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Pestome. B cmamve noxasaivt 0CO6EHHOCIU MeUEHUsL BPOACOCHHOT CRUHALLHOT aMUompoduu y pebenka zpyonozo 603pacma

C Uejvto npeaomepameuuﬂ owuboK 6 OuazHOCmuKe U AeueHuu.
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CHI/IHaJIbHaH amuorpodusi — rpymnma 3abosieBaHuii,
B OCHOBE KOTOPBIX JIEKHUT IIPOTPECCUPYIOUIIIT
]Lel‘ellepaTl/IBllbll‘/Jl IIpo1ecc KJIETOK Iepe/lHNX poros u JeMun-
eM3anus MepeHIX KOPEMIKOB CHUHHOTO MO3ra. AHaso-
TMYHBIE U3MEHEHUS OTMEYAIOTCSI B JBUTATEIBHBIX s/Ipax
un kopemkax V, VI, VII, IX, X, XI u XII yepennbix HepBOB.
B ckesieTHBIX MBIIIIAX HEHPOTEHHbIE U3MEHEHUS XapaKTe-
pUBYIOTCSI «ITy4KOBOIi» aTpodueil, yepenoBanreM aTpodu-
POBAHHBIX U COXPAHHBIX IIYYKOB MBIIICYHBIX BOJIOKOH, IHa-
JIMHO30M, THUTIEPIUIa3ueil CoeqMHUTEIbHON TKanu. 3abosie-
Banue Brepsbie omurcano B 1891 r. Bepauurom un B 1893 r.
Toddanom. Hacnenyercss mo ayTocoMHO-peIecCUBHOMY
turty ¢ vacroroit 1 ma 6000—10000 HOBOPOXKIEHHDIX.
B 3aBUCHMOCTH OT BpeMeHU MPOSIBJICHUS EPBBIX KJINHIYE-
CKHMX CUMITOMOB, T€UeHUsI MUOANCTPO(PUUECKOTO TIpoIiecca,
JIOKJI3AIMH MBIIIEYHBIX aTPOhUIl BBIIEISIOT CIeYIONHe
dopmbr 3a60eBaHUs: BPOKACHHYIO, IETCKYIO PaHHIOWN
U 1103/1H1010. B HacTosIee BpeMs U3y4eHbl IIPOKCHMaJIbHbIE
cIUHAJIbHBIE MbITIedyHbIe aTpodun (CMA) neTckoro u 10HO-
meckoro Bodpacra: I turnt — 6osesub Bepauura—Iloddmana,
IT Tt — pomeskyroutstit, [T tur — Krorensbepra— Benan-
nepa [1-5]. ¥ B3pocibix onucaHa u usydeHa OyJbOOCIIN-
HasibHast amuoTpodusa Kennenan. /[narnoctrka crimHaaIbHBIX
aMuOTpodG Uil BBI3BIBAET 3HAUYUTETbHBIE TPYIHOCTH, 0COOEH-
HO B paHHEM /IETCKOM BO3pacTe, n3-3a BbIPAa’KEHHOTO 110JI1-
Mopdu3Ma KINHUIECKUX TPOSBICHNI. ['eH, OTBeTCTBEeHHBIN
3a BosuukHoBeHne CAM I-III tunos, HasBanbiii SMN,
pacroJioxken B paiione 5q13 u npezictaByien [ByMsI BbICOKO-
TOMOJIOTUYHBIMU ~KonusaMmu (TesoMepnoit — SMNI1
u 1enTpomepuoii — SMN2). ¥ 96% nainuentoB pernctpu-
pyetcs penenus rera SMN1 ¢ CAM [-111 Tunamu. Yautsi-
Basi BBICOKYIO YaCTOTY HOCHUTEJIbCTBA 3ab0seBaHus (TIPH-
6ausurenvio 1 caywait na 40 venosex), memecoobpasHo
BBISIBJIEHHE TEeTEPO3UTOTHOrO HOcHTeabcTBa rena SMN1
B l'[Ol'ly]THIH/II/I.

Bposkaennast ¢opma 3abosieBaHUs camast TSKETas
M 3JI0KQUeCTBEHHAs, UMEET OBICTPO MPOTPeccupyloliee Teye-
HUe, JICTAJIbHbII UCX0/l HACTYIAET, KaK IIPaBUJIO, B PAHHEM
nerckom Bospacte. IIpn ¢popmax CAM I-III tuna mpo-
JNOJKUTEJNBHOCTh JKU3HU MoxeT gocturatb 20-30 jet.
OCHOBHOII TPUYNHON CMEPTU ABIAIOTCS TIKETBIE COMATH-
YecKHe PacCTPoicTBAa Cep/leYHO-COCY/ANCTON ¥ JIbIXaTeJlb-
HOU cucreM, 00ycJIOBIEHHbIE €JHA00CTBI0 MYCKYJIATypbl
TPYIHON KJETKH, CHIPKEHHEM ydJacTust eé B (DU3M0JIOTHU
JbIXaHus, 1 OyabOapHbIe TPOABICHUS.

