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AHHOTALUA

CnuHanbHaa MbllweyHaa amuoTpodusa 1tmna (CMA), ocTpas 3nokayecTBeHHaAsds WHOaAHTUAbHAA amuoTpodus
BepgHura - FoddmaHa HacnepyeTcsas nNo ayTOCOMHO-peueccuBHOMYy Tuny. OTBETCTBEHHble 3@ pa3BuTue 3abone-
BaHWS TeHbl JlI0Kann3oBaHbl B obnactu xpomocombl 5q12.2-q13.3, roe nokanum3oBaHbl 4 reHa, NOBpexAeHue
KOTOPbIX BbI3bIBAET pa3BUTUE WM onpepenser TaxecTb 3abonesaHusda. Haubonee pacnpocTpaHeHa MyTauus
reHa SMN, npepnctaeBneHHas B BuAae geneunnm 7-ro umnm 8-ro sk3oHa B FOMO3UrOTHOM COCTOSiHUKW. B pesynbtate
MyTauun B reHe SMN1 nepudepunyeckne aBuratesibHble HENWPOHbI TEPAT CNOCOOHOCTb KOHTPONMPOBATbL Mnepe-
xon ot npePHK k MPHK n npousBoauTb 6enku, Heobxoaumblie ONS WX BbIXUMBAHUA U (GYHKUMOHWUPOBAHUSA, 4TO
NPUBOAMUT K CUMMNTOMOKOMMNEKCY «BANOro pebeHka». «30M0TbiIM CTaHZapToM» pauarHoctukm CMA qaBnsetcs
reHeTnyecknii meton. eHHass gmMarHoCTuka 3akjio4yaeTcs B onpeneneHun aeneunit 9k30HoB 7 u/wnm 8 reHa SMNT.
Cpeoun anekTpoduM3nNONOrMyeckmx MeTOAO0B WCNOJNb3YIOTCHA Uronbyatas anekTpomuorpadusa, mccnepoBaHue 3ek-
TPUYECKOro BbI3BAHHOIO OTBETa MbllULbl U OLEHKa KONMYEeCTBa ABUratenbHbix eguHul,. CMA | Tuna maHudecTupyet
0o 6-mMecsYHOro BO3pacTa M OT/AMYAETCH 3/10KAYECTBEHHOCTbIO TeyeHusa. [leTum ¢ JaHHOW naTtonorven MoryT gep-
XaTb rofIoBy, HO HMKOrga He nepeBopaymBatoTcs M He cumaat. CMA 1tuna Heobxoaumo amddepeHumpoBaTb OT
noxXoxux 3abosieBaHWU: CTPYKTYPHbIE MUONATUU, BPOXAEHHbIE MUOOUCTPOPUM W HEBPOMNATUM, BPOXAEHHASA WK
HeoHaTaNbHass MMACTeHus, mMeTabonumyeckme mMuonaTum, OGONE3HAMM HaAKOMNEHUs, atoHuvyeckas dopma uepeb-
panbHOro napanuya, cuHgpom MapdaHa B paHHOW cTaTbe npuBoauTCca kKpaTkmii 0630p no Teme. Ha ob6cyxaeHune
BbIHOCUTCS KJIMHUYECKMI cnydyah pebeHka C reHeTuyeckm HenoATBEPXAEHHbIM AMArHO30M CMNUHANbHOW Mbllley-
HO aMuoTpoduun, HO C HANUYUEM XapPaKTEPHON KIMHUYECKOW KaPTUHbI U NATOFTHOMOHWUYHbIMKU Ana CMA pesynb-
TaTamMm [ONONHUTENbHbIX 0bcnepoBaHuii. B xope o6cnepoBaHua pebeHka npoBoaunacb aunddepeHumnanbHas
nnarHoctuka CMA 1Ttuna ¢ gpyrumm 3aboneBaHuMsaMU, LAOLWMMU CXOXYK KIWHUYECKYID KapTUHY.

KnioueBble cnoBa: cnuHanbHas MbiweyHas amuoTpodusa, reH SMN1, mbiweyHaa runotoHusa, gunddepeHum-

anbHad AMarHocTuka.

BeneHue. CriMHaJbHbIE MbILIEYHbIE aMHUOTPO-

¢dun (CMA) - TepMuH, OOBEIMHSIOUINI BTO-
pUYHBIE HAaCJeJACTBEHHbIE HEPBHO-MbIIIEYHbIE 3a-
OoJieBaHUs, B TMaTOTeHe3¢ KOTOPHIX JIEXKWT IepBUY-
HO€ TOpaXeHWe KJIETOK IMepeaHUX POTroB CIUHHOIO
Mo3Ta U sgjuep Mo3roBoro crsoysa. CMA Hacienmy-
I0TCSl B OCHOBHOM [0 ayTOCOMHO-PELIECCUBHOMY
TUITYy, PeXe - 10 ayTOCOMHO-IOMUHAHTHOMY WU
X-ClIeTUIEeHHOMY TUIly HacjienoBaHus. [IpuHSTO Bbl-
HOeNsATh TPOKCUMAaJIbHbie M OUCTAlbHbIE CIIMHATb-
Hble amuoTpoduu. Jloas mpokcuMaabHBIX GOpM
CMA cocrasister 80-85 %, a IUCTAJIBLHBIX - OKO-
g0 10 % [1]. Beimensior 5 TumoB CMA B 3aBucH-
MOCTM OT BpeMeHM Je0ioTa 3a00JeBaHMUS:

0 Tun - HamOojee Tsxkenas c¢dopma, MaHude-
CTUpYIOIasi BHYTPUYTPOOHO;

1 Tun - ocTpasi 3/70KauyecTBeHHas WHMaHTUIb-
Hasi CHNWHajJbHasg aMuUOTpodus, oOmucaHHas
G.WerdnigB 1891 r.;
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II Tun - xpoHuyeckas WHGpAHTUIbHAS CIIU-
HallbHas aMuoTpodus, BblAegeHHass Dubowitz;

III BapuaHT - 1OBEHUJbHAsl CIMHAJIbHAS aMM-
oTpodus, omucanHasgs B 1956 r. E. Kugelberg u
L. Welander;

IV tun - manudectupyromuii Ha 2-3-M me-
CATUNETUM Xu3Hu [2, 3].

Dnuaemuonorua. Yacrtora BcTpeyaeMoc-
™ CMA I tuna, mo AaHHBIM pa3HBIX aBTOPOB, CO-
CTaBJISIET:

1:6000-10 000 HOBOpOXIEeHHBIX [1],

7,8-10:100,000 xxuBOpoXaAEHHBIX [3].

1:25 000 HOBOpOXACHHBIX [4],

7:100,000 HOBOpOXAEHHBIX [5],

1:6000 mmm 1:8000 XMBOPOXKIAEHHBIX [6],

1:6000 >xuBOpOKAEHHBIX [7].

