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. OIPEAEJIEHUE
CnuHanbpHble MbIIIEUHbIE aTpoduu — rpynna KIMHUYECKH M TEeHETUYECKH TeTepOTreHHBIX
HACJIEJICTBEHHBIX 3a00JI€BaHMM, BBI3BAHHBIX MPOrPECCUPYIOUICH Jerenepaieii MOTOHEHPOHOB
HEepeHUX POTOB COHMHHOTO Mo3ra. Hauano 3a0oneBaHus BappuUpyeT OT POXKIEHUS 0 B3POCIOTO
BO3pacTa.
1. COKPAIIIEHUA
BJIITI — BeHTUIALMS C ABYXYPOBHEBBIM MOJI0KUTEIBHBIM JABICHUEM
BIIII/I — BeHTUASALUHS C IOCTOSIHHBIM ITOJOKUTENBHBIM JaBJIECHUEM
JHK — ne3oxkcuHyKIIeMHOBast KUCI0TA
['OP — ractpoazodareanbHblil pedaroke
KKT — eny104HO-KUILIEYHBIN TPAKT
K®K — kxperuaunapochoknHaza
HBJI — nennBa3uBHast BEHTHISAIUS JIETKUX
HI'3 — HazoracTpaibHbIi 30H]1
CMA — crivHanbHas MbIIIeYHas aTpoQusl.
PHK — pubonykienHnoBas Kuciora
OT'IC — 330¢aroractTpo1yo1IeHOCKOIHUS
OHMI — snektponeripomuorpadus
NAIP — cokp. or Neuronal Apoptosis Inhibitory Protein (6enok-uHru6uTOp HEHPOHAILHOTO
aronTo3a — aHrJ.)
NREM con — non-rapid eye movement sleep (con 6e3 ObICTPBIX ABHKCHUI INTA3HBIX SOIOK —
aHTI.)
REM con — cokp.ot rapid eye movement sleep (coH ¢ ObICTPBIME ABHXCHUSAMH TJIa3HBIX SOJI0K
— QHTJIL.)
SMN - cokp. ot Survival Motor Neuron (reH «BbDKHBAGMOCTH MOTOHEHPOHA» - aHTJI.)
TREAT-NMD - cokp. ot Treat neuromuscular disorders (iieueHre HepBHO-MBIIICYHBIX
paccTpOWCTB — aHIIL.)
111.MKB [LIDPHbI:
G 12 CrinnanpHasi MpIIIeYHast aTpO(Hs U pOJICTBEHHBIE CHHAPOMEI.
G 12.0 Hderckas cnuHaibHasg MbleyHast atpodus, | tun (Bepauura-I'odpdmanna).
G 12.1 JIpyrue HacneACTBEHHbIE CIIMHAIBLHBIE MBIIIICYHBIE aTPOPUH.

G 12.2 boste3Hb IBUTATEIILHOTO HEHPOHA.
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G 12.8 [/Ipyrue cimHaabHbIE MBIIIEYHBIC aTPOPUU U POJICTBEHHBIC CUHIPOMBI.

G 12.9 CniunanpHas MbIiedHas aTpodus HEYTOUHESHHAS

IV.YACTOTA
YacroTa BCTpEYaeMOCTH CIIMHAIBLHBIX MBIIIEYHBIX aTpoduii coctaBnser 1 Ha 6000-10000
HoBOopoxeHHbIX [American Journal of Medical Genetics 2002;110:301-307]. Yacrora
HocuTenbCTBa nenenuu 7 sk3oHa rena SMN 1:50 uenosexk [American Journal of Medical
Genetics 2002;110:301-307].
YacTora BCTpedyaeMOCTH OylIb00-CIIMHAIBHON  MBIMIEYHOH arpoduu  (cuHApOMA

Kennenn) 1 na 50000 yenoBek (sBisieTcs camoii yactoit B3pocioit popmoit CMA) [Arch Neurol

2002;59:1921-1926].

V. 3TUOJIOI'UA

I'enernueckoe 3a0oneBaHHMe, IMPH KOTOPOM BO3MOXKHBI BCE THIIBI HACIEIOBAHUS
(ayTOCOMHO-ZIOMUHAHTHBINA, ayTOCOMHO-peLecCUBHbIN, X-cueruieHHbli). HanbGonee uacto
BCTpeyarolasicst popma — paHHsA AETCKas C ayTOCOMHO-PELECCUBHBIM TUIIOM Hacjel0BaHMUs.

I'e SMN oTBeTcTBeHEH 3a pa3BUTHE CIWHAIBHONW MBIIICYHON arpoduu paHHETO
JIETCKOTO BO3pacTa C ayTOCOMHO-PELECCHBHBIM THIIOM HacjenoBaHus. Jlokanmuzamusi reHa —
aokyc 5q13. Ilpu neneunn 7 sx30Ha B reHe SMN pa3BuBaeTcsi ciiHaNIbHAs MbIIIEYHAs aTPOPHUSL.
Taxoke MoOryT OBITh BOBJIEUEHBI B 3a00s1eBaHue Omu3nexamue reasl NAIP u p44.

I'ew SMN komupyer Oenok, cocrosmmii w3 294 aMHHOKHCIOT W HWMCHOIIHA
MOJIEKYJISIpHYIO Maccy okoiio 38 kJ/la. @yakmuu 6enka SMN: B sape KIIETOK SBISCTCS YacThIO
PHK-nporenHoBOro Komiiekca, y4yacTByeT B (hOPMUPOBAHMM YacTU CIUIaiCE0COMBI, KOTOpas
katanusupyetr npe-PHK-crnalicunr, cBsf3aH ¢ KOHTpOJeM CHHTe3a OEIKOB M MX H30hOpM; B
aKCOHax TMPHUHHUMAET ydacThe B akcoHalbHOM Tpancnopte MPHK, cmoco6ctByer pocty
HEHPOHOB ¥ HEPBHO-MBIIIIEYHOTO COCTUHEHHUS.

CymectByet 2 rena SMN: SMN1 unu renomepnsiii SMNt, 1 SMN2 wnu neHTpomMepHbIi
SMNC, cOOTBETCTBEHHO UX PACMONIOKEHHIO. 95% CIMHAIBHBIX MBIIICYHBIX aTPOQHil CBSI3aHbI C

mytanusmu B reae SMN1.
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bynb0o-cniunanpHas Meimieunas atpodus Kennenu cesizana c nokycom X(12, B koTopom

Haxonutes red NR3C3, koaupyronuii 6e10Kk aHAPOTeHOBOTO perentopa. Mmeer X-crienieHHbIH

TN HacieaoBaHus. YBenudeHue L[AI-noBTopoB B 1 3K30HE T'eHa NPUBOAUT K Pa3BUTHIO

3a001€BaHUs.

Hpyrue penkue GOpMbl CIIMHAIBHBIX MBIIIEYHBIX aTpoduil mpeacTaBieHsl B Tadnuie 2.

HCKOTOpHC N3 HUX UMCHOT €IUHUYHBIC OIIMCAaHUs B MI/Ip0B0171 JIUTEPATYpPEC, MHOTHE U3 KOTOPHIX

CHGHI/I(l)I/I‘IHBI JJIs1 KOHKPETHBIX U30JIATOB.

Tabnuna 2.
Jlpyrue GopMbl COUHATBHBIX MBIIIEYHBIX aTpOpuit
3aboneBanue Benox/I'en Cokpamennoe | Tun Jlokyc Homep
Ha3BaHHE HacJeJ0BaHUs B
(anrm.) OMIM
Wudantunphas YOUKBUTHH- XL-SMA; X-cuemnennsiii | Xpll.23 #301830
CIHMHAJIbHAS MBIIICYHAS AKTUBHPYIOLTUH SMAX2
atpodust ¢ ¢depment 1 (UBE1L)
ApTPOTPHIINIO30M
Ipokcumansras CMA ¢ VAPB Tun ®unkens, | A/l 20q13.32 | #182980
AJl HacneoBaHUEM U WIA  TO3IHUN
B3pOCJIBIM Ie0F0TOM B3POCIIBIH THII
CMA: BpoxaeHHas, TRPV4 SPSMA AJl 12924.11 #600175
HENPOrpecCHpyoLIasi, ¢
NPEHMYIIECTBEHHBIM
MOpaXeHHEM HIKHUX
KOHEYHOCTEH =
JIOIIaTOYHO-TIEpOHEaIbHAS
CMA
Pannsis CMA ¢ JByronossrii [, ALl 9g22.31 #609797
KOHTPaKTypaMu JPO30(HIIBI, TOMOJIOT 2
(BICD2)
CMA ¢ noMuHHpYOLICH JuneunH, SMA-LED ALl 14932.31 #158600
aTpoduel HIKHETOo Mosca | IUTOIUIa3MaTHYCCKUH
KOHEYHOCTEN 1, Tsoxenas nens 1
(DYNC1H1)
Huctameaas CMA, X- ATdaza, Cu™- | SMAX3 X-cuertennsnii | Xg21.1 #300489
ClEILICHHAs 3 transporting, alpha
polypeptide (ATP7A)
JucranpHas UmmysormoOymua  p- | DSMAGS; AP 11q13.3 #604320
nHdarTuneHas CMA ¢ cBs3aHHBbIl  Oenok 2 | SMARDI;
napanundom auadparmMbl (IGHMBP2) HMN 6
[MoHTouEpebemspHast Vaccinia-cs3annast PCH1A AP 14932.2 #607596
runoruiazus ¢ CMA kurasza 1 (VRK1)
ITonToLEpEbEIsIpHAs Ok3ocombl  kommonent | PCH1B AP 9pl1 #614678
runoriasust ¢ CMA 3 (EXOSC3)
CHHAPOM HIKHETO PLEKHG5 DSMA4 AP 1p36.31 #611067
MOTOHENPOHA C paHHUM
JIETCKUM Ha4yaJioM
JucransHas MOTOpHas DNAJ/HSP40 DSMAS5; AP 2035 #614881
HEBPOIATUS C PAHHUM I'omonor, dHMN