WNsydenne pasubix popm CMA TO3BOJISAET PacHIMpUTh
npezcrasieHus o heHoTuIe JaHHOI matosoruu. [IpuBoaum
cobeTBennoe Habmoaenne 6oabHOTO ¢ BpokaeHHon CMA.

Bowvnou H., 06.04.2013 200a poxcoenus (1 200).
Ha MoMeHT mocTyIuieHust B CTallMOHAP MaTh HPeIbsBIIsAIA
JKATOOBI Ha OTKA3 OT €IbI, CY/I0POTH, CHIKEHNE MACChI TEJa,
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OJIBIIIKY, OTCYTCTBUE JIBUTATEJIBHOI aKTMBHOCTH B BEPXHUX
1 HIDKHUX KOHEYHOCTSIX.

PebeHok poauiics OT BTOPOil HOPMAJIbHO IIPOTEKaBIIEi
6epeMeHHOCTH, B cpok 40 Hemenn, husnonsornyeckn. Macca
tesna peberka npu poskaenun cocrtasuia 3300 r, poct —
50 cm. Omenka 1o mkase Anrap Ha 1 muHyTe — 9 Gasios,
Ha 5 munyTe — 10 Gamnos. [Ipunoxken K Tpyau B pojsalie,
cocan Bsso. [lymoBuHHBIN ocTaTOK oTman Ha 7 CYTKH,
nynoyHast pana 3axkusa Kk 10 guro. Beimcan us pojoma Ha
4 cytku. IIpuBHUBKM He TPOBOJMJINCH U3-32 OTKa3a MaTepH.
HacnencrBennslit aHaMHe3 — POJAUTENH 370POBbI, aHa-
JIOTHYHBIX cTy4yaes 3aboseBanus B cembe Het. [Tocsie Bbimu-
CKM M3 POJJIOMA MaTh OTMevasa, 1Ipu OOIIEM Y/AOBJIETBO-
PUTEJIHLHOM COCTOSTHUU pPeGeHKa, BSIOCTh COCAHUST TPYAU
pebeHKOM, CHUMKeHue oOIeil ABUTaTeabHOl aKTHBHOCTH,
cmabpiii kKpuk. B Bo3pacte AByX Hemesqb peGEHOK TepecTalt
COBCEM J[BUTATh HOKKAMMU, TOSIBUJIACH CJIA00CTD M B BEPXHUX
KOHEUHOCTSIX, 0o0Ilasi MblllledHasi TUIIOTOHUs. B cBsizu
C TIEPEYNCICHHBIME JKaT00aMu, peGeHOK OBLT 0bcaeI0BaH
HEBPOJIOTOM, TEHETHUKOM 110 MECTYy HpPOXHBAHUA WU
HAIPaBJICH HA KOHCYJIbTAIMIO B VIHCTUTYT MOJIEKYJISPHON
6uosornu u reerkn HAMH Ykpauust (r. Kues), e na
OCHOBAaHMM  PE3YJIbTaTa MOJIEKYJISPHO-TEHETHYECKOTO
WCCJIEJIOBAHUS BBISIBJIEHA JleJiellsl 7-T0 U 8-TO 9K30HOB
tesioMepHoro rena SMN1 B roM0O3UTOTHOM coCTOSTHUM (CITU-
HaJIbHAs MBIIIeYHas aTpodus).