[Mpubam3uteabHas TaHBITHUYECKAS PACIIPO-
ctpaHeHHOCTb 1:11,000 Hacenenus [ 1,3-7]. Tum Ha-
CIIEIOBaHMUSI - ayTOCOMHO-periecCuBHBIN. Ilo maH-
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HbiM JI. A. JIupmun (2003), B Poccun 6ojiee yem B
1/3 ciryyaeB Bcex HAcCJIeACTBEHHBIX HEPBHO-MBbIIIICY-
HbiX 3a0oneBanuit (HHM3) nuarHoctupyetcst -
HanbHas MbleyHas atpodus (CMA). Pacnpoct-
paHeHHOCTb 3abojeBaHusa - 2-9 Ha 100 Thic. Hace-
JIeHUs, cpeau HOBOpoXIeHHBIX - 10 Ha 100 ThIC.
YacTtoTa reTepo3UroTHOTO HOCHUTEJILCTBA BBICO-
Kast - 1 Ha 40-60 gyen. B peecTpe 6Gas3bl JaHHBIX
JoHelKoro o6J1acTHOTO AETCKOT0 KIMHUYECKOTO
1eHTpa Heipopeadbunutanuu (2001-2012) 3aperuc-
TpupoBaHo 348 neteit ¢ HM3, Bkmouas 107 mereii
(30,7 %) - co cnMHAaIbHOM MBILIEYHON aTpodueii [8].

DNuUaeMHUOIOTUYECKHUEe HCCIeJOBaHUSA IO
HHM3, B Tom uncie no CMA, y nereit B Kazax-
cTaHe He MpoBoAUIKNChH. MMetomuecs: TaHHbIE 10
r. AIMaThl HE OTpaxalT OOBEKTUBHYIO KapTUHY
o JaHHoMYy 3a0osieBanuio. Tak, Ha Havano 2016 r.
Ha JMCIIAHCEPHOM ydeTe B T. AJMaThl COCTOSIIU
12 neteit ¢ pazauuHbiMu Tunamu CMA, 4TO ompe-
JIeJINJI0 pacnpocTpaHEHHOCTb Ha ypoBHe (0,28 Ha
10 TBIC. IETCKOTO HaCEJIEHUS.

I'enetuka. OTBETCTBEHHBbIE 3a Pa3BUTUE 3a-
0oJieBaHUS TeHbl JOKaJIM30BaHbl B 00J1aCTU XpOMO-
combl 5ql2.2-ql3.3. B a2Toii 30He JTOKaJIM30BaHbI
4 reHa, TOBpeXIEHHE KOTOPBIX BBHI3bIBAaET pa3BM-
THEe 3a00JIeBaHUS UM ONpeAesieT ero TsxecThb [1].
Haub6onee pacnpoctpaHeHa mytauus reHa SMN,
npeacTaBieHHass B BUIe AeJelUUn 7-TO UJIM 8-TO
3K30Ha B TOMO3UTOTHOM cocTosHuu [9]. Myrauus
B TeJoMepHoil Konuu SMN-reHa sIBIsieTCsl HEOO-
XOIMMBIM, HO HEIOCTaTOUYHBIM yCIOBHEM BO3HUK-
HOBeHUs 3ab0JieBaHMs, TaK KaK M3BECTHBI OMUCa-
HUS 3I0POBBIX JIOIEi, UMEIOIIMX TaKyl0 MYTallUIO
B TOMO3UTOTHOM CcOCTOSIHMU [1].

Cnenytomuii reH - NAIP (ren mHruburtopa
HellpoHabHOrO anomnro3a, MI'M: 600355), nenetuu
OIHOTO WJIN HECKOJIbKHUX 9K30HOB KOTOPOTO B TOMO-
3UTOTHOM COCTOSIHMM BcTpevawTtcs y 40-70 %
6onapHBIX ¢ CMA I 1tuna [9]. ¥ 0oJbHBIX, UMEIO-
IKUX Oejieuio 7-ro U 8-ro 3k30HO0B SMN-reHa B
TOMO3UTOTHOM COCTOSIHUU, OMTHOBPEMEHHO OOHapy-
xkuBaetrcs nejaeHus B reHe NAIP [10, 11]. Tperuit
reH, obo3HavaeMblii Kak H4F5, pacnionoxeH psigoM
¢ renoM SMN. IIpeamoJjiaraercsi, 4To €ro jaejie-
1M y4acTBYeT B MOIU(DUKAIUU TAXKECTU KIMHU-
YecKOoro TedeHus pas3iauyHbix Tunos CMA [3].
BTF2p44 - ueTBepThlil reH, OTBETCTBEHHBIi1 3a BO3-
HUKHOBEHHUE 3a0oseBaHus. Jenenunio reHa B rere-
PO3UTOTHOM COCTOSTHUM MMEIOT OKoyIo 15 % 6oib-
HbeiX ipu CMA.

Takum obOpa3oM, IJIaBHBIM 3TUOJOTUYECKUM
daxkrTopom npoxkcumaibHbix CMA sgBisieTcst aene-
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HUS B TeJIOMepHOI yacTu Konuu SMN-reHa B 1o-
MO3UTOTHOM cocTosiHuU. PakTopamMu, onpenesio-
IIUMU TSIKECTb KIMHUYECKON KapTUHBI, SIBJSIIOTCS:

a) YMCJIO LEeHTpOMEepHBIX Konuii SMN-reHa
(2 - mpu I Tunme CMA u 3-5 - npu II u III Tumax
CMA);

0) OomHOBpeMEHHOE Hajluuue AeJelMU B Te-
Hax NAIP, H4F5, BTF2p44.

Benoxk, konupyembiiit SMN reHOM, COCTOUT U3
294 aMUHOKUCJIOT U 3KCIPECCUPYETCST BO BCEX TKa-
HsX opraHusMma. [IpeBaiupytoliiee ynuciao O6eaka Ha-
XOJAUTCS B MOTOHEHpOHAX MepeaHUX POroB CIIMHHO-
ro mosra. MyHKuusg Smn-6enKka nepudepudecKux
JIBUTaTeJIbHBIX HelipoHOB (Smn-6enok) [10, 12,13]:

* yyacTByeT B IpoueccuHre MPHK;

* CMH yuyacrsyer B TpaHncnopre MPHK mno
AaKCOHAM MOTOPHBIX HEPOHOB;

+ CMH wmoaynupyeT pocT aKCOHOB M JMHA-
MUKY LMTOCKEJETa;

* npenoTBpaiieHrne SMN-TpaHcnopra uepes
aKCOHBI BBI3BIBAE€T KOJUIANC KOHYCa pOCTa;

* CMH Trakxe urpaetr BaXHYIO pOJib B CO-
3peBaHUM TEPMUHAJEH aKCOHA B MBIIIILIAX ITOCJIE PO-
HOB;

* B pe3yJbrare MyTanuii B reHe SMNI1 mnepu-
depuyeckue ABUTATEbHBIE HEMPOHBI TEPSIOT CIO-
cOoOHOCTh KOHTposiMpoBaTh nepexon oT npePHK k
MPHK u npousBoauth 0eJlKM, HEOOXOOUMBIE IJIS
X BBKMBAHUS U GYHKIIMOHUPOBAHMSI.

VYV yenoseka reH SMN npencraBieH 2-Ms1 KO-
MUSIMU:

* OJHa KONMWS JIoKaJu30BaHa B TeJOMepHON
yacTu XpoMocoMbl 5 (SMN1),

* BTOpas KONWUS - B LEHTPOMEPHOM 30HE TOW
e xpomocombl (SMN2) [10].