B3pOCIIBIM JIeOF0TOM

cybcemelictBo B, wien
2
(DNAJB2; HSJ1)
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IIpokcumansras CMA c N-AnuncpuHUHTO3UH SMA-PME; AP 8p22 #159950
TpoTpeccupyromei Amuzoruapomnasa 1 | SMAPME
MUOKJIOHYC AMHJIencueit (ASAHT; Kucnas
epaMuIasa)
HuctanbHas DSMA 2; | AP 9p21.1- #605726
HacJIeICTBEHHAs HMNJ pl2
MOTOpHas
MOJIMHEBPOTIATHS TUTIA
Jxepa
CuHAPOM HIDKHETO SMAJ Al 22911.2- #615048
MOTOHEHPOHA ¢ TIO3JTHIM g13.2
B3pOCIBIM JIe0I0TOM

AJl — ayTOCOMHO-TOMUHAHTHBII

AP — ayTOCOMHO-peLIeCCUBHBIN

VI.ITATOI'EHE3

[Ipu momaBnenun cuHTe3a Oenka SMN  mpoucxogsT clueayronue HW3MEHEHUS:
«HETPABWJIHHOEY» YMPABICHUE aKCOHAMH MPUBOJUT K UX YPE3MEPHOMY BETBIICHUIO, CHIDKCHHUIO
CKOPOCTH pPOCTa AaKCOHOB, CHIJKEHUIO pa3MEpOB aKCOHOB, aHOMAJbHOM KiacTepu3aluu
KaJbI[MEBbIX KaHAJIOB B KOHYCE pOCTa, (POPMHUPOBAHUIO AHOMAIBHBIX MPECHMIIATHYECKHUX
TePMHHAJICH aKCOHOB JBUTaTeNbHBIX HEHpoHOB. Ilpu 3TOM B CIMHHOM MO3re MPOUCXOAUT
MPOTpECCUPYIOIIAsl MOTEPsSi MOTOHEHPOHOB B MEPEAHUX pOrax CIHMHHOTO MO3Tra, YTO B MEPBYIO
odepeb MPOSABIISIETCS aTPOUSIMHU TPOKCHMAIBHBIX MBI KOHEUHOCTEH.

VIl. KIIACCUDUKALIMA
Kaaccudukanus 4acto BCTpEUaAIOMIUXCS CIIUHAIBHBIX aMUOTPOGUIl OCHOBBIBAETCS HA

BO3pacTe Hayajla U XapakTepe KIMHUYECKUX MPOSIBICHUN

Tabnuna 1.
Knunnueckas knaccudukanus tumoB CMA [http://www.treat-nmd.eu/care/sma/care-standards].
Tun CMA Bo3spacr MakcumanbHas EcrecTBenHb1l Tunuuzele NPOsIBICHUS
nedrora GbyHKIHS BO3pacT
3a0omneBaHus HACTYIUICHUS
CMEpTH
Tumn 1 0-6 Mecs1EeB He cugur Jo 2-x ner I'myGokast cmaboCTh ¥ TUIIOTOHUSA,
Bosnesnp TPYIXHOCTH KOHTPOJISI TOJIOBBI,
Bepnuura- cJ1a0BIH KPUK U KaIllesb, TPYIHOCTb
l'opmanna C TJIOTaHHUEM U BBLJICIEHUEM

CIIIOHBI, OCIIOXKHEHHOE TCUCHHE
3a00JIEBaHMI U3-3a IbIXaTeIbHON
HEIOCTaTOYHOCTH U
acMUpalOHHON THEBMOHUU

Tun 2 6-18 mecsie | He crout Bonee 2-x net 3amep)kKka MOTOPHOTO Pa3BUTHS U
XpoHUYecKuit Habopa Beca, c1a0blil Kalenb,
WH()AHTHIBHBIN TPEMOP PYK, TPEMOD PYK,
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THII KOHTPAKTYPhI U CKOJINO3
Twm 3 Craprme 18 CrouT 1 XOIHT 3pemnsrii Bo3pact | Melmeynas ciaboCcTh pa3InaHON
Bbonesnp MecsIEB CTEIICHU BBIPA)KEHHOCTH, KPAMIIH,
Kyrennbepra- KOHTPAKTYpPbl U TUIIEPMOOHIBHOCTh
Benannep CYCTaBOB, IOTEPs CHOCOOHOCTH
XOJUTh C HEKOTOPOT'O MOMEHTa
JKU3HU
Tun 4 B MoryT norepsars 3pensrii Bo3pact | IIporpeccupyromas
[Mozauuit Tun MOAPOCTKOBOM | CITIOCOOHOCTB K NpOKCHUMalIbHasi MbIIIIeYHast
WM B3POCIIOM | CaMOCTOSITEIEHOMY c11a00CTh, CHIKEHHUE CYXOKHIBHBIX
BO3pacTe TIEPEIBIKESHIIO pedirekcoB, (hacIHUKyISIIUN
VIIl. JUATHOCTHUKA

Knunnueckast kapruaa CMA 1 tuna (6one3nn Bepnuura-I'opdmanna) xapakrepusyercs
neOrTOM paHee 6 MecsIeB, CUMITOMOKOMIUIEKCOM «BSUJIOrO» peOeHKa, KOJIOKOI00O0pa3HOH
dbopMoil rpyIHON KIIETKH, BBIpaXEHHOW TUIIOTOHUEH, apeduiekcuel, hacuKyIauusaMy S3bIKa U
npoOiremMaMu ¢ JAbixaHueM. [lanueHTbl OOBIYHO TOTHMOAIOT 10 2 JIET OT JAbIXaTeIbHOU
HEIOCTaTOYHOCTH, BO3HUKAIOIIEH B pe3yJbTaTe MHTEPKYPEHTHBIX HH()EKINH.

ITpu CMA 2 tuna (uau mpoMexyTOYHO# opme) 3abosieBaHre IeOIOTHPYET C 6 MECAICB.
Y OONBHBIX TaKXKe OTMEYaeTCs CHUMITOMOKOMIUIEKC «BSUIOTO» peOeHKa, TUIOTOHUS,
apedexcus, GacUUKYISIIAH S3bIKa U MPOOJIEMBI C JbIXaHHeM. Takue ManueHThl MaKCUMAJIbHO
CIIOCOOHBI CaMOCTOSITEIbHO CHJIETh U Yy HHMX Pa3BUBAIOTCS MHOTI'OYMCIEHHBIE KOHTPAKTYpPHI
KPYITHBIX CYCTaBOB.

CMA 3 tuma (6one3ur KyremnOepra-Bemanaep) MOXeT Takke HAYMHATBCS B PaHHEM
JI€TCKOM BO3pacTe, 3TH MAallMeHThl MOTYT CAMOCTOSTEIbHO XOAUTh. IlanueHTsl 00bIYHO UMEIOT
cnabocTb B MOAB3JOIIHBIX, YETHIPEXIJIABBIX M  aJAYKTOPHBIX MBIIIIAX, TUIIOTOHUIO,
runopediaekcuo 1 pacuuKyIsuy A3bika. HekoTopele n3 ManeHToB 3TON IPYIIBI CO BpEMEHEM
yTPauuBaIOT CIIOCOOHOCTh K CAMOCTOSATEILHOMY TE€peIBUKEHUIO.

Tun 4 00bIYHO MMeEEeT AEOIOT BO B3pPOCIOM BO3PAcT€ M MEUICHHO MPOTPECCHUPYET, a
MPOTHO3 00BIYHO O0JIee TOOPOKAYECTBEHHBIH.

bynbOocnuHanpHas MblieyHas arpodus, wian cuHapoM KenHenu, unmeer ae00T B
cpenneM B Bospacte okosio 30 ser (oT 15 mo 60 ner). B kinHHYECKOW KapTHHE OTMEUAOTCs
KpaMInu W/uiu 00N B MBIIIAX, MBIIIEYHAs CIa00CTh, THHEKOMACTHS, AWCTaIbHas CclaboCTh,
crnabocth U aTpouu sA3bIKa, PACIUKYISIUU. OynbOapHas auchyHkims (nucdarus, acmuparms,
JM3apTPHsl, CIa0OCTh JKEBATEILHBIX MBIIII), TPEMOP B PyKaX MOCTYpaJbHBIA U B JBHIKCHHH.

CI/IMHTOMBI, CBA3aHHBIC C aHHpOPCHOBOﬁ HEAOCTATOYHOCTHIO: THHECKOMACTHS B 50-70% CJIyuacB
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(MOXeT OBITh ACUMMETPUYHOH ), CHIDKCHHE ITOJI0BON (PYHKITMH (OJIUTOCIIEpMUs), aTpodust IMUEK,
SPEKTHIbHAS JUCHYHKIIHSL.

[Ipy crnuHAIBHBIX MBIIIEYHBIX AaTPOPUSAX TUATHOCTHYECKH 3HAYUMBIMHU  SBIISIOTCS
CJICAYIOIIME METOJIbl HCCIEIOBAHUSA: OMOXMMHUYECKHII aHaIn3 KPOBH, AJIEKTpOHEHpoMuorpadus,
JAHK-uccnenoBanue reHoB. bUOICHS MBIIIEYHOW TKAaHU, YJIbTPa3ByKOBOE MCCICIOBAHUE MBIIIIL]
U pe30HaHCHasi TOMOTpadusi MBILII] U TOJIOBHOTO MO3Ta MPUMEHSIOTCS B OTJEJIbHBIX CIyJasX.

