOMbITKa 3TanHOM MMNCOBON KOPPEKLMN KOHTPAKTYP rofleHo-

CTOMHbIX U KOMEHHbIX CYCTaBOB, HE3HAYUTENLHO 3aMeaNnB-
lasa nporpeccupoBaHue gedopmMaLmm.

MeankameHTo3Has Tepanus 6blia npeacTaBieHa Kypca-
MU YepeaylLmnxcs dHepProTponHblX NpenapaTos, BKYato-
WKX L-KapHUTKUH, KO3H3MM Q10, GHTapHYO 1 IMMOHHYIO KKUC-
10Ty, BUTaMuHbI rpynnbl B B dopmax ans napeHTepanbHoOro
W 3HTEPaNbHOro BBEAEHMS B PA3/IMYHbIX KOMOUHALIMAX.

llpy KOHTPO/ILHOM OCMOTPE B 3 roga: He3HayuTenbHas
3aflepXKa pevyeBoro pas3BUTUS MNPU HOPMANbHOM WHTEN-
NeKTyanlbHOM Pa3BUTUK; OTCYTCTBME NATOSIOMMU CO CTOPOHbI
BHYTPEHHWX OPraHoOB; HE3HAYUTENbHOE YBEINYEHNE 06beMa
[ABUraTe/bHbIX HaBbIKOB (MOXET HENPOLOMKUTENbHOE Bpe-
MS CMAETb CaMOCTOATENbHO, NydLle KYeT) NPU COXPaHEeHUH
IO PY3HON MbllLEYHOW FTMMOTOHMMK, CNabOoCTU, NPOrpPeccupo-
BaHWW KOHTPAKTYP B KOJIEHHbIX U FOIEHOCTOMHbIX CyCTaBax;
dopmMUpOBaHME KOHTPAKTYp B JIOKTEBLIX CycTaBax (puc. 4).
YpoBeHb KOK cHuaunca go 955 Ea/n.

OBCYXAEHME

O6wue cBefeHUs 0 Mepo3uHaAEePULIUTHON

BPOXAEHHOW MbILLE4YHON gucTpodpumn

MeposnHgedumumTHas BpOXAeHHasa MbllleyHas AUCTpo-
¢duna 1A tuna (BM1A) — ayTOCOMHO-pPELLECCUBHO Hachne-
ayemMoe HepBHO-MblWeYHoe 3aboneBaHne, 06yCnoB/IEHHOE
MyTaLMnen reHa, KoaAMPYIOLLEro a,-Lenb naMUHUHa (Mepo-
3nH) — LAMA2; xapaKTepu3syeTcs BbISBASEMbIMU MpU
POXOEHUWN UK B TE€YEHUE NePBbIX 6 MeC XU3HU AUdPy3-
HOW MbILLIEYHOM TMNOTOHUEN, CNABOCTbIO MbILUL, TyI0BMLLA,
nnua 1 NpoKCcMMasbHbIX OTAEN0B KOHEYHOCTEN, 3a4EPKKOM
MOTOPHOIO Pa3BUTUS, KOHTPAKTypamMu B KPYMHbIX CycTa-
Bax, MoBbllleHMeM ypoBHA K®PK, a Takke noparkeHuem
6enoro BelWecTBa roNoBHOr0 mMoara (No gaHHbiM KT mnu
MPT) 6e3 conyTCTBYIOLEN 3aAEPKKU MHTENSIEKTYabHOIO
paszsutua [13].

Anugemunonornsa. MeposnHaedpuumTHas BPOXKAEHHaAN
MbilleYyHas aAUCTpodusa peaKko BCTpevaeTcs B cTpaHax A3uu,
Torda Kak B EBpone M AmMepuKe Ha ee Ao MPUXoauT-
cs okono 10% Bcex naeHTMdPUUMpPOBaHHbIX cnyd4aeB BM/.
Mpeaononaraemas cpenHas 4dactota BM[L1A coctaBnser
1 Ha 7 MAH HaceneHus [1].