Otiuune SMN2 or reHa SMN1 cocTtout B
3aMEHe LIMTO3MHA Ha TUMUIMH B 6-i1 MO3ULKU 7-TO
9K30Ha, CJIEJACTBUEM YEro SIBJASIETCS OTCYTCTBUE Y
TpaHckpuntoB SMN2 7-ro ak3oHa. B pesynbrate ¢
9TOTO TPAHCKPUIITa CUHTe3UpyeTcs: 6e10Kk SMNA7,
SABJSIIOLIMICSA HeCTaOUJIbHBIM M OBICTPO paspyllia-
ouuMcss. SMN2 ren obecrieuuBaet okosno 1/10
oburero KojauuyectBa (yHKIIMOHAJIBHOrO Oejika B
KJIETKE.

B 2010 r. B xypHane Genes & Development,
Gideon Dreyfuss and Sungchan Cho wu3 the
University of Pennsylvania Obin omy0iauMKOBaHBI
JaHHBbIE O TOM, YTO MOoJieKyJabl SMN2 - nmpousBoa-
Horo mporenHa SMNA7 comepxXaT cUTHal jAerpa-
Jaliy, U3BECTHBIN KaK «IEeTPOH». DTOT OMOXUMMU-
YeCKMIl 3HAK «yHUUYTOXb MEHs» JaeT yKa3aHue
KJIETOYHOI cucTeMe ymajJeHHusl OTXOI0B, B HOpMe,
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OTBETCTBEHHOM 3a paspylieHue Hec(HOopMUpPOBaH-
HBIX WX He(YHKIMOHAIbHBIX OEJIKOB, KaK MOXHO
obicTpee yHUUTOXUTH SMNA7 [11, 14].

ITaTtomopdoaorusa. IIpu 3aboneBaHUU B
CIIMHHOM MO3T€ MUKPOCKOIMYECKU HabJromaercs
HeJI0pa3BUTHE MOTOHEHWPOHOB MEePEIHUX POTOB, JIe-
MUEIMHU3ALUS TepeAHUX KOopelKoB. Cxoxue uzMe-
HEHMs BCTpEYaloTCs 4acTO B JABUTATENbHBIX SII-
pax, a takxe B Kopemkax V-VII u IX-XII yepen-
HBIX HepBOB. HeliporeHHbIe U3MEHEHMST MBIIIILI CKe-
JieTa 1Mo pe3yjbTaraM OMOIICMM XapaKTepu3yloTcs
«IIYYKOBOI aTpodueii», yepeayloiieiicss CoXpaHHbI-
MU My4YKaMU U aTpo(PUpPOBAHHBIMU MbILIEYHBIMU
BOJIOKHAMH, a TaKXe paccTpoicTBaMHU, KOTOpPHIE
TUIMYHBI JJI1 TEPBUYHBIX MUOIMATUU (TUIIEePIIa3usl
COCNVMHUTENbHOW TKaHU, TUATWHO3, TUIepTpodus
OTIEJIbHBIX MBIIIEYHBIX BOJIOKOH) [3].

Kmuauka. CMA I tuna manudectupyer 1o
6-MeCcsIHOTO BO3pacTa W OTIMYAETCS 3JI0Kade-
CTBEHHOCTBIO Te€YeHHUSI. AHAMHECTUYECKU MOTYT
ObITh YKa3aHUs MaTepu Ha cjaboe IlieBeJIeHUe II0-
Jla BO BpeMs 6epeMeHHOCTU. B HeoHaTajibHOM Iie-
puoje OTMEYaloTCs BbIpaXeHHas MbllIeyHas Iu-
MOTOHUSI, TUTIOTPOMUS MBIIIL, OTCYTCTBUE CyXO-
XKUJIbHBIX pediekcoB, GUOPUIISLUYA MBIIIL SI3bIKa
U TaiblieB pykK. JleTu ¢ JaHHO¥ maTojiorTueil MoryT
JlepXaTh TOJ0BY, HO HMKOIIA He NepeBOpayrBaloOT-
cs M He CHUIAT. XapaKTepHa IMo3a «JIATYIIKH»: KO-
HEYHOCTH OTBEIEHbl B IJEUEBBIX M Ta300eApeH-
HBIX CyCTaBaX M COTHYTHI B JIOKTEBBIX U KOJIEHHBIX
cyctaBax [4]. [lepBbiIMM B IaTOJOTMYECKUI MpPO-
1IeCC BOBJIEKAIOTCS MBIIILBI TMTPOKCUMAIbHBIX OT-
JIeJIOB HUXKHUX KOHEYHOCTEMN, MpoleccC UMEET Boc-
XoJslIee pacnpocTpaHeHue. XapakKTepHbl KOCTHBIE
nedopmanuu (ceajioBUIHAS, BOPOHKOOOpa3Has UJIn
KWieBUaAHAs (popMa TpyIHOM KJIETKU, a TAKXKE CKO-
103 U K1U(po3 B rpyJONOSICHUYHOM OTHENE MO3BO-
HOYHUKA). B majpHelileM mpu MporpeccCupoBaHUM
npoiecca nopaxeHue pacrnpoCcTpaHIeTcs] Ha MbIIL-
1Ibl, UHHEpPBUpYEeMble OyibO0apHOI rpynmnoil yepen-
HO-MO3ToBbIX HepBOB. [IpUYMHOI JIeTaILHOTO HC-
XoJa TIpU BPOXIEHHOM BapuaHTe 3a00JieBaHUS SIB-
JISIIOTCS ceplieyHasi WKW IbIXaTeJbHasl HEIOCTaTou-
HOCTb, a Takxke MHGekuus. [1ponomkuTeabHOCTb
JKM3HU B CpeJHEM COCTaBisieT 2 roaa, Tojabko 10-
12 % OGOJABHBIX ACTEl MEPEeXUBAIOT MATUICTHUI
Bo3pact [3].

JImarHocTuKa. «30JIOTBIM CTaHIAPTOM» IU-
arHoctuku CMA sBasgeTCcsl FeHETUYECKUN METOI.
I'eHHas nMarHocTHKa 3aKJII0YaeTcsl B ONpeaeIeHU
nenenuu 3k30HoB 7 u/wim 8 reHa SMN 1. Ecnu ne-
JIEUMX B YKa3aHHBIX yyacTKax IeHa OIpeaesstoT-
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csl y maiudeHTa B TOMO3UIOTHOM COCTOSIHUM - 3TO
noarsepxaaeT nuarHo3 CMA. Ilpu oTcyTrcTBUU
nejgeuuu 7 u/uaum 8 5K30HOB B TOMO3UTOTHOM CO-
CTOSIHUU CJIeAyeT NMPOBECTH KOJIMYECTBEHHBIN aHa-
JIn3 yKciia Konuii reHoB SMN MeToaoM MYJIBTUILIEK-
CHOI TUTa3HO peaKIuy ¢ ocaeayoleil aMmdu-
kanueii [2]. Cpenu 351eKTpOoPU31O0TOTUIECKUX METO-
OB MCMOJB3YIOTCS TaKWe METOAbl, KaK WIrojbya-
Tasl dJIeKTpoMuorpadus, uccienoBaHue dIEKTPU-
YeCKOTO BBI3BAHHOTO OTBETAa MBIIIIBI U OIeHKa
KOJIMYECTBA NBUTaTEIbHBIX eAUHUL. JaHHbIEe Me-
TOABl TMPEIJOXEHBl Al MOHUTOPUHTA TEYEHUS
CMA [1]. Dnexkrpomuorpapuyeckuii (BMI') map-
kep CMA: xapakTepHble NpPU3HAKU JeHEepBaLUU
BCJIEACTBUE MOPakKe€HUsI MOTOHEMUPOHOB:

- CIHOHTaHHasg PUTMUYECKass aKTUBHOCTH
(«pUTM YaCTOKOJIA»),

- moTeHUWanbl GUOPUIALMIA, TTOTEHIIMAIBI
dacuukyasumi,

- TOJIOKUTEJIbHBIE OCTpbi€ BOJIHBI,

- M3MEHEeHHE MOTEHIMAJOB JBUIraTeJbHBIX
eIUHUI ¢ (DOPMUPOBAHMEM TUTAHTCKUX TMoaudas-
HbIX MOTEHIIMAJIOB, YMEHbIIIEHUE YKMCJla NBUraTeb-
HBIX equHUL [3, 4].

M3 6uoxumMmnyecknux MapKepoB y OOJbHBIX C
CMA akTUBHOCTb KpeaTuH(OCHOKMHA3BI B ChIBO-
pOTKe KpPOBM MOXET MpeBbIIaTh HOpMY B 2-4 pasa,
HO He Oojee yem B 10 pa3. B Hacrosiee Bpems
MPOBOASTCS MCCIEeNOBaHUS MO MOUCKY crieluduy-
HbBIX 6uoMapkepoB mist CMA. TIpu mMopdonoru-
YEeCKOM HCCJIeAOBAaHMU MBIIIL BBISBISIOTCS CIle-
nudruIecKre TpU3HaKM MBIIIEYHOTO MOPaKeHUS:
CKOTJIEHUsI YMEHBbIIEHHBIX B pa3Mepe BOJOKOH
(myukoBast aTpodus) yepenyoTcs ¢ yyacTKaMu TH-
nepTpodUpoBaHHBIX BOJIOKOH [1].

JAunddepenunansaas nuarnoctuka. CMA
I Tuna HeobxomuMo audepeHIMPOBaTL OT APYIUX
3a00J1eBaHM i, BBI3BIBAIOIINX CUHAPOM <«BSIJIOTO pe-
OeHKa»:

- CTPYKTYpHble MMOMNaTUU (HeMaJluHOBas,
MUOTYOYJISIpHAsE MUOMATUX, 0O0JIe3Hb LIEHTPAJIbHO-
o CTEepXHs);

- BPOXIEHHbIE MUOAUCTPOGUU U HEBPONATHUH;

- BpOXJAEHHAas WK HeoHaTaJbHasi MUACTCHUS;

- MeTabosMyecKkue MUonaTuu (MUTOXOHAPU-
aJlbHble MUOMNATUU, OPTaHUYECKUE alluaypun), 6o-
ne3HsiMu HakoruieHus ([Tomme);

- aroHuueckas (GopMa 1epedpaJbHOro mnapa-
Juya, cuHapoM Mapdana [4].

OoHUM U3 OCHOBHBIX KJIMHUYECKUX ITPOSIBIIE-
HUU IpyINNbl BPOXACHHBIX CTPYKTYPHBIX MUOIIATUM
saBasgercs nuddy3Has MbIlIedyHasl TUIIOTOHUS. [u-
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MOTOHUSA OOBIYHO TpeobsamaeT B MbIIILAX Ta30-
BOTO IMOsICAa U TMPOKCUMAJbHBIX OTAENaX HMXHUX
KOHeUHOCTeil. XapakKTepHO Hajauuyue auspaduyec-
KUX 4epT (monuxouedanusi, BPOXACHHbI BBIBUX
Oenpa, rotuuyeckoe He0O), 3amepkKa B MOTOPHOM
pa3BuTum pebeHka. CyxoxXuiabHble pedeKChl MO-
TYT OBITb HOPMaJbHBIMU, CHUXKEHHBIMU UJIN OTCYT-
crBoBaTh [3]. HamBaxkHelIIuM KpUTEpUEM TpyIl-
bl BPOXAEHHBIX CTPYKTYPHBIX MUOTIATUI SIBISIET-
Csl OTCYTCTBUE MPOTPECCUPOBAHUS UM OUYEHDb Me-
JIEHHO€ HapacTaHWe MBbIIIeYyHOoM ciabocTtu [4].
AxtuBHocth K®PK B mnpenmemax Hopmbl. Ha
OHMI - nepBUYHO-MBIIIIeUHbIe U3MeHEeHUs. JIJis
pasIUYHBIX GOPM CTPYKTYPHBIX MUOTIATHI Xapak-
TepPHBI clieluUIecKUe U3MEHEHUS B CTPYKType
MBIIIEYHBIX BOJJOKOH Ha OUOTICUH.

st 60J1Ie3HU LEHTPATbHOTO CTEPXKHS Xapak-
TepeH ayTOCOMHO-IOMUWHAHTHBIA TUIT HaclieAoBa-
HUS; MbllIeYyHasd ci1abocTh Oosblie BbIpaxeHa B
pyKax, 4eM B HOTaX; CyXOXMJIbHbIe pedJEKCHl C
MOpPaXkKeHHBIX MBI YTHETEHBI; OyJIbO0apHbIE CUM-
NTOMBI OTCYTCTBYIOT. Ha Ouoncuu B LeHTpadbHOM
YacTU BCEX BOJOKOH | TUMa HaXOmST YETKO o4ep-
YeHHBIE CTeP>KHU U3 TIJIOTHO CTPYIITMPOBAHHBIX aHO-
MaJbHbIX Muodubpunn [4]. LleHTpoHyKIeapHas
MUOIATUS HacjleayeTcsl Kak X-CUerIeHHOM, ayTo-
COMHO-JIOMUHAHTHOM, TaK U ayTOCOMHO-PELIECCUB-
HoM [3]. Ha Ouorcuu MbIIL BHISBISIOTCS BOJIOK-
Ha C LEHTPaJIbHO PacIoJOXEHHbIMU BOJIOKHAMMU.
B ciyuae BpoxjaeHHOUN ObICTpoIlporpeccupylolieit
HEMaJIMHOBOUW MUOIIATUU YK€ C POXAECHUS OIpee-
nsioTes auddy3Has MblIIedHask TUITOTOHUS, OTCYT-
CTBUE CYXOXMWJIbHBIX pedJieKcoB, Au3paduieckue
yepThl Jula. [To Mepe mporpeccupoBaHus MpUCOe-
IUHSIIOTCS CKeJIETHble aHOMaluu U OyabOapHbIe
paccTpoiicTBa. B OuomnrTaTtax MBbIIIL XapaKTEPHO
HaJuyMe MNaJOYKOBUAHBIX CTPYKTYP C JOMHHUPO-
BaHMEeM BoJIOKOH I tuma [3].