B OuwoxumuueckoMm aHaim3e KpoBH akTuBHOCTH K®K Moker ObITH B mpenenax
(U3MOTIOrHUECKO HOPMBI, HO MHOT/Ia CJIeTKa MOBbIIIeHa (10 2-3 pa3).

ITpu nposenenun snekTpoHeipomuorpamMmsl (OHMIY) BBIABIAIOTCS U3MEHEHMS, CBSI3aHHBIE
¢ rubenpl0 MOTOHEHPOHOB B CIMHHOM MO3T€, B BHUJAEC CHIDKEHUS  aMIUTUTYAbI
UHTEp(PEPEHIIMOHHON KPUBOI, MOSIBICHUS PA3IMYHBIX MMOTEHIIMAIOB CIIOHTAHHON aKTHBHOCTH:
dacuukynauui, QUOPHIIAIUKN, CKIAIBIBAIOIIUXCA B TaK HA3bIBAEMBIH «PUTM YacTOKOJIAy.
CKOpOCTH MPOBENCHHUS MMITYJIbCa 10 NMepu(epHIecKiM JIBUTATEIbHBIM BOJOKHAM MOTYT OBITh
KaK HOpMaJbHBIMH, TaK U HEMHOTO CHIDKEHHBIMH 3a CYET BTOPHYHBIX JE€HEPBAIIMOHHBIX
W3MEHEHUM.

VYAbTpa3ByKOBOE HCCIIEIOBAHUE MBILI U MAarHUTHO-PE30HAHCHAs TOMOrpadus MbIIII
BBISIBJISIFOT KUPOBOE 3aMELICHHE MbIIIEUYHON TKaHU. [Ipu mpoBeneHMM MarHUTHO-PE30HAHCHOMU
ToMorpauu BHU3YaTU3UPYIOTCA XapaKTepHBIM MAaTTepH MOPaKEHUs, KOTOPBIA SBIAETCS
JIOBOJIBHO CIHEMUGUYHBIM 75 CHHHAIBHOW MbledHoN aTpoduu. OmgHako crneuuduueckuit
NaTTepH MOPaXKEHUs ITPOSBIISETCS Ha MO3IHEN CTaauu 3a00IeBaHMsl.

[Tpu MopdonormueckoM HCCIEAOBaHUM OMONTaTa MBI Y OONBHBIX CO CIHMHAJIBHOU
MBIIIEYHON aTpodueil BBIABIAIOTCS HeclenupuYeckue TMPU3HAKK IMYYKOBOW aTpoduu u
TPYIIAPOBKU MBIIIEYHBIX BOJIOKOH. bBOJBIIMHCTBO YBEIWYEHHBIX MBIIIEYHBIX BOJIOKOH
oTHocsATcss K | Tumy. Bce HMMMyHOrMCTOXMMHYECKME MapKepbl OyayT HOpPMajIbHBIMU.
Y ABTpacTpyKTypHbIE H3MEHEHUS TaKKe OyAyT HecleU(PUUECKUMHU.

CaMbIM BaXHBIM JTUArHOCTHYECKUM HCCIIEOBaHHEM OOJIbHOro ¢ mojo3peHueM Ha CMA
IoMKeH ObITh TecT, ompenenswomuii mytanuio reHa SMN. Ilpsmas JIHK nuarnocruka
MO3BOJIIET ONpENeIuTh Hamuue/orcyrctBue 7 u 8 sk30HOB reHoB SMNt m SMNc. Campim
TOYHBIM SIBJSIETCS KOJIMYECTBEHHBIN aHaM3, onpenesonmii yucio konuii reHoB SMNt u
SMNCc, 9TO MO3BOJNSET YCTAHOBUTH THI CHUHAIBHON MBIIIEYHONW aTpoduu, a TaKXKe SBISETCS

HC3aMCHUMBIM JJIsI ONPCACIICHUA CTAaTyCa HOCHUTCIIA 33.6OJ'ICB3.HI/IH, qTo HCO6X0,[[I/IMO JJIsL
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MCIHUKO-TCHCTUYCCKOI'O KOHCYJIbTUPOBAHUA cemeil. B 3aBHUCHMOCTH OT KOJIWYECTBa KOIMI IreHa

SMN2 BBLIETAIOT HECKOJIBKO THUIIOB CUHAIBHOM MBITIIEUHON aTpoduu cMm. Tabnuma 3.

Tab6muna 3.

3aBucuMOCTh KIIMHUYecKor kapTuHbl CMA ot konudectBa konuid reHoB SMN1 u SMN2,
[Human Mutation 2000;15:228-237, J Med Genet 2003;40:e39-e42]

Tun CMA KonuuecTBo Komuii reHOB OcobeHHOCTH KIUHUYECKOMN
KapTHUHBI
CMA [TonHoe oTcyTcTBHE 000MX TreHOB | JleTanpHas cUTyanus
SMN1 u SMN2
CMA tun 0 Her SMNI1 rena u 1 xornus SMN2 | Tsokenast  MblinedHasi  ¢i1aboCTh,
rcHa. CMEpTh HACTyMaeT 10 1 Mecsia
CMA Tun | IIpeumy1ecTBEHHO Ienenuu CHMIITOMOKOMIUIEKC — «BSUJIOTO»
SMN1 uiM HECKOIBLKO MHCCEHC pebeHka, cMepTh HacTymaer A0 2
mytanuii B SMN1,; JeT.
SMN2 00b19HO 2 KOIHH.
CMA tun II Myranuu npespamaroT red SMN1 | MoryT caMocTOSTeNbHO CUIETb.
B SMNZ2;
Kommii rena SMN2 > 3 konuii;
MoryT BeTpedaThcsi MUCCEHC
TOYCYHBIC MYyTaIUU.
CMA tumn Il Komnuii rena SMN2 > 3 konuit; MoryT caMOCTOSITEIbHO XOAUTb.

MoryT BCTpedaTbCsi MUCCEHC
TOYEYHBIE MYTALIUU.

I[pyme AUArHOCTHUYCCKUE TCECThI JOJIDKHBI OBITE IMPOBEACHBI TOJIBKO IIOCJIC TIOJYUCHHUA

OTPHUIATEIILHOTO pe3ynbrata Ha jneienun B rene SMN. [Ipu HeoOXouMOCTH TTONCKAa TOYKOBBIX

MYTaIi MOKET MMPUMEHSTHCS MPSMOE aBTOMaTndeckoe cekBeHnpoBanue reaa SMNt.

[TomaroBsrit AJIITOpUTM JUAarHOCTUYECKOM npoucaypsl NpUBEACH HA pPUCYHKC 1.
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CMA ¢ TURUIHBIMK
Tecr, onpeaensiowmnin I
wnn OMOIMroTHAR Aeneuuﬁ‘=’ Auarnos 5 CMA
HEOBLIMHBIMK =y Aeneunio SMNIrena |\ ——3p | SMNI rena NOATBEPXAEH
npu3Hakammu
Mpokcumansran cnabocrs >

MosTopHoe KNUHMIECKOE OBCHesoBanme, AMCTansHol cnatocTy,
lomosurotHas aeneuns SMNI MBATPOMMOIPOBUST, HOCHOAOREHIE HEPENOR HOPMansHbIiA NoKasarens
resa orcyTcrayer P ; NEPUCAMNECKER CTHMYNRLNA HEPEa KDEATNHKNHA3b!,

" onpex; pe HenporenHas IMI,

l

MNagewer konma SMNI resa

HeoBuMHEse NpusHak CMA AwddysHan cnabocts,
-l MASIMHNINDYIOWEN WK HO HOPMANBMLIE PeaynsTaTE: M,
BECOHMAR HEBPONATHR. NCCNELOBAHKA NPOBOAUMOCTH
. ANBKTPOMHOrPaDHA
;:zu:m HEPBMO-MBALESHON Hedh o v Hepea, nokaarenst v !
- MyoneTwa 33TEM PaCcCMATPHBAKT
~Muiwesunan JucTpodus 06 fon 2 xonww SMNI rena || 1 xonua SMNI rews
W CNAHHOMO Mo3ara MPT,

mMeTalonuyeck x Npouaccos

‘L

Boinonwsior CeKBeHuposanue Anna
BbiRBNEHUA

SMNI ToueuHOR MyTaumm

Euoncun muiutisl wnu Hepsa, [pyrne MOTOHENPOHHLIE HAPYLLEHUA:

cneunrHeckne reHeTHIecKne paccmatpusalT SMARD, X-SMA,

WCCNeACBaHMA ANA ONpeaeneHns aucransHyio CMA, oBeHuneHbii ALS
MUONATHN, MBILLIE HBIX

AncTpodui unmn \

HacneACTBeHMbIX HeBPONaTun
MyTauua SMNI MyraLpn
He obHapyxexa aeHTHDM
Aunarnos CMA, cBR3aHHON C Anarnos 59 CMA
resom SMN, NOATBEPXAEH

He noATBepXaeH

Kommenmapuii k pucynxy: Ocobernoctsio B Poccun siBnsercs nposeneane SJHMI nepen
TeHETUYECKUM TECTUPOBAHHUEM, UTO CBSI3aHO, TIO BCEH BUIUMOCTH, C MaJIOJJOCTYITHOCTHIO
meTonoB JIHK-nuarnoctuku.

Pucynok 1.