3tnonornsa n naroreHes. [eH mepo3unHa (LAMA2) pac-
NOMIOXEeH Ha AIMHHOM Mevye XpPoMocOoMbl 6 (6022-q23)
N coaepXuT 65 3k30HOB [14]. B HacTosllee Bpemsa Onu-
caHo 6onee 370 wmytaumnm LAMA2. Haubonee 4acTbl
geneumMnm v MmyTauuu, npuBogslwme K 06pa3oBaHuMio
CcTON-KoAoHa. MwucceHe-MyTauuMn “  aynavkauumv peaku
(http://www.lovd.nl/LAMA2). benok Mepo3nH — 3To reTe-
poTpUMeEp, COCTOALWMM U3 Tpex CyObeanHuu: o, (Koaupye-
masg redHom LAMA2), Bl w y1; cooepxutcad B MembpaHe
nonepeyHo-noaocaTbiX MbllL, WBAHHOBCKUX KIETOK M TPO-
dobnactoB nnaueHTol. Ero ocHoBHas ¢yHKUMS — cue-
njieHne U opueHTauns MUoPpUOPUNI 3a CYeT MX B3auMo-
[LENCTBUS C KOANareHoBbIMW BOSIOKHAMWU MEXKIETOYHbIX
NPOCTPaAHCTB 1 6ENKOB capKoneMMbl. [pU3HaKK NOparKeHUs
6enoro BelecTsa rol0BHOro Mo3ra 1 NoJIMHeMponaTum Npu
BM/A1A cBuaeTtenbctByOT 06 aKkcnpeccun LAMA2 B CTpyk-
Typax UeHTpanbHOW U nepudepnuyeckon HEPBHOM CUCTEM
(BeposATHEE BCEro, B CMHaMcax M WBaAHHOBCKMX KIETKax)
[15]. NMoKasaHa BbiCOKas reHo-peHOoTUNMYecKas Koppens-
umns. MyTtauuu, NprBoOASLLME K NOTHOMY OTCYTCTBMIO CMHTE3a
Mepo3unHa, B 60/IbLUMHCTBE Clly4aeB COMPOBOXAAIOTCS TaXKe-
NIbIMU KITMHUYECKUMM MPOSIBNEHUSAMM U BblParKEHHbIM OTCTa-
BaHWEM B MOTOPHOM Pa3BUTUM MO CPABHEHMIO CO Cly4asiMu
YacTU4Horo geduunta meposunHa [16].

KnnHnyeckne nposiBnenns npu BMOL1A BapbupytoT
B 3@BMCMMOCTM OT MOSHOIO WK YacTUYHOro geduumTa Mmepo-
3uHa. onHOoe OTCYTCTBME MEPO3MHa MPUBOAWUT K PaHHUM



KNMHUYECKMM MPOSIBNEHMAM (A0 POXKAEHUS WX B nepsble
HefeNn KU3HW): Bblpa)KeHHas TMNOTOHWUSA C BOBJIEYEHUEM
NIMLLEBON MYCKynaTypbl, HapylweHWUs COCaHWs W NoTaHus,
AblXaTeNbHble paccTponcTBa. MMNOTOHUS M MbllleYHas cna-
60CTb NpeobnagaloT B akCManbHOW MyCKynaType M MbilLax
NPOKCUMasbHbIX OTAENOB KOHeyHocTen. Kapanomuonatus
He XxapaKtepHa. Co BpeMeHeEM MOXET pa3BUTbCH HapyKHas
odTanbMonnerus. XapakrepHbl KOHTPAKTYPbl KPYMHbIX CycTa-
BOB, BbIBUXM 6edep, HapyleHne dopMnpoBaHnsa dbuanono-
TMYECKNX U3rMboB MO3BOHOYHUKA (TMNEPNoOPA03, CKOMNO3).
HapylweHns gbixaHWs MO PECTPUKTMBHOMY TUMY HapacTatoT
B NepBoe AeCATUIETUE KNU3HM U ABASIOTCH OAHWM M3 OCHOB-
HbIX GaKTOPOB pUCKa rméenn nauneHToB. CnaboCcTb COCaHUS
N KeBaHUs, AUCOYHKLMSA MOTOPUKM HKENYAOUYHO-KULLEYHOIO
TpaKTa, HapyLeHUs AblXxaHus ycyrybnsioT rmno- 1 ammoTpo-
$uI0, BHOCAT CBOM BKNa[ B HapylleHME POCTa U 3adeprKKy
aBuratenbHoro pas3sutua geten [17]. MNpegenom MOTOPHO-
ro passutua 60NblIMHCTBA nauuneHToB ¢ BM1A aBnsetcs
[OCTUXKEHUE CTabUNbHOIO NOMOXEHUs cuan [16].