BpoxaeHHbIle MUOAUCTPOGUMN HACIEAYIOTCS
M0 ayTOCOMHO-PELeCCUBHOMY TUMY. XapaKTepHBI
MBIIIIeYHas TUTIOTOHUS U apOTPOTPUIIIIO3, BHISBIS-
eMble ¢ poxaeHus. JJoBOJbHO YacTO UMeEEeTCs Clla-
00CTb MBIIIIL JIMIIA U IIeW, HO JABUXKEHUS TJa3HBIX
s0JI0K HUKOIAAa He HapyluarTcsa. TUMHMYEH BpOX-
JIEeHHBI! BBIBUX Oeapa. MpllieyHas ci1abocTh Mmpo-
rpeccupyet MemieHHO. YpoBeHb K®K Hopmaib-
HBIH, 1100 noBbIlIeH. Ha anekTpoHeiipoMuorpaduu
omnpelensiioTCs MUomatTuueckue udMeHeHus. s
BpOXIeHHON Muoauctpopuu OyKyssMbl XapakTep-
HO HaJlnuue MOPOKOB pa3BUTHUS TOJOBHOIO MO3Ta,
CBSI3aHHBIX C HapylleHUeM MUTpallui HEelpOHOB
(MTOTMMUKPOTUPUST, aTUPUS, TETEPOTOIHS HEUPOHOB),
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oOycaBiauBalolie pa3BUTHE CYAOPOXHOTO CHUHI-
poma. LlepebpooKkynsipHass MUOIUCTPODUS BKIIO-
yaeT Mpu3Haku Muoauctpopun DyKysMbl TIIOC
MaToJIOTHIO I1a3 (MOMYTHEHUE POTOBUIIBI, KaTapaK-
Ta, TUIIOTJIa3Usl 3pUTEIbHBIX HepBOB) [4, 5].

HeoHnaranbHas MuacTeHUs pa3BUBaeTCs y
JIETE, POXACHHBIX OT MaTepei, CTpalalolIuX MU-
acTeHuell. B ocHoBe JIeXUT TpaHCIJIalleHTapHas
nepenaya aHTUTEN K alleTUJIXOJMHOBBIM pelLenTo-
paM. TpyIHOCTU IPU KOPMJIEHUU U TeHEPaJIU30BaH-
Has TUIIOTOHUS - OCHOBHbIE KJIMHUYECKUE CUMIITO-
Mbl HeoHaTaJdbHO MuacTeHUuu. CaaboOCTh 3HAUU-
TE€JIbHO YBEJIMUYMBAETCS B MEepPBble HECKOJIbKO AHEMH,
a 3ateM perpeccupyert [4]. [Ipu BpoXaeHHON Mua-
CTeHUU O(TaIbMOIJIETUs BBICTYyIIaeT B KauecCTBE
MepBUYHOrO cCUMIITOMAa. ['eHepanu3oBaHHAsl Mbl-
mevyHas cinabocTb pa3BuBaeTcs peako. Moxert
HabJirogaTbcs CA1ab0CTh MUMUYECKUX MBIIIL, 4YTO
BEIET K TSXEJIbIM HapyuieHusiMm kopmiieHus. [lpu
OHMI Bo BpeMsi HU3KOYAaCTOTHON PUTMHUUECKOM
CTUMYJSILIMM MOXET OOHapyXuBaTbhCs JeKpe-
MeHT [4].

MuToxoHIpuanabHble 3HIeDaTOMUONATUMN -
rpynmna reTeporeHHbIX MYJbTUCUCTEMHBIX CUHAPO-
MOB, B T'e€He3e KOTOPBIX JIeXaT pa3ivuyHble OMOXU-
MUYecKue NedeKThl IbIXaTeJbHONW LEeNU MUTOXOH-
npuii. B KiIMHUYecKOi KapTUHE NpeobsagaeT To-
paxxeHue OpraHoB, 3aBUCHUMBIX OT a3pOOHOro Me-
TaboJiM3Ma: HEpBHAd CUCTEMa, CKEJIETHAsh MYCKYy-
jaTypa, cepile U noyku. B mepudepudeckoit Kpo-
BU OIPEAC/ISIOT 3HAYUTEIbHOE TOBBIIIEHUE YPOB-
Hs nakTata. B OuomnTaTax MbIIIL UMEETCs Xapak-
TepPHBIN MPU3HAK - «pBaHble KpacHbIE BOJOKHAa»,
OIHAKO OH He SIBJSIETCS CTPOro crieuMpUYHbIM Map-
KepoM ISl JTaHHOM TrpymIibl 3abojeBaHuii [3].

I'pynna HacjieqCTBEHHBIX HapylleHU# obOMme-
Ha BEIIECTB XapaKTepMU3yeTcs MOsIBJ€HUEM Ha-
YaJbHbIX CUMIITOMOB B TEpBbie MECSILbl XU3HU
pebeHKa B BUle HapylIeHU (PyHKUUU XKeJTyT0UYHO-
KMIIIEYHOTO TpaKTa, HEBPOJOTMYECKUMU CUMIITO-
MaMU U UBMEHEHUEM KOXHBIX TOKPOBOB./Jis1 60/b-
IIMHCTBA allMAYyPUI XapaKTepPHBIM SIBJISETCS HAIU-
yue crneuu@uueckoro 3amaxa mota U MOYM («Mbl-
LIIWHBI» 3amax Mpu GeHWIKETOHYPUU, 3amax Kie-
HOBOT'O CUpOTIIa MpU JIeHIIMHO3€e, apoMaT MOTHBIX HOT
Mpu u30BajepuaHoBoOl auuaemMuu). OTMedaroTCs
HU3KUU MBILIECYHBIN TOHYC, 3aAePKKa ICUXOMOTOp-
HOTO Pa3BUTHS, TOSIBIeHUE cynopor [4].

IIpu aToHMKO-acTaTM4YeCKOil PopMe HEeTCKO-
ro 1epedpaibHOro Mnapajgvya Hapsay C BbIpaKeH-
HOM MBILIEYHOUN TUIIOTOHUEN OTMEYaeTCs MOBBIIIE-
HHUE CYXOXUJIbHBIX pedIeKCOB.
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Hnst unganTuibHOM (popmbl 6osie3Hu [Tomme
(mepuumMT KUCION MalbTa3bl) XapaKTepHO pa3BU-
THe TU(GGY3HON MBIIIEYHOW TMIOTOHUM Yallle K
2-MecsIYHOMY BO3pacTy pedeHKa, yrHeTeHue Cy-
XOXWIbHBIX pedJIeKCOB, KapIuoMeTraausl, 3aepxX-
Ka TICUXWYECKOTO pa3BUTHUs. BO3MOXHO pa3BuTue
renaroMerasiud. CMepTeabHbI UCXOJ MPU AAHHOM
¢bopme OGone3Hu HacTymaeT mo 1 roga XM3HU OT
cepaedyHoi HegocTtaToyHoCcTH [15].