ANTOpPUTM AUarHocTuyeckou ornenku npu CMA
[http://www.treat-nmd.eu/care/sma/care-standards]

IX. INODEPEHIIMAJILHBINA JJUATHO3
JuddepeHunanbHbplii  AMArHO3 JOJDKEH MPOBOAUTHCA B MEPBYIO OYEpedb C

BPOXKACHHBIMUA CTPYKTYPHBIMU MHOIATUAMU, BPOXKIACHHBIMH MBINICYHBIMHA III/ICTpO(l)I/I}IMI/I,
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MUTOXOHAPHAJIbHBIMHU MHOIIaTHUAMU, Pa3JIMIHBIMHA 3860J’I€BaHI/I${MI/I, MMPOABIATOIIUMUCS

KIMHHUYECKHUM CHUMIITOMOKOMIIJIIEKCOM «BSJIOI'O pe6eHKa».

X. IPOOUNIIAKTUKA
Ha ceronnsmnuii n1eHs B Poccun BO3MOXKHO IpoBeeHue NnpsMor u kocseHHou JITHK-
JUAarHOCTUKU W npeHatanbHOM JIHK-nuarHocTuku, 4TO PE3KO CHMXKAET PHUCK IIOBTOPHOIO

pOKIIeHUs O0JIBHOTO peOeHKA B CEMbE.

XI.TEPAIINA

ITocranoBka auarHoza CMA cTaBUT MHOIO BOIIPOCOB IOJUICKAIIUX PEIICHUIO, KaK Mepen
POJICTBEHHUKAMU OOJBHOTO, TaK U TMepell HECKOJbKUMH CMEXHBIMH creuuaiucramu. s
KOMIUIEKCHOTO ~pEIICHHsT TAaKUX BOIPOCOB WIEHAM CEMbH OOJNBHOTO JOJDKHA OBITh
pEKOMEHJ0BaHa KOHCYJIbTALUS M JajibHEHIee HAOMIOACHNE Y CIICIUAINCTA PACIOJIAraoniero
OIBITOM Pa0OTHI ¢ AeThMHU, cTpanatomuMu CMA, 1 0651aar01ero CoBpeMeHHol nHdopmaruei
0 TeyeHHH OOJIe3HM, MaToreHese, Kiaccuukanuu (EHOTUIIOB, MPOTHO3E M OOJIBHOTO,
ponutTenbckux —accouuanusax OonbHbIX CMA, BO3MOXHOCTM y4acTuUs B KJIMHUYECKUX
UCTIBITAHUSAX HOBBIX ITPETIapaTOB/TEXHUUECKUX YCTPOUCTB.

HeBponor gomkeH cOCTaBUTh BMECTE C CEMbEH IUIaH MHOTONpo(uiIbHOrO HaOIIOACHUS
pebenka. IlnaH 0OBIYHO BKIIIOYAET KOHCYJIBTHUPOBAHHME U OKa3aHUE MOMOILM y MYJIbMOHOJOra,
racTpo3HTEpOoJIora, TMeToJ0ra, OpTONea, peaduINToNIOora, MEAUIIMHCKOIO TeHETHKA, IeANaTpa.

KitoueBbiMu npobnemamu, ceéazanuwvimu c ovixamenvhou cucmemoi 'y nereii co CMA,
ABIIAIOTCA CIENYIOIINE:

e HapylleHHWE OTKAlUIMBaHUS, TMPUBOJAAILIEE K HEJOCTaTOYHOM OYMCTKE HUKHHUX

JBIXaTENIbHBIX ITyTEH OT CEKPETA;

® TUNOBEHTWISALINS BO BPEMs CHa;

® HEJ0pa3BUTHUE TPYJHON KIIETKU U JIETKUX;

® [IOBTOpHbIE HHPEKINHU, KOTOPbIE YCHINBAIOT MBIIIEYHYIO CJIa00CTb.

Jlerounslie 3a00s1€BaHMs SBISIIOTCS TJIAaBHOM NMPUYMHOMN 3a00J€Ba€MOCTH U CMEPTHOCTHU IIPH
CMA 1 u 2 TUNOB M MOTYT BCTpeYaThCsl y HEKOTOpoH yactu OosnbHBIX co CMA 3 Tuma.
Hapymenue riotanust 1 peioke SBISIOTCS BaXXHBIMH (DaKTOpaMH, BHOCAIIMMU CBOW BKJIAJ B
3a00JIeBa€MOCTh JIETOUYHOHN marosiorueid. B pesynbrare MOBTOPHBIX WMH(MEKIMH IbIXaTeTbHBIX

HYTeﬁ, HOYHOM TUITOOKCUI'CHAIIUU 1 nocneny}omeﬁ TUIMIOBCHTWIALINHA, a 3aTEM W THIICPKAITHUU B
12



MPOEKT

JHEBHOE BpEMs  OTMEYAeTCsd  IIOCTCIICHHO  Hapacramouias TOTaJbHas  JIbIXaTelbHas
He0CcTaTOYHOCTh. IIpu HapylieHnu pIXxaHus BO BpeMs CHA ClleAyeT 00ecHeuuTb CpelcTBa A
JIOTIOJIHUTEIbHON BEHTUWISILIUM JIETKUX, a TAK)Ke CPEACTBa, 00Jieryaroliye OTKallUIMBaHUE, €CIU
3 PEKTUBHOCTh OTKAILIMBAaHUS HU3Kas. [lopnepaHue NMpOXOIMMOCTH JbIXaTENbHBIX IMyTEH

OUYCHb BYKHO KaK B OCTPHIX CHUTYallUsX, TaK U MPH PYTHHHOM yXoje 3a 6onbHbIMU co CMA.

EcmecmeenHoe passumue dbixamensHsix CUMNMOMOS Quenxa
HopumansHoe Osixanue Quauveckoe obcnedosanue
‘ Bosdedcmeuve
Box, exidox, Syns6apHan MsiueyHan cnabocms . o DR grxmw
MaXCUMansHbill NOMOK 8030yxa nymei ¢
npu Kawne, cuna ObixamenbHbIX npuseHeHueu
Mbiwy mu
CmumynupyouX
omKawnueanue
[lbiXaHUE C HapYWeHUEM CHa, Heagpexmuenan
censanHbiM ¢ REM Kawnesan GyHKuuA, Penmaenozpamma 2pyoHod
(Gaicmpeim deuenuem 2nas) MBNbI6 MEKCUMBNBHbe Kknemxu, uccnedosanue
nomoxu 6030yxa npu xa COCMOAHUA CHA
v Heureasuenan
SEHMUNAUUA &
I Hapywesue enomaxus ] Ouenka 2nomamenbHod dyHKUUY HONHOE epeMst
Lbixanue ¢ HapyweHueM cHa
¢ NREM u REM 4— | Mucperuuu 2pyowod memiu |
Bexmunayun e
HONHOE 8pema
UNU HeNpepLIBHaA
HEUHEB3UBHAA
Hapywenue senmunayuu & OHeeHoe epema i ond

:
o™

Kommenmapuii x pucynxy: iccnenoBanne REM u NREM cha mpoBoauTcs ipu UCCiie10BaHUN

MOJTMCOMHOTpaduu, KoTopoe B Poccuu He HCTIONB3YyeTCsl TOBCEMECTHO.
Pucynok 2.
O0beM uccrenoBaHuil U JeUeOHBIX MEPOTIPUSATUI B 3aBUCUMOCTH OT MATOJIOTUUECKUX

M3MEHEHMH B JbIXaTensHOU cucreme. [http://www.treat-nmd.eu/care/sma/care-standards]

HepI/IO,I[I/I‘—IHOCTI) MMPOBCACHNA OLUCHKH W MOHUTOPHWHIA ABIXAaTCIIbHBIX Q)YHKHI/II\/’I 3aBUCUT OT

KIIMHAYCCKOI'0 COCTOSHHUA W CTCICHHU HNPOrpeCCUPOBAHUA 0oJIe3HU Y Kaxaoro OOJILHOTO.
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YacToTa mnpoBeneHUs OILICHKH COCTaBJISIET B CpeIHEM OAuH pa3 B 3-6 MecsueB. Pexe
JbIXaTeabHble (YHKIMM OIICHUBAIOTCS Yy IMAIMEHTOB, CIOCOOHBIX K CaMOCTOSITEIIBHOMY
MEePEABMIKCHUIO, B CTAOMJIIBHOM COCTOSIHMHM, C OOJBIIEH YacTOTOH y JeXamuX OONbHBIX, C
HEeCTaOMJIbHBIM T€UEHHEM 3a00JICBaHMA.

O0beM METUITMHCKOM MOMOIIU JOJHKEH OMPEIEISIThCS MO (DYHKIIMOHATBLHBIM BO3MOKHOCTSIM
o6ompHOrO. IlOATOMY, C TIpaKTUYECKOW TOYKH 3peHHs, Ooyiee TMOJe3Ha u jajee Oyner
HCIIONIB30BaThCs, KiaccudUKaius OOMbHBIX 10 (yHKIMOHAIBHOMY crarycy (EBpomneiickuii

nporokon TREAT-NMD):

° letn, KOTOpble HE MOTYT CHIETh O€3 IOCTOPOHHEH TOMOIIN («IeKadre
MALUECHTHI»)
. Jetu, KOTOpblE MOTYT CaMOCTOSITEIBHO CHIETh, HO HE MOTYT XOJIWUTh 0e€3

IIOCTOPOHHEN MOMOIIH («CUASUNE TALUEHTBI»);

. JleTu, KOTOpbIE MOTYT CAMOCTOSITEIILHO XOAUTH («XOSUNE MAIUCHTBI»).