Mpn 4aCTUYHOM OTCYTCTBUM MEPO3MHA KIIMHUYECKME MPO-
ABMIEHUS ONPEAENstoTCH CTEMEHbIO HeJOCTaTOMHOCTU 6enKa
[18]. Mpwu nerkmx dopmax BMILA nepBble CUMNTOMbI MOTyT
BbIIBAATLCA Ha 2-M [AECATUNETUM XM3HM U BapbMpoOBaTb
B LUMPOKMX Npefenax No CpPaBHEHWIO CO cryvyasmMu nos-
HOro OTCYTCTBMSA Mepo3uHa. [pn no3gHuMx dopmax MOXKET
BCTpeYaTbCsl NceBAOrMNepTpodma MbllL, HE XapaKTepHas
ansa knaccuyeckux ¢opm BMIALA. Mpu BMALA ymepeHHoM
W NIErKOM CTENEHW PacCTPOMCTBA AblXaHWUS U NMUTAHUSA MUHMU-
ManbHbl. HeKoTopble AeTW 0BnajeBatoT HaBbIKOM XOAbObl,
OAHaAKO NS HUX TaKXe HepefaKu BTOPWUYHbIe opToneauye-
CKME OCNOXKHEHWS — KOHTPAKTYpbl U BbIBUXM CYCTaBOB.
B uenom «markme» popmbl BMA1A ¢ yacTnyHbIM gedbumMToM
Mepo3MHa MO KAMHUYECKUM MPOSBAEHUSIM 6onee CXOAHbI
C KOHEYHOCTHO-MOSICHbIMK MUoAMUCTPOGMSaMU [19].

XapaktepHoe ana BM1A noparkeHue 6enoro sellecrTea
rONI0BHOrO MO3ra, BbiIBASEMOE MPU KOMMbIOTEPHON TOMO-
rpadun (KT) u MPT, He conpoBoXaaeTcs 04aroBol HEBPOJIO-
TMYECKOW CUMMNTOMATUKOM, CHUXKEHUEM WHTENNEKTA U MNCK-
XMYECKMMWU PacCTPONCTBaAMM, 3a MWCKIOYEHWEM Cilyyaes,
coYeTalLmMxcs ¢ aHOMaNUAMM Pa3BUTUS TONIOBHOIO MO3ra.
OnucaHo pa3BuTHE ANUAENCHUM (CNIOXKHBIX NapLManbHbIX NPK-
CTYynoB c/6e3 reHepannadauunu) Kak npu noJiIHOM, Tak U npu
4aCTMYHOM OTCYTCTBMM Mepo3uHa [16].

AmarHoctnka. Hannune y nauymeHta BMAL1A MOXKHO
3arnofo3pUTb MO XapaKTePHOM KIIMHUYECKOW KapTUHe, Bblpa-
EeHHOMY noBblleHnio ypoBHA KPK Kposu (6onee 4 HOopm),
CTOMKMM M3MEHEHUSIM CUIHana OT FoIOBHOMO MO3ra no faH-
HbIM KT nnu MPT. U3meHeHus npu MPT ronoBHOro mosra —
OT/IMYUTENbHBIA U AMArHOCTUYECKWU BaXKHbIA MPU3HAK —
He 3aBWCUT OT cTeneHu aeduunTa MEpPO3nHa M BKIOYaET
B ceb6s ANdOY3HbIM rMNepcurHan OT NEPUBEHTPUKYNSPHOIO
M NOAKOPKOBOro 6enoro BellectBa B pexnmax T2 n FLAIR
W runocurHan B pexkmme T1. MNogo6Hasa «nenkonatus» B 5%
cllydaeB MOMKET co4yeTaTbCsd C MOMMWUKPOrMpUen/arnpuen
3aTblI0YHOM 06NacTM U runonaasven creona WM/wWaM Mos-
¥euka, runodusa [20, 21]. MNpu Hannunu nopaxkeHus 6enoro
BellecTBa rofoBHoro Mmo3ra Ha MPT Kputepunem anddepeH-
umpoBkn BMAL1A oT nenkoguctpodpui M nepuHaTanbHOM
NaTofIorMKn CNYXNUT 3HaAYUTENbHOE NOBbIWEHKE YpoBHSA KDK.

Mpu npoBeaeHnn nronbyaton AMI BbISBASIOT TUMUYHbIE
NPU3HaKM NEPBUYHO-MbILLEYHOIO NOPAXKEHUS, NMPU CTUMYNS-
LUMoHHOM AMIT 1 uccnegoBaHWKM Bbi3BaHHbIX MOTEHLMANoB
B psige ciny4aeB — MPU3HAKK MOBPEXAEHUS MUENMHA LeH-
TpanbHOM U NepudpepuyecKorn HEPBHOW CUCTEMBbI, KITUMHUYE-
CKM Mano3Ha4ymMmble.