MnaneHueckuii cuHapoMm MapdaHa - Hacen-
CTBEHHOE 3a00JIeBaHUE COCIUHUTEJIbHONW TKaHU C
MPEUMYILIECTBEHHBIM TOpaXkeHWeM OIOPHO-IBUTA-
TEJIbHOTO arrnapara, CepiedyHO-COCYIMCTON CUCTe-
Mbl 4 I1a3. B ocHOBe maroreHe3a JeXXUT Hapyllle-
HUE cuHTe3a Oenka - pudbpununa. [Ipu aToM 1po-
HUCXOIUT HapylIeHHEe PACIIOJOXEeHUST KOJIAare HOBBIX
BoJIoKOH. HeonaranbHblit CM mipeacTtasiisieT co0oi
coueTaHue MBIIIEYHOM TMIOTOHMHU, apaXHOJAKTU-
JINU, BHEIIHUX IMCTAPMOHUYECKUX YePT Pa3BUTHUS,
rpoJiarica 000UX aTPUOBEHTPUKYISIPHBIX KJaMaHOB
U JuiaTauuyu oO60uX aopTajlbHbIX U JIETOYHBIX KOP-
Heil. Mopdosiornyecku MMErTCsI MUKCOMAaTO3HbIE
HaJOXEHMsI Ha KJIallaHax, aHeBpu3Ma cuHyca Baib-
caJIbBbl, MUKCOMAaTO3HAasl TKAaHb BOKPYT aTPHUOBEH-
TpUKYJIsIpHOTO y371a [6, 16-18].

B szakmioueHue mpuBeaeM KIMHUYECKUI CIIy-
yait HenuddepenurpoBaHHoro Tuna CMA y peGeH-
Ka paHHero Bo3pacTta. Maavuuk 6mecayes JHcus-
HU B DKCTPEHHOM IMOpSJAKE IMOCTyIMaeT B OTaeje-
HUE peaHUMallu FOPOACKOro cTallMoHapa r. AiMa-
Thl C XXajlob0aMM Ha OTCYTCTBUE pedJiekca coca-
HUS, ONBIIIKY, SNTM30ANYECKUEe TTOTIepXUBAHUS, OT-
CcyTCcTBUE (DUKCALUMU TOJIOBbI, OTCYTCTBUE ABUXKE-
HUS B HOTaX, aTpOHI0 HUXKHUX KOHEYHOCTE.

U3 anamuesza: pedbenok ot Il 6GepemeHHOCTH
Ha (OHE OTATOIIEHHOTO aKyIIepCKO-TMHEKOJIOTH-
YyecKoro aHamHesa (IJIMTeJdbHOE Oecruioaue, 3a-
Mepiiasgs O0epeMeHHOCThb, HeydauyHble MOTIBITKHU
BKO); caxapHoro mmabera 2 TUIla ¢ KOppeKluei
WHCYJIMHOM, ayTOMMMYHHOTO TUPEOUIUTA, OTEKOB
HUXXHUX KOHEYHOCTE!, apTepUalibHOM TUIIePTeH3UH,
reCTallMOHHO TPOMOOLMTOIIEHUU, HEOAHOKPATHOM
YIpo3bl MpepbIBaHUs O€pEeMEHHOCTH Ha Pa3IMYHbIX
cpokax. MoHoxopeabHasl, IMaMHUOTUYECKast ABOM-
Hs: (ero-deTanbHbIl TPaHCPY3MOHHBIN CUHIPOM
(moHODP), HapyllleHMe MaTOYHO-TUIALEHTapHOTO KPo-
BOTOKa 3 CTeNeHU, UCTMUKO-1IepBUKaIbHASI HENOCTA-
TOYHOCTb, MajoBoaue. I'pynmna kpoBu Marepu 0(1)
Rh (-), npoBoauiack npoduiiakTuka reMoJIMTUIec-
KOl 00JIe3HM HOBOPOXIEHHBIX pe30HATUBOM. Poabl
npexaeBpeMeHHble, Ha 33-i1 Hemesie recranuu, 2-i
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pebeHoK u3 aBoitHu. Bec npu poxnenuu 1733 r, niavHa
34 cM, OKPY>KHOCTb TOJIOBBI 28 CM, OKPY>KHOCTb Tpy-
mu 26 cm. Mo mkane Anrap 3-4 6amna. CocTosiHUe
pebeHKa Mpu pOXIASHUU TSKeIoe, TepeBol Ha UC-
KYCCTBEHHYIO BEHTUJISILIMIO JierKuX. BwlmucaH u3
poagoma Ha 30-e CyTKM C AMarHo30M: liepeOpaib-
Has uiieMusi 1 cTeneHu, paHHUI Meproj BOCCTAHOB-
neHus. HemoHotreHHoCTh 33 Hemenu.

Hauunas ¢ 2-MecssyHOro Bo3pacrta, y peOeH-
Ka OTMeYaJiCh MPOTrpeccupyiollee CHUXEHUE IBU-
rateJbHOW aKTUBHOCTHU, BSUIOCTb, yTpaTa ABUTIa-
TeJIbHBIX HABBIKOB, MCYE3HOBEHUE (PUKCALIMU TOJIO-
Bbl, (hopMupoBaHue nedhopMauu roJeHOCTOMHBIX
cyctaBoB. C 3,5 MecsieB XHU3HU HaAOJIOIATOCh
CHUXXEHUE cocaTtesibHOro pedJiekca, KOTOPbIA MoJ-
HOCTBIO yrac K 4-my Mecsiy.