JIeTsiM, KOTOpbIE HE MOI'YT CHUACTHb 0e3 IMOCTOPOHHEH IIoMoImu, II0Ka3aHO IIPOBOIUTDHL

CJICAYIOLIME UCCIIEI0BaHUS !

o @u3MKaIBHBIA OCMOTP: OLIEHKAa 3(()EKTUBHOCTU OTKALUIMBAaHUSA, IedopManuu
IPYIHON KJIETKM M aKTa JbIXaHWs (YaCTOThl AbIXaHUS, HAJIMYUS MapaJOKCAIbHOIO JbIXaHUS),
1[BETa KO>KHBIX [TOKPOBOB;

o Kapnuo-pecniupaTopHblii MOHUTOPHHT WJIH MOJMCOMHOTpauUIO Ui BBISBICHUS

IMMPU3HAKOB T'MITIOBECHTUJIAIINHA

o [TynbCcOBYI0 OKCHUMETPHUIO [UIsl KOHTPOJSL OKCUT'€HAallMd KPOBH UYPECKOKHBIM
JATYUKOM;
. VYcraHoBieHHE 4acTOThl MH(EKIIMOHHBIX 3a00J1€BaHUI 1 aHTUOMOTUKOTEPANIUH 3a

rnocieanue 6 Mecsies OOIE3HH,

. Pentrenorpadust rpyaHoN KJI€TKHM B JWHAMUKE JJi HAOJIOJIEHUS M KOHTPOJIS
JBIXaTEeNbHBIX ()YHKIUI;

. W3ydyeHne (QyHKIUM TJIOTaHWUS Ui TOUCKA MPUYMH HEOOBSCHUMOTO OCTPOro
YXYALIEHUS AbIXaTeIbHBIX (DYHKIUI ¥ TTOBTOPHBIX MHEBMOHMM. J[aHHOE HccaenoBaHue PYTHHHO

IMPOBOAUTCH B MC)K,Z[yHElpOILHOﬁ MMPAKTUKEC, MAJIOAOCTYIIHO B Poccun.
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JleTsaM, KOTOphIE MOT'YT CaMOCTOSTEIFHO CHUJIETh, HO HE MOTYT XOJIWUTh 0e3 IIOCTOPOHHEH

HOMOIIH, PEKOMEH TyeTCSI IPOBOANUTH CIEAYIOIINE UCCIICIOBAHUS !

o OU3MKAIBHBIA OCMOTpP: OLIEHKa 3(P(EKTUBHOCTH OTKAILIMBAHUA, Ae(hopMariuu
TPYJHOM KIETKM M aKTa JBIXaHUS (4acCTOTHI IBIXaHUS, HAJIUYUS MApaJoKCATbHOTO JBIXaHUS),
I[BETa KOKHBIX TTOKPOBOB;

o Kapauno-pecniupaTopHblii MOHUTOPHHT HJIM TTOJMCOMHOTPAdUIO IS BBIBICHHS
NPU3HAKOB TUIIOBEHTHIISALIUHY;

o [TynbCcOBYIO OKCHMETPHUIO JUIi KOHTPOJS OKCHICHAIMH KPOBH YPECKOKHBIM
JaTYUKOM;

e VYCTaHOBJEHHE 4YacTOThl HHQEKIMOHHBIX 3a00eBaHUN W aHTMOMOTUKOTEpaluu 3a
rnociieaaue 6 MecsieB 00JIC3HH;

e OcMOTp MO3BOHOYHHKA U PEHTTEHOTPAPHUUECKYIO OLIEHKY CKOJIHO03a.

JleTsiM, KOTOpble MOTYT CaMOCTOSTENbHO XOAMTh, PEKOMEHIYETCS MPOBOIAUTH CIEAYIOIIHNE
UCCIIE0BAHUS:

o DusuKambHBI 0CMOTP: OLEHKA YPPEKTUBHOCTH OTKAILIMBAHUA, Ae(pOopMaiu TpyaHOMI
KJIETKA M aKTa JbIXaHus (YacTOThl ABbIXaHMS, HAJIWYUS MapaJoKCaIbHOTO JIbIXaHWUs), I[BETa
KOYKHBIX [TOKPOBOB;

e OrneHky JIeTOYHBIX (YHKIUN: COUPOMETpHs, 00beM Jerkux, (pyHKUHs IbIXaTelbHBIX
MBIIIIII;

e VYCTaHOBJEHHE YacTOThl HMH(EKIMOHHBIX 3a00JeBaHUl W aHTHOMOTHKOTEpamuu 3a
nocneanue 12 mMecsues.

Ipogpunakmuxa Ovixamenvroti Hedocmamounocmu. I[IpakKTUYECKH BaXXHO OOECIEYUTH
ceMbl0 OONBbHOTO WH(pOpMalMel O BapHaHTaX MOBCEIHEBHOTO yXO/a, JEHCTBUSX B cilydae
OCTpBIX 3a00JI€BaHUH, NIPeJI- U MOCIEONEePAlIMOHHOTO YXOa.

Jletu, KOTOpbIE HE MOTYT CHJIETh O€3 TOCTOPOHHEN MOMOIIHU, — caMas HeCTaOWIIbHas TPYINa;
B CBSI3U C OBICTPBHIM MPOTPECCUPOBAHUEM 00JIE3HU HA CAMOM PaHHEM 3Tare HEOOXOUMO PEIIUTh
BONpOC O HewHBa3uBHON BeHTwIsAnuu Jerkux (HBJI) u oumctke npixatenbHbIX myTeil. B
MPOJOHKEHUE OOCYXKICHUS TPEANOYTeHH CEeMbH B OTHOIICHHH YyXOJa JOJDKeH OBITh
BbIpa0OTaH IUIaH C ONpPENENCHHbBIMH O0beMaMHM MAaKCHUMallbHOM M MHHHMMAJIbHOM IOMOIIU
00JbHOMY.

3aI[a‘II/I MMOBCECAHCBHOI'O yX04a:
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® HOPMaJU30BaTh T'a3000MEH,

® VIYYIIUTh KAYECTBO CHA,

e 00JEeruyuTh TOMAITHUHN YXOII,

® CBECTM K MHUHHMYMY TOCHHUTAJIM3ALMU W JICYEHHUE B OTICICHUU HHTECHCUBHOM
Teparnuu,

® YMEHBIIHUTH TSHKECTh HATPY3KH, KOTOPAs JJOKUTCS Ha CEMBIO B CBS3H C 3a00JICBAaHUEM
Yy POJICTBEHHHKA.

OCHOBHBIMU MYTSIMU PEIIEHUS 3THX 3a7a4 SIBJSIOTCS OUYMUCTKA JBIXaTEIbHBIX MyTeH U
HBJI. Cnenyet cobmo1aTh OCHOBHBIC TTPUHIIUITEI OYHINECHUS AbIXaTeIbHBIX TyTEH:

* PyuyHble M MEXaHMYECKHE BCIOMOTraTelIbHbIE CpPEICTBA BOCCTAHOBIICHUS
KaluieBOH (YHKIMHM PEKOMEHIOBAHBI JUIS €XKETHEBHOTO HCIOJIB30BaHUS Yy Oojee TSKeIbIX
nanueHToB. JIuma, ocymecTBIsomue yXo 32 O0TbHBIM, JOJKHBI OBITh 00YyUEHBI TTOJIE30BATHCS
TUMU CPEICTBAMU;

* Jluia, ocymlIecTBISIONINE yX0/1 32 OOJIbHBIM, JOJDKHBI TaK)Ke BIAJETh TEXHUKOU
yIaJeHusl JIETOYHOTO CEKpeTa, BKIIOYAas MOCTYPaIbHBIN ApeHax, U ObITh MHGOPMUPOBAHBI O
METO/aX KMHE30TEPAH IPyTHON KIETKH (IPECHUPYIOIIUNA MacCax);

* JlaHHBIC OKCHMETPUM SBISIOTCSA TMOKaszareneM dS()QPEKTUBHOCTH TEparvH.
Otcocbl MOTYT OBITH TOJIE3HBI ISl yAaJeHHsS CEeKpeTa IOocie TOro, Kak OKa3aHa MOMOIIb B
OTKAalllJIMBaHHH.

Iloooepoicka OvixamenvHoU hyHKYUU.!
¢ besycnoBHO HEOOXOAMMA MPU HATUYHH TUTIEPKATHUY B THEBHOE BPEMSI.
e Houynas HBJI ymeHblIaeTr cUMOTOMBI HAapyIIEHHOIO JIbIXaHHUS BO BpEMsl CHA U
yIIy4IIaeT KaueCTBO KU3HHU.

* HBJI nomxHa KOMOMHUPOBATHCS C TEXHUKOW OYMCTKU JIbIXaTEeIbHBIX MyTEH.

* BeHTWIs11MsI ¢ TOCTOSIHHBIM NOJIOKUTENbHBIM faBienueM (BIIIIJ]) moxer ObITh
pacCMOTpEHa KaK BapUaHT Uil MOCIEAYIOIIEro IMepexo/ia K BEHTWIALMH C JBYXYPOBHEBBIM
OJIOXKUTENbHBIM naBnenuemM (BJITT/T).

* Hcnonw3oBanune HenaBazuBHoW BJIIIJ] ¢ Oonpiioi pazHuiield JaBiIeHUN daxe B
TEUEHUE KOPOTKHUX JHEBHBIX TIEPUOJIOB, MOXKET YIYUIIUTh PA3BUTHE TPYTHON KICTKU M JIETKUX,
a TaKKe YMEHBIIUTH AeGopMaIliio pedep U TPYIUHBI Y JIeKAUUX U CUITINX OOTHHBIX.