Mpu rMCTONOrMYECKOM UCCNeOBaHUM MbllEYHOTo 6KOo-
nTaTtay nauueHToB ¢ BM1A BbiaBASOT Hecneunduyeckyo

ANCTPOOMIO MbIWEYHbIX BOOKOH, paspacTaHne COeanHU-
TeNbHOM TKaHW 6€3 NPU3HAKOB CTPYKTYPHON MuonaTuu [7].
MMMYHOTUCTOXMMMUYECKME TECTbl MO3BONSAOT ONpeaenuTb
NOSIHOE MM YacCTMYHOE OTCYTCTBME Mepo3uHa. BmecTte
C TEM YaCTUYHbIV (BTOPUYHbBIN) AedULNT MEPO3UMHA HabNto-
JaeTcs U Npu AUCTPOMIMKaHONaTHUAX, YTo AenaeT 3ToT Npu-
3HaK HecneymdunyHbiM ansa BMA1A. Bo3aMoOXHO uccnegosa-
HWEe Mepo3MHa B KOXHOM 6uonTaTe [22]. Onpeaenstowmm
npu noctaHoBKe AauarHo3da BML1A daBnsetca MONeKy-
nsipHOe wuccnepoBaHue reHa LAMA2, nosBonswouee
BbIIBUTb A0 96% BCex MyTauun npu MNOJHOM CUKBEHCE
LAMAZ2 [23].

JleyeHune. Crneunduyeckoe nevyeHne BMALA He paspa-
60TaHO. OcylWecTBAAIOT CUMNTOMATUYECKYIO MOAAEPIKKY,
HanpaB/eHHYI0 B NEPBYI0 o4epeab Ha NPodUNaKTUKy 1 Kop-
PEKLMIO BTOPUYHBIX OPTONEANYECKMX OCNOKHEHUI, HapyLle-
HUI AblXaHWS U NUTaHUS. MauneHTbl ¢ NOAHbIM OTCYTCTBMEM
Mepo3u1Ha Yalle BblHYXKAeHbl Npubéeratb K BEHTUASLMOHHON
NoAAEePKKE M yCTaHOBKE Ha3oracTpaibHOro 3oHga,/ractpo-
ctombl. [pu BepuduumpoBaHHoOn MyTauum LAMA2 BO3-
MOXHa a3ddeKkTnBHaa pgopogosas [AHK-gnarHocTvka Ha
10-12-1 Hepn rectaumm [24].

MporHo3. [lpoaoMKUTENBHOCTb XWM3HWM npu BMAL1A
BapbMpPyeT OT HECKONbKUX NeT npu TsKenblx dopmax
0o 30 n 6onee net. Bo3MOXHOCTb CaAMOCTOATENbHOM XOA4bObl
LOCTUraeT Nulb Hebonbllas 4acTb MaLMEHTOB, NpenmyLle-
CTBEHHO C HEMOSIHLIM OTCYTCTBMEM MEPO3MHa.