B Bo3pacte 4 MmecsieB pebeHOK rocnuTaiu-
3UpyeTcsl B CTallMOHap OJuxaiiiero 3apy0exbs
ISl yCTaHOBJeHUS auarHo3a. HeBponornyeckuii
cTaTyc MpU MOCTYIUIEHUU: peOeHOK B CO3HAHUU, Ha
OCMOTp pearupyetr oxupieHueM. OOpaiaer Ha
cebs BHUMaHME OAbIIIKA (CMellaHHas), TAXUIIHO?,
C BTSKEHUeM anuractpus. Barnsan duxkcupyer.
OTMeyaeTcsl MpOCAeXUBaHUE, HEMOCTOSIHHOE.
I'nazuble menu, 3pauku D=S, g43bIK 0 cpenHe m-
HUUM, OTMevaeTcs Jerkas runoMmumusi. I'ogoBy He
yIEPXKUBAET, MOIBUXHOCTh B LIEHHOM OTHEJE CO-
XpaHeHa (BBIBOIUT roJIOBY B 00€ CTOpPOHBI). BU-
JKEHMST B BEPXHUX KOHEYHOCTSIX aKTUBHbIE, YMEPEH-
HO€ CHMXXEHUE aKTUBHOCTH B IJIEYEBOM IMOsICE, IBU-
JKeHMST B HUXKHUX KOHEYHOCTSIX OTCYTCTBYIOT. B mo-
JIOXKEHUM Ha XUBOTE IOIBITKA OTOPBAaTh Ta3 OT
MOBEPXHOCTU. TOHYC MBI BEPXHUX KOHEYHOCTEM
TMEPEMEHHBIN, UCTOLIAEMBIN 10 JIETKOU TMIIOTOHUY;
TOHYC HMXXHMX KOHEYHOCTEH - MO TUIY MbIIIEYHOM
IUCTOHUM (CHUXXEH BO (hJieKCopax, MOBBILIEH B afl-
IyKTopax Oenep). ATpoduUuyecKue H3MEHEHUS
MBI HUXKHUX KOHEYHOCTEN C aKLIEHTOM B JUC-
TaJbHBIX OTAenax. KoHTpakTypbl TroJ€HOCTOMHBIX
CYCTaBOB I10 TUITY «KocojarnocTu». CHUXeHUe Typ-
ropa MSITKMX TKaHel KOHEYHOCTeil, Oosiee BbIpa-
KEHHOE B HUXHUX KOHEYHOCTSIX. CyXOXUJbHBIE
pedJieKChbl HUXXHUX KOHEYHOCTEe! Pe3KO CHUXKEHBI,
BEPXHUX - CpelHeil XUBOCTU, OpIOIIHbIE pedieK-
cbl oTcyTcTBYIOT. IlceBmoOyabOapHble HapyllleHUs
(smu30nbl MoTiepxuBaHMs). Pedekchl opaJlbHOTO
aBTOMAaTH3Ma «-», 3alllUTHBIA pedJiiekc +, monsa-
Hue nmo bayspy +/-, pednekc Tananra +/-, ped-
Jgekc PobuHcoHa -. [lpu Tpakuuu 3a pykKu MpPOBU-
CaHMe TOJIOBHI.
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IMpoBoauncsa auddepeHIMaIbHBIN OUAaTHO3
MeXay 3a00JeBaHUSIMU TPYIIbl HEHPOMBIIIEYHBIX,
MUTOXOHAPUAIbHBIX 3a00JIeBaHuUii, O0Je3HEeN HaKOoI-
nenus (I[MTomme), amuHoauuaypueii. Ha panHem ara-
e AMArHOCTUKM MCKIIIOYEHBI MapaHeoIIacTUYecKue
npouecchl. [IpoBOAUIICS KOHCUIUYM C TMPUBICUCHU-
€M TeAuaTPOB, PEaHUMATOJIOTOB: COCTOSIHUE pebeH-
Ka TPaKTOBAJIOCh KaK HEYTOYHEHHOE IPOrpeccupy-
folllee MuUoINaTH4eckoe 3abojeBaHMe C (PopMHUpOBa-
HUEM JAbIXaTeJIbHOW HEZOoCTaTOYHOCTU. Pesybra-
Thl TEHETMYECKOTO, OMOXMMUYECKOTO, 3JIEKTPOhU3U-
0JIOTMYECKOTO, HEMPOPaaANOJIOTUIECKOTO O0CIENOBa-
HUS WITIOCTPUPYIOTCS B Taba. 1, Ha puc. 1, 2.

Tabmmuya 1

FeHeTuyeckue n GuoxumMmuyeckue nccnepoBaHusa

HanmeHoBaHne aHanusa PesynbTaTr

OCHOBHOW CMEeKTp CNUHaNbHbIX OTpuuaTenbHbI

MbILLEYHbIX aTpodun

MyTauuu, cBasaHHble ¢ X-cuenneH- OTpuuaTenbHbI
HbiIM BapuaHTom CMA («ropsuune»
yyacTku reHa UBAI)

BoisBneHne myTtauumin B reHe, oteeT- OTpuuaTenbHbI
CTBEHHOM 3a dopmupoBaHue CMA
Cc napannyom gmadparmbel Tmn |

Hannyne mytaumn B reHe DMPK, OTpuuaTenbHbI
OTBETCTBEHHOM 3a pa3BUTUE KOH-
reHUTaabHON MblIWWEYHON ANCTPO-

dun

AHanua kpoBu Ha 6onesHb Momne OTpuuaTenbHbIN
AHanun3 kpoBu Ha TMCM (TtaHpem- OTpuuaTenbHbIl
Hag Macc-cnekTpomeTpus)

AHanna KpoBW Ha copepxaHue NaxkTaTt
nakrtarta 1,0 mmonb/n
(Hopma)

Puc. 1. MPT ronoBHOro mo3sra: yMepeHHoe pacuwmu-
peHne 60KOBbIX XenyAO04KOB M NMOAMNAYTUHHbBIX NPO-
CTPa@HCTB, NCTOHYEHME MO3OINCTOrO Tena

Puc. 2. MpuaHakn anekTpoHenpomunorpadum

myrzaliyeva@gmail. com
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Dnekrponeiipomuorpadus (DHMTI): npu-
3HAKU BBIPAXKEHHOTO TOpaXeHUs MepeaHUX POTOB
CIIMHHOTO MO3Ta CO 3HAYUTEJbHbIM CHUXEHUEM
BbI3BaHHOW akTuBHOCTU MbliL - 0,11-0,32 MB ¢
npeobyialaHUEM CHUXXEHMSI B AUMCTAIbHBIX OTAeaax
(puc. 1).

Pe3yabTaThl TMCTOJIOTMYECKOrO HCCJIE-
JaoBaHus Omontara Mbeimnbl (m. deltoideus).
Bonbiiue rpynmnel - Nydku aTpoUUYHBIX, OKPYIJIBIX
MBIIIEYHBIX BOJTOKOH, MyYKH HOPMOTPOGDUIYHBIX TU-
nepTpoUpOBaHHBIX MBIIIEYHBIX BOJOKOH, Cpeau
KOTOPBIX TaKXKe HAXOIATCS U MeJKue aTpoduuHbIe
BOJIOKHA. YTJIOBAaThIX MBbIIIIEYHBIX BOJIOKOH HeT. HeT
HEKpPO30B M pereHapaTUBHBIX KJIeTOoK. HeT BHyT-
PUKJIETOYHBIX siep. B HEGObIIOM KOJMYECTBE BO-
JIOKOH BakyoJu 6e3 oboaka npu okpamuBaHuu [o-
mopu tpuxpomom u I K-orpunarenbHbie. Bbi-
paxeH uHTpadacuuKyasipHbIi Grdpo3. 3amenieHus
sHAOMU3US HeT. HeT BocnanuTeabHOW MHOUIbTpa-
uuu. [Ipy UMMYHOTMCTOXMMHUYECKOM MCCIIeI0Ba-
HUM TPYNIUPOBAHUE MBIIIEYHBIX BOJOKOH Pa3HbIX
TUIOB, HO TUNEPTPOGUPOBAHHBIE MBIIIIEUHbIE BO-
JIOKHA OTHOCSITCS K 1 Tumy.

3axaouenue. CriMHaIbHAs MBIIIEYHAs aTpo-
¢us, Haubosiee BepositeH 1 Tumn. B nuHamuke co-
CTOsIHME pebeHKa C MPOTPECCUBHBIM YXYAIICHUEM,
C IMarHO30M «CIIMHaJIbHAsl MbllleyHas aTpodus,
HEYTOUYHEHHBIN TUI» peOCHOK ObLI BEIIIMCAH U3 CTa-
LIMOHapa Oyuxkaiinero 3apybexbss U HalpaBjeH 1o
MECTY >XUTEJIbCTBA.