* TpaxeoToMus u e€ UCTIOIB30BaHUE Y JIEKAIINX OOJNBHBIX - CIIOPHBINA BOMPOC U

OTUYCCKasaA aUJICMMa. CYHIGCTByeT OoIBIION CIICKTP BO3MOKHBIX BaApUaHTOB, HAYHMHAaA OT OTKa3a
16
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oT noaaepkku nbixanusa 10 HBJI u 3akaHuuBasi TpaxeoToOMHUE U MEXaHUYECKOW BEHTUJIALIMEH
JIETKHUX.

e [lajymatuBHOE Je4eHHE — BapUAHT JICUEHUSA Ui JIeKauyuX OOJIbHBIX.
HeunBa3zuBHasi BEHTWIALMS MOXET TPUMEHATHCS KAaK B  KAdyeCTBE IMOBCEIHEBHOIO
TEPaneBTHUYECKOTO CPEJCTBA, TAK U MO0 MEpe HAJOOHOCTH (B KaYeCTBE MAITMATUBHOTO JICYCHUS ).
OcHoBHas 11eJ1b — HE JOMYCTUTh JJIUTELHOTO IpeObIBaHUsI B OT/IEJICHUH UHTEHCUBHOM Tepanuu
U, 10 BO3MOXKHOCTH, M30€XKaTh TpaxeoTOMHUU. Eciu ceMmbsi pelinsia HCIOJIb30BaTh CPENCTBA
MOJJEPKKHU JIbIXaHus, TO pekoMenayercs HBJI.

Jononnumensuvie 6udbl neyenua: sl BceX (YHKIMOHATIBHBIX TPYNI IAUCHTOB
PEKOMEHIyeMbIMU JIOTIOJTHUTENbHBIMHA BUAMH JI€UCHUS SBIIAIOTCS MPUMEHEHNE aHTUOMOTUKOB,
JedyeOHOe MUTaHKe, yCTpaHeHHe racTpod30daraibHoro peduirokca.

Teuenue CMA Hanbosiee 4acTo OCHOXKHSETCS CIEAYIOIUMU HPOOIeMamu, C6A3AHHbBIMU
C RUMAHUEM U COCIOAHUEM IHCEIYOOUHO-KUUEYHO20 MPAKMA'
e TpyaHoctH, cBI3aHHBIE C MTUTAHUEM U TJIOTaHWEM. BynbOapHbI CHHAPOM BCeraa

MPUCYTCTBYET Yy OONBHBIX C TspKenbIMH (opmamu CMA, oH MOXeT OBITh

MPUYMHOM aCHUPAIlMOHHBIX [MHEBMOHHMM M, B KOHEYHOM CYETE, MPUBOAMUTH K

cMepTU OOJIBHOTO.

o Jluchynkuusa XKT. Hapymenus motopuku JXKKT, KoTOpble BKIIOYAIOT 3aMOPHI,
3aJIEpKKY HSBaKyallMud COJEPKUMOTO >KeNyJIKa M MOTEHIHAJbHO OIMACHBIM IS

KU3HH ractpodzodaranbhbiii pedurokc (I'IP).

e Hapymenue pocta wu runo-/runeprpopusa. Ilpu HeHaamexameMm yxone

OTCTaBaHUE B POCTE HENU30EKHO MMEET MECTO Y JIe)KauuX OOJIbHBIX, B TO BpeMs

Kak M30BITOUHBIN Bec OoJiee XapakTepeH s CUASTUUX U XOATUUX OONbHBIX.

Ilo0x00b1 K peuwienuio npoonem c6A3AHHBIM C KOpMIAeHUeM u 2iomanuem. Penmenue
JAHHBIX TIpoOJeM HMeeT Tmiepea coOOM OCHOBHOM II€NIbI0 CHIDKEHHE PHUCKa aclHpalu,
NoBbIIeHHE YP(HEKTUBHOCTH KOPMIJICHHS U TIOJIyY€HHE OOJBHBIM YIOBOJBCTBUS OT MpUEMa
MULIH:

o N3menenne xoHncucteniuu numm. [lomyTBepaas muma MOXET KOMIICHCHPOBATH
JKEBATEIbHYIO C1a00CTh M YMEHBIIHUTH MPOJIOJDKUTEILHOCTh MpUeMa MHIIU. ['yCThie KHIKOCTH

OoJtee 0€30MaCHBI B OTHOILIICHHH acrpalnuu, 4cMm Ooiee TCKY4YHC.
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. [TonGop oOmIEro TONOXKEHUS, a TaK K€ TOJIOBBI M PYyK HJs JOCTHKCHHS
BO3MOKHOCTH CaMOCTOSITEJIbHOTO MUTAaHUS, B TOM YHCIE C HUCIHOJIb30BAHUEM CHEIHATbHBIX
MPUCTIOCOOICHUM MOXKET YIYUIIUTh 0€30MaCHOCTh U 3(P(EKTUBHOCTH III0TaHUS.

. Hcnonb3oBaHne aKTUBHBIX TMHUIIEBBIX J00aBOK B  ClIydae BBISIBJICHHOM
HEJOCTAaTOYHOCTH MUIIEBOro paruoHa. Ha Heo0XoaMMOCTh MCIOB30BaHUs MUIIEBBIX J100aBOK
HE BIIUSIET 30H0BOE MUTAHHE.

. 3oHnoBoe nuTanue. [Iutanue yepes racTpaibHbI 30H] ABISIETCS ONTHUMAJIbHBIM
pEelIeHMEM IPU HEAOCTAaTOYHOW KAJOPUHMHOCTH WM OINACHOCTU OPAJIBHOIO KOPMJICHHUS, T.K.
MpeIoTBpamiacT 3a001eBaeMOCTh, CBA3aHHYIO C aCIUPALUSIMHE, U HE MEIIAeT MPUICTAaHUI0 MACKU
BEHTWIALIMOHHON CUCTEMBI.

lactpossodaranpubiii  peduokc (I'DP) — BakHas MaTOJOTHs, ONPEACISIONIAs
CMEpPTHOCTh U 3aboneBaeMocTh y OonbHbIX CMA. XKupHas numia 3aepKuBaeT OMOpOKHEHUE
JKelyziKa U rnoseliaeT puck ['OP.

OcHoBHbIe cuMnTOMbI ['DP: yacTeie OTXapKUBaHUS WM PBOTA TOCIIE NMPUEMa MMUIIH, TO3BIBBI HA
PBOTY, ano0bl Ha AUCKOMQOPT B KUBOTE WM TPYIH, IUIOXON 3amax U30 pTa, OTPhDKKA MUIIEH,
OTKa3 OT €JIbl u3-3a AUCKOM(OpPTa MPH IIOTAHUU.

Ouenka cacmpoInmeponocuyecKoil Namoa02uu:

* [louck pannux cumntoMoB ['DP (m0O3bIBBI Ha PBOTY, OTPBIXKKA, ypUaHUE B JKUBOTE IOCIIE
npuema Mumu).

* OI'IC uccnenoBanue BepxHux otraenoB JKKT mias oneHkH BO3MOXHOCTH YCTaHOBKH 13,
0OHapyXeHHSI aHOMAJIUM CTPOCHUS U TIOJITBEPXKACHUS HaTHIusl pedirrokca.

* HccnenoBanme MOTOPHKH, BKJIIOYAsh JIYYEBYHO JIMarHOCTHKY, IIO3BOJISIET TOJATBEPAUTH
3aJIEPKKY 9BaKyallid COAEPKMMOTO JKENyAKa, YTO MOXET ycyryonsarh TeueHue [DP wu
MPUBOAUTH K MPEXKIEBPEMEHHOMY HACBIILIEHUIO.

Beoenue 6onvnvix ¢ I'IP:

* Jloka3aHO KpaTKOBPEMEHHOE HCIOJb30BAHWE aHTAMAOB (COAbl M T.I.) WU
WHTHOUTOPOB CEKPEINH (aHTUTHUCTAMUHHBIE Mpenaparbl WM UHTHOUTOPBI IPOTOHHOTO Hacoca
(pamoTuaNH, paHUTHAMH, OMENPA30i)) ISl CUMOTOMAaTHYecKoro JiedeHus. OHAKO ATUTENHLHOE
WCITOJIb30BAHUE ATUX CPEJICTB BEChMa HEXKEIATEIbHO, T.K. COMPSIKEHO C TOBBIIEHHBIM PUCKOM
TaCTPOIHTEPUTOB M ITHEBMOHUH.

* [lpy Hanuuuu 3aJepKKKW 3BaKyalldd COAECPKUMOIO JKENyJKa W HEeIOCTaTOUYHOM

MNEPpUCTAIILTUKHA ITOKAa3aHbl IPOKUHECTHUYCCKUC CPECACTBA.
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* [Ipumenenne MpoOHMOTHUKOB, HAMpuUMeEp aUUAO(PUIBHBIX M JAKTOOAUWII, C LEIbI0
NOJAJEp>KaHUSl B HOPME KHUILEYHOH (PIIOpBI, B YACTHOCTH, TOCJIE TpHUeMa aHTUOMOTUKOB WU TPU
JUTUTETILHOM MIPUMEHEHUU aHTAIUI0B, TpeOYeT NajJbHEHIIero n3y4eHus.

Ilamonozusa pocma u npobnema HedOCMaAMOUHO20/U30bIMOYHO20 NUMAHUAL.