B onucbiBaeMOM HaMM KIIMHUYECKOM Habnto4eHUn CUM-
nToMmbl BM1A maHndbectTnpoBanu ¢ poxaeHus B Buae amo-
}y3HOM TMMNOTOHMMK, KOHTPAKTYP rONEHOCTOMHbIX CYCTaBOB,
CcNaboCTh CKENETHOM N NNLLEBOM MYCKyaTypbl, AblXaTe/lbHbIX
HapylweHWn. YMEepeHHoe MOBbIWEHNE 3XOFEHHOCTU MapeH-
XMMbl FOIOBHOMO MO3ra MO AaHHbIM HEWPOCOHOrpammbl,
BO3MOXHO, 6bl/10 OAHWM M3 KOCBEHHbIX MPU3HAKOB Hapy-
LIEHNS MMETMHM3aLIMM FONIOBHOrO MO3ra, XapaKTepHoro Ans
BM/A1A. B ganbHenlwem y pebeHKa oTmedanacb 3ajeprKKa
MOTOPHOIO Pa3BUTUSA NPU COXPAHEHWU HOPMasbHbIX TEM-
NOB MCUXOPEYEBOr0 PasBUTUSA, YTO TaKkKe OnucaHo Ans
60MblIMHCTBA NaumeHToB ¢ BM/1A, He MMelWMUX aHo-
Manun pasBuUTUS TFOIOBHOrO Mo3lra [23]. Habnwogaembln
natrepH pacnpenenieHns MbllleyHon cnaboctu ¢ npeobna-
JaHWEeM B aKCUanbHOM M NPOKCUMaNbHON MycKynaType 6e3
rMNepanacTMYHOCTM COeAMHUTENbHOM TKaHW TaKXe vale
accoLMUPOBaH C MyTaUWUAMKU B reHe GeNKOB ap-NTaMUHUHA
W ceneHonpoTtenHa-1. 3T AeTW 4Yalle UCNbITbIBAOT Bbipa-
EHHble TPYAHOCTU C YAEpP)KaHWEM TrO/0Bbl, OTMeYaeTcs
3Ha4yuTeNbHOE OTCTaBaHMe B MOTOPHOM Pa3BWUTUMU C Cylle-
CTBEHHOW 3a[EepPXKKOW WKW OTCYTCTBMEM CaMOCTOSATENb-
HOW xoabb6bl. bonee andodysHoe nNMbO NpPeEMMyLLECTBEHHO
MOSICHO-KOHEYHOCTHOE pacnpeaeneHMe Mblle4yHon cnabo-
CTU M TUNOTOHUWU XapaKTEepPHO ANS a-AWCTPOrIMKaHonaTum,
COL-6-accoummpoBaHHbix BM/[, 1 BM/, accoummnpoBaHHbix
c MyTaumsmun B reHe LMNA. MNpeobnagaHve OMcTalbHOM
MblllEYHOM cnabocTn He XapakTepHo ana BM/[ v Tpebyet
WCKJTIOYEHUS Nepudeprveckux HemponaTtum, 601e3HNU MOTO-
HENpPOHa WU AUCTabHbIX MUOMNATUN.

Ona BM/[l B oTin4mMe OT BPOXKAEHHbIX CTPYKTYPHbIX MUO-
natum, MMOTOHMYECKUX AMCTpodUKM, cuHapoma Mebuyca
HE XapaKTepHbl BbipaxeHHas cnaboCTb NULLEBON MyCKyna-
Typbl U opTanbmonnerus. Bmecte ¢ Tem Hepeako npu BM/,
B paHHEM HeoHaTaNlbHOM Mnepuoje TpebyeTcs pecnupartop-
Has NoAAEPIKKa M NUTaHWE Yepes 30HA B CBA3M C AblxaTesNb-
HOW HEAOCTATOYHOCTbIO M HapylleHWEM rnoTaHus. B Hawem
Ha6AOAEHMM Y NALMEHTKM OTMeYanacb ymepeHHas cnabocTb
MbILWL, AnLa NPU POXKAEHUW, MPUOTKPLITLIM POT Ha nep-
BOM rofly XM3HW, KOMNEHCUpOBaBlLUMeCs K 3 rogam. Takxe
B TeyeHune 1,5 cyT nocne porKAeHWUs AblxaTelbHble Hapylue-
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PepKkue 6onesuHu

HWS NOTpe6oBanu NPOBEAEHUS MCKYCCTBEHHOW BEHTUAALMK
NEerkux, 0gHaKo, B AasbHenWeM NpobaeM ¢ AbIxaHWMEeM U [10-
TaHWeM y pebeHKa He 0TMeYanochb.

MbiweyHas cuna npn BM/L ocTaeTcs OTHOCUTENbHO CTa-
OUNbHOM Ha NPOTSAKEHUU ANUTENBHOrO NepPUoaa BPEMEHMH,
OAHaKO POCT 1 pa3BuUTME pebGeHKa NPUBOAST K NPOrpeccu-
POBaHUIO CKOMMO3a M KOHTPAKTYP KPYMHbIX CYyCTaBOB, Noj-
BbIBMXOB M BbIBMXOB Ta306€ApPEHHbIX CYyCTaBOB, YTO YCyry-
6ngeT ABUraTeNbHbIM AePULUT, AbIXaTEeNbHYIO U CEPAEYHYIO
HeLOoCTaTOYHOCTb. TaKKe B NpeAcTaBN€HHOM HabNoAEHUH,
HECMOTPS Ha MHTEHCUBHYIO OPTOMEAMYECKYIO MOAAEPHKKY
M KOppeKuuio 06yBblD WU opTe3aMu, Yy pebeHKa PpopMu-
poBannCb W MPOrpPeccMpoBav KOHTPAKTYPbl B KPYMHbIX
cycTaBax BCEX KOHEYHOCTEN. YUUTbiBasd HEACHbIM NPOrHo3
OTHOCUTENIbHO GOPMUPOBAHMSA XOAbObI Yy AAHHOIO pebeHKa,
OT MPOBEAEHUS XWUPYPrUHECKOM KOPPEKLMU IKBUHYCHbIX
nedopmaumn CTon B HacTosWee BpeMs pelleHo BOo3aep-
}aTbcs. TaKkKe HEeT NoKalaHus AN Ha3HayYeHus KopceTa,
0AHaKo, o6s3aTeNbHbIM ABASETCA MCNONb30BaHWE WHAM-
BUAYaNbHbIX CPEACTB CUAEHUS U NepeaBuKeHus, obecne-
YynBallmMx cTabunbHOE MOMOXKEHWe Tasa, Tefna U rofoBbl
pebeHKa.