BecTtHuk ATMYB N2 1, 2016

ObsexkmueHo: COCTOSIHUE peOeHKa MpU JaH-
HOM rocnuTain3aluy KpaiiHe TsSXKe0e, HecTaOub-
HOE, TSIXEeCTb COCTOSIHMSI OOYyCJIOBJIEHA JbIXaTelb-
HOIl HeIOCTAaTOYHOCTBbIO 3-ii CTEeNeHU, CepaecyHO-
COCYIUCTON HEJOCTATOUHOCThIO 2- CTENEHU, Mpo-
TPEeCCUPYIOLIEH HEBPOJIOTUYECKOWM CUMITTOMATUKOM,
MHTOKCHKaLME. YPOBEHb CO3HAHUSI: COTTOPO3HOE 10
pa3BUTHSI KOMBI 2. B AuHamMuKe MpucOeaIMHUIACH
JIBYCTOPOHHSISI 04aroBo-CAUBHAsA THEBMOHMUSI, CUM-
MNTOMBI CUCTEMHOI BOCHAIUTEIbHOU peakuuu. Jle-
TaJIbHBI MCXOJ HACTYNWJI B pe3yJibTaTe Pa3BUTHUS
MOJIMOPTaHHON HEAOCTATOYHOCTH.

BoiBoapl. CriMHajibHasi MbILIIEYHAsT aMUOTPO-
¢usg 1 Thma MoXeT ObITh OOyCIOBJIEHA MyTalMsI-
MU He ToJIbKO B TeHe SMN1, HO U B reHax, pacro-
JIOXKEHHBIX B COCEIHUX JIOKycaX 5 XpOMOCOMHBI.
IIpoBenenne nuddepeHIMATbHON TUATHOCTUKU
BKJIlI0YaeT B ce0s OOLIMPHBIA CHOUCOK pa3iUuYHBbIX
rpymni 3a00JieBaHU1, COIMPOBOXAAIOIIUXCS TUpdY3-
HOW MBILIECYHOU TMIIOTOHUEH U 3aAE€PXKKOU MOTOp-
Horo pa3ButTus. [IpuBeneHHbIA KIMHUYECKUIA CTy-
yaii sBisiercst mpumepoM CMA, TIpennoaoXuTelb-
HO 1 Tuna, ¢ XapakTepHOU IJisd JAHHOTO TUIa KI1-
HUYECKOI KapTUHOM, MOP(OJOTrMYeCKUMHU U3MEHE-
HUSIMU MBILIIEYHON TKAHU U Pe3yJbTaTOM BJIEKTPO-
GU3MOJIOTUUECKOTO uccaenoBaHus. [1poBegeHHas
nuddepeHManbHas AMarHOCTUKA MCKJIoUWIa psif
KOHKYPUPYIOIINX AMAarH030B. JI1s1 TOCTaHOBKM OKOH-
YaTeJbHOTO JMarHo3a TpeOoBaJloCh PaCIIMPEHHOE
TeHeTHYeCcKoe HCClieloBaHue.
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| TMn XxynblHAbIK Oynwbikernk amumotpodusa (XKBA), BeppHur - FToddmaHH xepen katepnl uHdpaHTUnbA1
XYNblHABIK amMuoTpodus) - ayTocoMAbl - peueccusBn xonmeH 6Geptenk Aypyabu, gamyblHa 5g12 2 - g13.3
XpomMocomachbiHbl, reHgepl xayanTtol. OCbl aimMakTa opHanackaH 4 reHHLW, 3akbiMaanybl aypyabll AaMYyblH X3He
aypy arbiMblH aHblkTamabl. Fomo3uroTtansl xarpanga SMN reHlHly 7/8 ak3oHAapbl, aeneumnsacol xul TapanraH.
SMN 1 renblw, myTaumnace HaTuxeaHpe nepudepuansly kodransic HenpoHaapbl, npePHKHbw MPHKra arHanysl
X3He onapnably KepekTeHy! MeH kbiameT eTy! 6y3binagbl. )XXBA AonMarHOCTMKACbIHbL, «afTblH CTaHAapTbl» GOMAbIN
reHeTmkanolk epnl!c tabbinanbl. FeHeTukanblk guarHoctuka SMN 1 reHwaen 7 X3He/Hemece 8 3K30HHbL, Aene-
LUACBIH aH.blkTay XaTtapabl. «6na3 6ana» cumntompap keweHuww, 61paeH-61p kypaywbl | Tun XBA. XBA 1 6
annblk xacka genlH KepiHic 6epenl xaHe arbimbl katepnl. AtanraH natonoruscel 6ap 6ananap 6acbiH ycTtanabl,
6ipaK ewkawaH ayHamaybl, oTbipMaybl MyMioH. BipiHuui npokcumangbl 6enimMH1H. 6ynwbikeTTep1 3akbimaanansl,
cocblH YPIIC xorapbl epbupl. XBA 1wl turmH 6acka «anc!3 6ana» cuHapompapbiMeH anddepeHumnanabl auar-
HOCTMKA XYypn3y kaxeT; Tya 6!TkeH muoguctpodusanap, HeoHaTanabl MUacTeHUs, MeTabonumkanblik MUONATUS-
nap, uepebpanbibl can aypyblHbll aToOHUKanblk Typi XaHe MapdaH cuHApOMbI. ATanraH makan aga oOCbl TaKbl-
pbin 6olibiHWa 9aebu wony kennpwreH. XynblHAbIK OynwbikeTT1k aMnoTpodus AMarHo3bl reHeTukanbik Adnen-
neHbereH, 61pak knuHukanbl, KepiHici, kocbimwa 3epTTey aflicTepi apkbinbl aHbiKTanraH KAMHMKanbL, Xxargamn
cunatTtanraH. 3eptTey bGapbicbiHoa XBA 1 TunlH Gacka ykcac aypynapmeH auddepeHumanab AMarHoctuka
xypnainal.

Tyilual cespep: XynblHALIK 6ynwblikeTTk ammoTpodus, SMN 1 reHl, 6ynwbiKeTTK rMNOTOHUSA, AnddepeH-
unan babl AMarHocTumka.
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SUMMARY

Spinal muscular amyotrophy type 1 (SMA), Werdnig-Hoffmann infantile spinal amyotrophy) is inherited in an
autosomal - recessive manner. Responsible for the development of the disease genes are localized in the
region of chromosome 5g12.2-q13.3. There are 4 gene in this zone, damage of which causes the development
of the disease or determines its severity. The most common SMN gene mutation, a deletion introduced in the
7th or 8th exon in the homozygous state. SMA type 1 is one of many diseases, causing the symptom «floppy
baby». «Gold standard» diagnosis of SMA is a genetic method. Genetic diagnosis is to determine the deletion
of exons 7 and / or 8 SMN1 gene. Among the methods used electrophysiological methods such as needle
electromyography. Children with this disorder may keep their head, but never turn over or sit. The first in the
pathological process involved the proximal muscles of the lower extremities, the process has spread upward.
SMA type 1 must be differentiated from other diseases that cause a syndrome «floppy baby»: structural
myopathies, neonatal myasthenia gravis, metabolic myopathy, storage disorders, atonic form of cerebral palsy,
Marfan syndrome. This article provides a brief overview on the topic. Discussion on the clinical case of a child
with genetically unconfirmed diagnosis of spinal muscular amyotrophy, but with the presence of characteristic
clinical picture and pathognomonic for the SMA results of additional methods. During examination of the child
was carried out differential diagnosis of SMA type 1 with other diseases that give similar clinical picture.

Key words: spinal muscular atrophy, SMN1 gene, hypotonia, differential diagnosis.
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