Hern 6onpHbie CMA HaxomsTCss B TpyIIEe PUCKA MO OTCTaBAHHUIO B POCTE WU HaOOpy
u30bITOYHOTO Beca. OTcTaBaHue B pOCTE yacTas IpobiieMa BCTpeyarouasics y Jeskadux 00JbHBIX
U peKe Y CUIIUYMX, B TO BpeMs Kak OKMpeHHue Oojiee paclpoCTpaHEHO cpenu 0oliee CUIbHBIX
cuasiaux OOJIBHBIX U XoAsunx. CHUKCHHE aKTUBHOCTH M YMCHBIIICHUE MBIIICYHON MacChl Tea
MPHUBOJIAT K CHIDKEHUIO PAcXo0/ia YHEPTHH B COCTOSTHUH MTOKOS ¥ IMOBBIIICHUIO PHCKA OXKHUPEHUSL.

Opmoneouueckan koppexyusa y oononvix CMA.

Mpimeunas cnaboCTh NPUBOAUT K KOHTPAaKTypaMm H jAedopmanuu MO3BOHOYHHKA,
CYIIECTBYET BBICOKHI PHCK BO3HHKHOBCHHsI OOJICH, CBSI3aHHBIX C TMATOJIOTHUEH OMOPHO-
JIBUTATEIILHOTO amnmapaTa, OCTCONCHUH U TIEPETOMOB.

OcHoBHbIE TUATHOCTHYECKHE MPOLeTYPbI:

* Onenka 00bEMa IBHKEHHUM;

* OrieHKa MBIIIICYHON CHJIBI i (PYHKITMOHATBHBIX BO3MOXKHOCTEH 10 KaXI0H KOHEYHOCTH
U CYCTaRy;

* Ouenka (yHKIIMOHATBHBIX BO3MOXKHOCTEH B 1I€JIOM — CIHOCOOHOCTH MEpEeABUTaThCA,
CUJIETh, 0OCTYKHBaTh ceOs;

* O1ieHKa HE0OX0IMMOCTH MTPOTE3UPOBAHMUS;

* Pentrenorpadus (I03BOHOYHOTO CTOJIOA U APYTHX CYCTABOB);

e OueHka IUIOTHOCTH KOCTU. JlMarHocTHdeckwii MeToJ BBIOOpa — JAEHCUTOMETPHS
(mByxsHepreTudeckas peHTreHoabcopOromMeTpus);

* O1ieHKa HE0OXOIMMOCTH OPTONEINYECKON XUPYPTUH.

Hwxe mnpuBeneHbl peKOMEHIANWH [0 JUATHOCTHKE W JICUYCHUIO OPTOINEIHYSCKOM
MATOJIOTUU B 3aBUCHMOCTH OT (PYHKIIMOHAIBHOTO COCTOSIHHUS.

OcHOBHBIC MCPOIIPUATHA 110 OpTOHeI[I/I‘{eCKOﬁ KOppCKIUN y JIETe, KOTOpbIE HE MOTYT

cHUIeTh 0€3 IMMOCTOPOHHEN TOMOIIIH:

* [Tonnep>kanue ONTHUMAIBHOM MO3BI: €CTECTBEHHAS U YA00HAs 103a JOJKHA ONPEAeTsATh
BBIOOD BCIIOMOTATENLHOTO 000PYTOBaHUS.

* [IpodunakTrka KOHTPAKTyp: IIMHHUPOBAHUE MOXKET OBITh MOKA3aHO ISl COXPAaHEHUS
00BbEMa IBIKEHUN U TTPEAOTBpAIeHUs 00JIEBOTO0 CHHIPOMA.
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» Jledenue 60IEBOrO CHHAPOMA.

* CTUMynALIUS TIOBCETHEBHOW aKTUBHOCTU: UTPbl M JPYrHe aKTUBHBIC 3aHATHS Kak C
UCIIOJIb30BAHUEM CIICIHAIBHBIX MPUCIOCOONCHNH (HAmpuMep, 0OJerYeHHbIe UTPYIIKH), TaK H
0e3 HUX AOJDKHBI IPUMCHATHCA B MAKCUMAJIBHO BO3MO>KHOM CTEIICHH.

* Kpecno-katanka: cuemxyer yOeOUTbCs B MaKCUMaJIbHOW  (PYHKUIMOHAIBHOM
HE3aBHCUMOCTU ¥ KOM(OPTHOCTH NPEOBIBaHUS B KpECIIe.

* Ilpore3upoBanne (yHKIMH KOHEYHOCTEH — MOOWJIBHBIE YCTPOWCTBA MOIJICPKKH
BCPXHHUX KOHEUHOCTEH MM DJIACTHYHBIC MaTcepHralibl  YBCIIMYHBAIOIINUC 00BEM aKTHUBHBIX
JBWKEHUH U (YHKIIMOHAIbHBIE BO3MOYKHOCTH.

* MeponpusiTius 1O ajanTaluy JOMamiHed (M Jp. OKpyKaromieil) 0oOCTaHOBKU IS
oOecrieueHnss MaKCUMAaJIbHOM HE3aBUCHMOCTH OOJIBHBIX 3a CYET O€30MaCHOCTH M JOCTYITHOCTH
BCEX H€06XOZ[I/IMI)IX UM CPCACTB.

OCHOBHBIE MEpPONPHUATHS TIO OPTONEAUYECKON KOPPEKIUU Yy JIETeH, KOTOPbIE MOTYT

CaMOCTOATCJIBHO CUACTh, HO HC MOI'YVT XOJIUTH 0e3 IIOCTOPOHHEH ITOMOIIH:

OO0cnenoBanue:

* OneHKa 00IIEero COCTOSTHUS IBUTATENbHON (DYHKIINY,

* PenTrenorpadus mo3BOHOYHOTO CTOJIOA U Ta300€IPEHHBIX CYCTAaBOB.
OcCHOBHBIE MEPOTIPUATHUS:
o ObecrnieyeHre BO3MOXHOCTH NEPEMENIAThCSI C TOMOIIBIO Kpecya-KaTaaKu.
. Meponpustisi 1O ajanTauuu JOMamIHed (M Ap. OKpyXkaroliei) OOCTaHOBKHM MJis
o0ecreyeHnss MaKCUMaJIbHON HE3aBUCHUMOCTH OOJIBHBIX 3a cUeT 0e30IacHOCTU M JOCTYMHOCTH
BCEX HEOOXOJIMMBIX UM CPEICTB.
o [IpodunakTuka KOHTPAKTyp BKIIOUAET KOMIUIEKCHI YIPaXHEHHH Ha pacTsITUBaHUE,
pa3paboTKy 00bEMa NBIKEHUN U UMMOOWIHM3AIMio (Tyroe OMHTOBaHHE) KOHTpakTyp. Kypchl
THIICOBAaHUS MOTYT YIYYIIUTh BO3MOXXHOCTH CTOSIHUSI M TIEPEHOCHMOCTh HMMMOOWIIH3AINY.
[IpuMeHeHne OPTOTIEINYECKUX alIapaToB MOXKET 3a/IepKaTh Pa3BUTHE KOHTPAKTYP axXUIIIOBBIX
cyxoxunuil. [IpuMeHeHre MOOMIIBHBIX YCTPOMCTB MOJAECPKKM BEPXHUX KOHEYHOCTEH WU
DIIACTUYHBIX MATEPUAIOB YBEIMYMBAIOIMINUX OOBEM aKTUBHBIX JBIKEHUH U (PYHKIIMOHAIbHBIE
BO3MOXXHOCTH, TAK)K€ CITY’)KUT MPO(PUIAKTHKE KOHTPAKTYP.
o Perynspuele ynpaxxHeHHsI, BKJIIOYas TUIABAHWE W aJalTUBHBIE BUIBI CIIOPTA, TOJKHBI

BCSIYECKH TIOOMIPSITHCS, T.K. TIOIEPKUBAIOT (PU3UIECKYIO (HOPMY U BBIHOCIIHBOCTH OOJTBHOTO.
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° [IpeObIBaHME B CTOSYEM IMOJOXKEHHUH JOJHKHO MOOMIPSIThCs. [t O0NBHBIX, 001a1al0NuX
JIOCTaTOYHOM CHIION, JTOMKHO OBITH PACCMOTPEHO MPHUMEHEHHE OOJETdYeHHBIX CENaIHIIHBIX U
KOJICHHO-IIIUKOJIOTOYHO-CTOITHBIX OPTONEINYECKAX allapaToB C HArpy3KOd Ha HOTY WU
OPTONEANYECKUX YCTPOWCTB IKBUBAICHTHON XOJbOBI, KOTOPBIC TIO3BOJISIFOT O0JIETYUTh CTOSTHHE
U X0JIb0Y C IMOMOIIBIO APYTUX JIHI;

o [IpumMeHeHHe OPTE30B M XUPYPTHUECKOW KOPPEKIMH TPU IMAaTOJOTHH IMO3BOHOYHOTO
croiida (CM. HIKE).