Ha mpoTsikeHnu 11epBOro rojia JKU3Hu y pebeHKa Tpo-
rpeccupylonie Hapacraja KJIMHAKA TeHePaJn30BaHHON
MBIIIEYHOH THIIOTOHWH, YTO BBIPAKAJIOCH B OTCYTCTBUU
Kaknx-ambo ABWKeHnid. PeGeHoK He gepsKaj TOJIOBY, He
cuziesr. OTMEYANIOCh CHUMKEHUE CYXOKUJIBHBIX PedIeKCcOoB.
Bysb6apible paccTpoiicTBa MPOSIBJAAINCH CIa0bIM COCAHMU-
€M U KPHUKOM, CHMKEHHEM TIJIOTOYHOrO pediekca.
C 10 mecsrneB KOPMHJICS Yepe3 30HJ, CAMOCTOSTENBHO He
raoTalt. PeGeHOK MOCTYITHII B pEAaHIMAIINOHHOE OTIEIEHE B
KpaiiHe TSKeJOM COCTOSTHMU € BBIPAKEHHOM JIbIXaTebHON
Hepocrarounocteio [I-111 crenenu, cumnromamu perujpa-
nun 11 cT. Manpunk B coO3HAHUU, BSJIBIM, HA OCMOTP pearu-
pPyeT odYeHb CJIaOBIM HMOIMOHAILHBIM BO30YKICHHUEM.
He ruoraer. Boabmioit poannydok 3akpbiT. OTMedaercs
BhIpakeHHAs BOPOHKOOOpasHas medopMarust rpyaHon
KJIETKM, CKOJIMO3, KOHTPAKTYPHbIE H3MEHEHUS CyCTaBOB
HIDKHUX KOHewyHocTeil. [Ipn m3aMeHeHUM MOJIOKEeHUs Tea
MOSIBJISIETCS] TOPU3OHTAJIBHBII HUCTArM. BbIpakeHHast rUII0-
TOHUSI BO BCEX TIPYIIAX MBI AKTUBHBIC J[BHJKEHUS HPU
ocMoTpe OTCYTCTBYIOT. Apedsexcus. CyxoXnibHbIe
pediekchl He BbI3bIBAIOTCA. KOKHBIE MOKPOBBI OJefHbBIE,
BBIPAKEHHDII aKPOIMAHO3, TYProp TKaHeil Pe3KO CHUKEH.
Carypanust kucjaopoga — 77%, remieparypa tejaa — 37,4°C,
npixanue — 60-70/MUH, 9UCTO CepAeYHbIX COKpANeHuN —
186—190/mun. Maxruyeckas macca teaa 6500,0, nedumur
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Macchbl coctaBisteT 35%. JbIxaHue IOBEPXHOCTHOE, MePHo-
IMYIEeCKOe aPUTMITYHOE C YIaCTHEM KPBLIheB HOCA, BTSIKEHU-
€M I10/1aTJINBDBIX MECT 1‘py11110171 KJIETKH 1 Me>1<pe6ep11b1x 11po-
MeKYTKOB. [lepkyTopHO Haa JerkmMm Jero4yHol 3BYK,
AyCKyJIbTATUBHO — OCJAOJIEHHOE JIBIXaHUE C JABYX CTOPOH.
ToHBI cep/iiia pUTMUYHBIE, OCAA0MEHDI, TaxXuKapaust. JKuBor
HECKOJIBKO B3JIyT, TeYeHb +1 cM, cesle3eHKa He MaJblIupyeT-
cs1. CTyJ o pa3 B cyTkH, oopmieHHblil. Moueuncirycka-
HIEe CaMOCTOSTEJbHOE.

B cBsa3m ¢ peskuM majieHEeM caTypaluyi KHCIOpoja 0
40-50% pebenok Ol nepesezier Ha VIBJI, rosry4as cuMIro-
MaTHYECKYIO TepaIuio U MperapaTsl, yIydIiIaolue TpPOhUuKy
HepBHOii Tkauu. CocrosHue pebeHKa 0CTaBajoCh KpaiiHe

JIUTEPATYPA

TAKETBIM M 4Yepe3 JBe HeAeln OblIa KOHCTAaHTHPOBaHA
CMEPTb OT OCTAHOBKU [IBIXaHWS U CEPACYHON /IS TeTHHOCTH.

Wrak, namm onwucan ciaydaii BpoxaenHoit CMA
¢ 1eb6roToM 3a00JIeBaHUST ¢ MOMEHTA POKAEHUS, OBICTPHIM
MIPOTPECCUPYIONTNUM, 3JIOKAUECTBEHHBIM TeYeHUEM. Y UHTHI-
Bas BBICOKYIO 4aCTOTY HOCHTEJNbCTBa 3a00seBaHus, IeJe-
c0006pa3HO BBISIBJIEHWE T'eTePO3UTOTHOTO HOCHTENbCTBA
nesteruu rena SMN 1 B monyJisiiiuu, mpoBejieHne KOCBEHHON
JHK-guarnoctukn CAM I-1III tuma ¢ ucmoab3oBaHueMm
nosmmmopdubix IHK-mapkepos. loponosas /IHK-nuaruo-
ctuka CAM I-III Tuna, OAHOBPEMEHHO IIPSIMBIMU
W KOCBEHHBIMH METOJAMU, — CHUJKAET PUCK POKIAECHUS
60J1bHOTO pebeHKa.
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Summary. The article shows the peculiarities of congenital spinal amyotrophy from infant to prevent errors in diagnosis and treatment.
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