B ycnoBusx OTCYyTCTBMS MaTOrE€HETMYECKOro ne4veHus
BM/A1A npuopuTeT oTaaeTcs TwaTe/lbHOMY KOHTPOO dYHK-
LMK BHYTPEHHMX OPraHoOB (B NepBylo oyepenb AblxaTesb-
HOW W NUWEBaPUTENIbHOM CUCTEM), NPOPUIAKTUKE OPTO-
neanyecKux OCNOXHEHWN. MeanKamMeHTo3Has Tepanus,
XOTS W TPaAWLMOHHO Ha3HayaeTcsd AaHHbIM MauueHTaMm
C OpMEeHTaLMeN Ha ynydlleHMe 3HeProTPOMHbIX MPOLLECCOB
B TKaHAX, TeEM He MeHee, He UMeeT aBCoIOTHO JOKa3aHHOM
3PPEKTUBHOCTY.

Kapavonornyeckas naTonorus B LEOM He XapaKTepHa
ons BMA1A, n onucaHa y 10-15% nauneHToB [16] ¢ Hau-
6onee TAXKENbIM TeYeHWeM (BTOPUYHOM JIEFOYHOM runep-
TEH3MEN) y NauMeHTa ¢ NOJSIHbIM OTCYTCTBMEM MepO3unHa.
BmecTe ¢ TeM, N0 AaHHbIM 3TUX e aBTopoB, A0 35% OTKI0-
HeHun Ha KT n IxoKIl y naumeHtoB ¢ BMA1A npoTteKkatoT
6ecCMMNTOMHO, 4TO TpebyeT 0653aTeNbHOr0 BKKOYEHUS
[JaHHbIX UCCNefoBaHWM B MEPBUYHYIO AMArHOCTUKY nauu-
eHToB ¢ BM/.

AKTMBHOCTb K®K npv BM[AL1A Bceraa noBbllleHa,
4YTO SBASETCS BaXHbIM [AMArHOCTUYECKMM KpUTEPUEM.
Haun6onbwure nokasatenn KOK onucansbl J. Oliviera ¢ coaBT.
[23] — po 6987 Ea/n; B Hawem HaboAEHUU MaKCUMabHbIN
3aperncTpupoBaHHbin ypoBeHb KPK y nmaumeHTKn cocta-
Bun 2118 Ea/n. MNMokasatenu KPK nocreneHHo cHUXKanucb
npv NocneayrLmx MU3MEpPEHUsX, YTO ONUCaHO B InTepaType
[11] n MOXKET CNy*KWUTb Pe3ynbTaToM 3Ha4YMTEeNbHOM YyTpaThl
MbILLEYHOM TKaHU.

MpoBegeHne MPT ronoBHOro mo3ra — BaKHEWNLWK
aTan o6cnenoBaHus nauMeHTa ¢ nogo3peHnem Ha BM/.
3agepKKka MuenMHusauuu 6enoro BelecTBa rofIOBHOMO
Mo3ra no gaHHbiM MPT B Bo3pacTe cTtaplie 6 Mec npu oTcyT-
CTBUU KIIMHUYECKUX CUMNTOMOB nopaxeHusa LUHC nomoraet
YCTaHOBUTb AuMarHo3d npu geduuunte o,-aMuHuHa. BM/
¢ nopaxeHuem LIHC HepeOko conpoBoxaaeTcs cygopora-
MU, KaK KynupyemMbiMKU NPUEMOM MPOTUBOINMUAENTUYECKON
Tepanuun (Yawe npu LAMA2-accounmnpoBaHHon BM[), Tak
M PE3UCTEHTHbIMM K NofauTepanuu (Npu myTauusax B reHax
FKTN, FKRP, POMGNT1). OTcTaBaH1e B MCUXMYECKOM pas-
BUTUK Npu BM/[ MOXeT He conpoBOXAaTbCs U3BMEHEHUAMM
Ha MPT, paBHO KaK W BblpaXeHHble W3MEeHeHWs 6enoro
BellecTBa ronoBHoro mosra npv BM[1A 3a4yacTyto He npo-
ABNAOTCH KIMHUYECKOW HEeBPONOrM4YeCKOn CUMMTOMaTH-
Kon. Mo aaHHbIM J. Oliviera ¢ coaBT., CHUXXEHWE UHTENNIEKTa
n/unun anunencus sctpedvatotca y 5—-10% 6onbHbix BMA1A;
no gaHHbiM K.Jones c¢ coaBT. [19] — y 30%. B Hab6nto-

neHun F. Geranmayeh ¢ coaBT. [16] cpeau 51 nauueHTa
¢ BMA1A nvwb y 1 (1,9%) pebeHKa 0TMeYanoCb CHUXeHue
nHTennekta, y 1 (1,9%) — KOMMYHUKaTUBHbIE C/IOKHOCTH,
y 8 (15,7%) — cynoporu. 3aBUCUMOCTU MENKIY CTEMEHbIO
gedvumMTa MEpo3nHa M YPOBHEM WMHTENEKTYaslbHOro pas-
BUTUS/HaNN4YNEM CyAOPOr BbISIBAEHO HE Obino.

lMpoBeneHne anekTpoMmnorpadmn B Hawem HabaaeHnu
Nno3BOMMNO MOATBEPAWUTL HaIM4yMe NEePBUYHO-MbIWEYHOrO
nopakeHus, OAHaKo, He Aano cneundPuyecKmx JaHHbIX OTHO-
cutenbHo GopMbl 3aboneBaHus. B nutepartype BCTpeyatoTcs
yKa3aHus Ha AEMMENUHU3UPYIOLLMIA XapaKTep noBpexae-
HUA nepudepunyecknx HepsoB npu BMA1A [11, 25], uTo,
no-BMAMMOMY, 06YCNOBAEHO BKIOYEHMEM MEPO3UHA B MEM-
OpaHbl LWUBAHHOBCKMX KETOK. OgHaKo, TpaKToBKa pe3yNbTraTtoB
uccneaoBaHMs NPoBeAeHMs Mo nepudepuyeckuM HepBam
B paHHeM Bo3pacTe (4o 1 roga) 4oMKHa NPOBOAUTLCS C OCTO-
POXHOCTbIO B CBA3M C 60/blIMM Pa3bpoCoOM HOPMATUBHbIX
OaHHbIX M YacTon GU3MOSIOrMYECKON TMNOMUENTUHU3ALMEN
[AWCTabHbIX OTAEN0B HEPBOB HUMHWX KOHEYHOCTEN y feTen
6e3 ¢dyHKUMM onopbl M Xo4bObl. B onucbiBaeMom cnyyae
TaKXe UMeNNCb NOrpaHnYHble C HUKHEN HOPMOKM 3HAYEHUSA
CKOpPOCTEN pacnpocTpaHeHUs BO3OYyXKAEHWUS MO ABUraTesb-
HbIM BOMOKHaM 60/bluebepLOBbLIX HEPBOB, 4TO TpebyeT
fanbHenwero HabntoaeHus.

Mpu BepuduKkaumm anarHosa BMALA Mcnonb3yoT MMMy-
HOrMCTOXMMUYECKMK WM BecTepH-6noT (Western-blot)-
aHanM3 MblLEeYHOro WM KOXHOro 6uonTtata ansa onpegene-
HUA Hannums MeposuHa [22]. 3ayacTyilo UMeeTcs npamas
KOppensiuns Mexay cTeneHbto gedvunta MeposnHa u Taxe-
CTblO KJIMHUYECKUX CMMMTOMOB, MPOrHO30M 3ab60/seBaHus.
OaHaKo, OnucaHbl U MUCKIKYEHUS, NPU KOTOPbIX MaLUeHTbI
C MOMHbIM OTCYTCTBMEM MEPO3MHaA OCBauBalM CaMOCTOS-
TeNbHy0 X0Abby [16, 26]. Kpome Toro, Hecneum@PpryHOCTb
yacTnyHoro aedmumnTta MeposduHa ana BMIL1A TakKe CHUXKa-
€T AMarHOCTUYECKYIO LLlEHHOCTb GMOMNCHUMK.

B HaweM HabnaeHWn KIMHUYEeCcKas KapTuHa 1 pesynb-
TaTbl MHCTPYMEHTaNbHOM AMArHOCTUKM MOSHOCTbI COOT-
BETCTBOBA/NM Knaccuyeckon KaptuHe BM[1A; kpome TOrO,
HEeo6XoAMMOCTb MOUCKa MyTauun reHa LAMA2 puKtoBa-
flacb W KenaHuvem poauTenen nNpoBeAeHUs npeHaTanbHOom
[AMarHoCTUKM NMpuU nocneayowem AeTopoxaeHnn. B cBasum
C 9TUM MOJNEKYNSPHO-TEHETUYECKOE MccneaoBaHue 6blio
Bbl6pPaHO, MWHYS MblllEYHYIO G6MOMNCHKI0, KaK onpeaensio-
LMK AMarHOCTUYECKUN KpuTepun. B HacTosllee Bpems
B Poccun nmeeTcst BO3MOXKHOCTb MPOBEAEHUS KaK NOMHOro
CeKBeHUpoBaHUsA reHa LAMAZ2, Tak M NoucKa Haubonee
yactblx ans Poccun myTauui. Ha MOMEHT nepBUYHOro
obcnefoBaHUa ONUCbiIBAEMOM MNaLMEHTKM MMenacb BO3-
MOXHOCTb TO/IbKO MOJIHOFO CEKBEHUPOBAHMUA reHa, B CBS-
31 C 4eM Oblfia BbifiB/IeHa He TOJIbKO 4YacTtasa ana Poccuu
MyTaumna c¢.2049_2050delAG, HO n HeonucaHHasa B poc-
CUMCKOM nonynsaumn mytaums ¢.6993-2A > C B KOMMayHa-
reTepo3nroTHOM COCTOSIHMM (COYETaHWe, TaKKe npeacras-
nexHoe J. Oliveira ¢ coaBT.).

3AK/TIIOYEHUE

MauneHT ¢ cMHOPOMOM BSIIOFO pebeHKa, AEMOHCTPU-
PYIOLWMIA NPU POXKAEHWUN NN B TEHEHME MEPBLIX 6 MEC KU3HU
ONOPY3HYIO MbILLEYHYIO TMIOTOHMIO U €NaboCcTb MbiliL, (OCO-
6EHHO aKcuanbHOM M NPOKCUMMabHOM MYCKynaTypbl), Halu-
4yne BPOXKAEHHbLIX KOHTPAKTYP, HapyLIEeHWW AblXaHWs U rno-
TaHus, a Npu JanbHenwem ob6cnegoBaHnUn — 3Ha4yuUTeIbHOE
nosbileHne ypoBHA KPK, 3aaepKy MOTOPHOIrO pasBMUTUSA
B COYETAHWW UNM 6e3 HapyleHUN MNCUXOPEYEBOro pasBu-
IS, AO/MKEH OblTb PACCMOTPEH C TOYKWU 3PEHWUS BO3MOXK-
Horo Hanuumsa BM/. YeTkoe KIMHMYecKoe rnpenctaBfieHne
0 XapaKTepHbIx cumntomax BM/[, B couyeTaHum ¢ oba3aTenb-



HbiM uccnegoBaHnem MPT ronoBHOro mMo3ra Mo3BOMAOT
6bICTPO U 3PPEKTUBHO Cy3UTb Kpyr anddepeHumanbHo-
[IMarHOCTMYECKOro MNMoucKa [Ans NpoBefleHWs [anbHewlle-
ro MOJNIEKYNAPHO-TEHETUYECKOro uccnenoBaHus. B coBpe-
MEHHbIX YCNOBUSAX 6OMbLINX BO3MOXHOCTEN FEeHETUYECKOM
OMarHOCTUKMK TLLaTeNbHbIN NpeaBapUTENbHbIN KIMHUYECKUIM
aHann3 CMMNTOMOB He TepsieT CBOEW aKTyasbHOCTU, NOMO-
ras nsbexaTb JIMWHUX TEXHUYECKMX U MaTepuanbHbIX 3aTpaT
W NpoBecTn OblCTPOE, rPamMOTHOE FEeHETUYECKOEe KOHCY/b-
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