I[GTSIM, KOTOPBIC MOI'YT CAMOCTOATCIILHO XOJWTL, PCKOMCHAYCTCA MPOBOAUTL CIICAYIOIIHC

MEpOIPUSATHS:
Ob6cnenoBanue:
e OreHKa O0IIEro COCTOSHUS ABUTaTEIbHON (QYHKIINY;
e Penrtrenorpadus mo3BOHOYHOTO CTOI0A M Ta300€APEHHOTO CYCTaBa;
¢ Ouenka 00bEMa IBIKEHHS B CYyCTaBaxX M HAJTMYUS HCKPUBJICHUH TO3BOHOYHUKA;
e OmeHKka TIOBCEHEBHOW AaKTUBHOCTH JUISI ONPEACICHUS HEOOXOIUMOW TIOMOIIM B
nepeMeIeHHsIX, aJalITUBHOM U JIp. BCTIOMOTaTeIbHOM 000pY/I0BaHHH.
e Penrtrenorpadus qpyrux o0nacreit (He OTHOCSIIUXCS K TO3BOHOYHOMY CTOJIOY).
e lI3MepeHHe IUIOTHOCTH KOCTH II€JIECOO0pa3HO B Cllydae TpaBM OT IEeperpysKH,
HECYACTHOTO CITyvast WM MaICHUsI.
OCHOBHBIE MEPOTIPUATHSL:
* Ucnonp3oBaHue Kpeciaa-KaTaJlKy [yl IepeMellieH s Ha O0JIbIINE PACCTOSHUS
MOBBIIAIOT MOOMIIBHOCTh M HE3aBUCHUMOCTH OOJIBHOTO.
* [IpodmnakTrka KOHTPAKTYp U YIPAKHEHHS TSI COXPAHEHHS TTOIBUKHOCTH
CYCTaBOB.
* Kune3oTepanusi W aKkTMBHOE BpEMSNPENPOBOXKACHUE [UIS COXPAaHEHMS
BBIHOCITUBOCTH M HE3aBUCHUMOCTH W/WJIN TIPEAO0TBPALICHUS/CHUYKSHUST HHBAJIH TN 3AIIH.
* XoxneHue, TP HEOOXOIUMOCTH C WCIOIB30BAHUEM BCIIOMOTATEIHHBIX
IpUCHOCcO0IeHNH, TOIHKHO MOOUIPSATHCS.
* PerynsapHsle ynpakXHEHUS TOJKHBI BCIYECKH MOOIIPATHCS, T.K. TOJJIEPKUBAIOT
¢u3nveckyro GOpMy M BBIHOCIMBOCTH OOJBHOTO. YTPaXHEHHUS MOTYT BKIIOYAThH ITUIABaHHE,
pa3NuYHbIE BHIBI YIMPAKHEHWH B BOJE (AKBAaTEpanHio), WUMIOTEPANUI0 W AJTalTUBHBIC BHJIBI

criopTa.
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* Meponpusitus IO ajanTaliy JOMalIHel (1 Ap. OKpyXkaromiei) 00CTaHOBKH AJIs
o0ecrieueHrss MaKCUMaJlIbHOW HE3aBUCUMOCTU OOJIbHBIX 32 CYET OE30MaCHOCTH M JOCTYIHOCTU
BCEX HEOOXO/IMMBIX UM CPEJCTB.

* IlpumeHeHue OpPTE30B B CiIydae HAYAJIbHBIX MPOSBICHUM CKOJIMO3a U
KOHTPaKTYP.

* Xupypruueckas KOppeKIHs MaToJIOrMy MO3BOHOYHHUKA (CM. HUXKE)

Pannss xupypruueckass KOppeKLHs CKOJIMO3a MO3BOJSET YJIYYIIUTh KOHTPOJb IO3BI,
BBIHOCJIMBOCTh M BHEIIHUN BUA O0JILHOTO. CUUTAETCS, YTO XUPYPTUUYECKOE JICUCHHE CKOJIM03a
MNPEANOYTUTENBHO Yy OOJBHBIX CcTapuie 2-X JEeT C BBIPAXKEHHBIM M MPOrPECCUPYIOLIUM
UCKPUBJICHHEM TO3BOHOYHMKA. Ormnepauuss JOHKHA ObITh BBIIOJIHEHA, II0OKa JIETOYHas
BEHTWIALIUS COXPAHSAETCS Ha aJIeKBaTHOM YpOBHE. PelieHne o XupypruueckoM Je4eHUH JT0KHO
MPUHUMATBCA C OCTOPOKHOCTBIO y XOAsmux O0onbHBIX CMA, T.K. U3MEHEHUE CIIOKHUBIICHCS
CHUCTEMBbI TOJJIEPKKA PABHOBECHUS] W JICTOYHOM BEHTWISIMM MOXET MPHUBECTH K TOTEpe
CIIOCOOHOCTH K camocTosiTenbHON xonp0e. [loaBbiBux Oeapa y GonbHbix CMA peako ObiBaeT
00JIe3HEHHBIM M YacTO OCTAETCS HE3aMEUEHHBIM. XHUPYPruueckoe OrpaHHYCHHE MOJBUKHOCTU
CycTaBa 4acTo HE pemaer mpoOjeMbl, T.K. OTMEYAIOTCS TOBTOPHBIC IMOIBBIBHXHU, IMOITOMY B
OOJBIIMHCTBE CIy4yaeB ONEpalMy JKEJaTelNbHO H30eraTb M MOYKHO  OTPAHUYUTHCS
KOHCEPBATHUBHBIM JieueHueM. Jledopmainnu cTomsl U rOJICHOCTOMHOIO CyCTaBa JIeJatoT HOLICHUE
00OBbIYHOI 00YBHM HEBO3MOXHBIM/HEYIOOHBIM, YTO MOXET OBITh TMOKa3aHUEM Ui OIepaluu
TEHOTOMHUH.

IlepuonepaunoHHasi MOAroTOBKA
VY 6onpHBIX CMA cylecTBYeT OONbIION PUCK BOSHUKHOBEHHUS MOCTHAPKO3HBIX OCIIOKHEHUH,
KOTOpbIE MOTYT TPHUBECTH K JUIMTENbHOW HHTYOAllMH, BHYTPUOOIBHUYHON HHQEKIIUH,
TPaXeOTOMUU U CMEPTH. BakHO, YTOOBI COCTOSIHME JbIXaTEIbHOW (YHKIHMH y OOJBHOTO OBLIO
ONTUMU3UPOBAHO J10 onepanuu. [lokazana qoonepanroHHas OllEHKa, BKIKOYAIOIIas CIEAYyoIne
MEPOTIPUSATHSL:

» Usmepenue apixarenbHOU QyHKIUU U 9)PEKTUBHOCTH KIS,

* PeHTreH opranoB rpyHOM KJIETKH;

* BeisiBneHue HapyneHuM AbIXaHUs BO BPEMS CHA;

* BroiaBrenue — OCHOXHSAOMUX  (GAKTOPOB,  BKJIIOYAs ~ AHKWIO3  YENIOCTH,
opodapHUHTeallbHyI0 acCHUpPalni0, racTpod3odareanbHbi PeQIIOKC, COCTOSHUE THTAHUS U
HaJU4HE aCTMBI.
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Ecnu  pesynpTarhl uccienoBaHus (YHKLUMM JbIXaHWs W/WIM HUCCIENOBaHMS CHa
IIATOJIOTUYECKHUE, TO IO ONEPATHBHOIO BMEIIATENIBCTBA MOKa3aHO mnposeacHue HouHou HBJI n
IIPUMEHEHNS METOJUK YJIYYIIeHHs OTKAllJIMBaHUA. BOJIBHOrO cienyer 03HAaKOMUTh C 3THMU
METOAMKAMH [0 IMPOBEICHUs OIEPAaTUBHOIO BMEIIATENbCTBA. ECIM BO3MOXHBI 3aTpyAHEHUS
BBIMIOJIHEHUSI HMHTYOAllMM B CBA3M C YENIOCTHBIM AaHKHJIO30M, HMHTYOAIUsl JOJDKHA OBITh
BBINOJIHEHA [10/1 KOHTPOJIEM ONTOBOJIOKOHHON OPOHXOCKOIHNH.

ITocTonepannoHHBIN yXO/I BKIIIOUAET CIEAYIOIUE MEPOIIPUATHSA:

* Ecriu O0nbHOM B COCTOSHMM OTKAIIUIMBATh COAEPIKUMOE JBIXaTeNbHBIX MyTeH M UMEET
OTHOCHUTEJIBHO COXPAaHHYIO CHWJIY [JbIXaTEIbHBIX MBIII, TO PHUCK IOCIECONEPALTOHHBIX
OCJIOXKHEHUH HE MPEBBIIIAET TAKOBOM y OOJIBHBIX C JPYroi MaToJIoruen.

* Ecnu cna®ocTh JbpIXaTeNnbHOM MYCKyJaTypbl MMEET MECTO A0 Hadaua oIepaluu, TO
TaKOW OOJBHOM HYXKIAETCS B HEMPEPHIBHOM MOHUTOPHHIE IBIXaTEIbHBIX (QYHKIUI U aKTHBHOU
TaKTUKE BEJICHHUS.

* Ecau OosibHOM HyXJajcs B CPEACTBAaX JAbIXaTEIbHOM MOAJEPKKU 1O ONeparu, TO
HEOOX0MMO HX HEMEJIEHHOEe NpPHUMEHEHME B IOoCTONepalMoHHbIl mnepuoj. TpebOyercs
IIpeAoNepalMOHHasl BCIIOMOraTelIbHasi MCKYCCTBEHHAs BEHTWIALMSA JIETKUX BO BpEMs CHA U
aQHaJIOTMYHasl BCIIOMOTaTesIbHAasi MCKYCCTBEHHAs BEHTWISLMSA JIETKUX HEIOCPEICTBEHHO IIOCIIE
IIPOBEJEHUS OIIEPALIUH.

* Dkcrybarus u nepexoa k HBJI nomxHbI miiaHMpOBaTHCS Kak MPOMEXYTOUYHBIN 3Tam JIs
BO3BPAILIEHUS K JTIOOTIEPAIIMOHHON CUCTEME JbIXaTeIbHOU MOoAepKKu. Ecii 60mpHOM HYX1acs
B TIOCTOSIHHOM JIBIXaTeNIbHOW mMojepkke 10 omepamuu (mocpeactsoM HBJI unu  uepes
TPaxeocTOMY) WJIM BO BpeMs OINEpali HCIOJIb30BAIIMCh MHOPEIAKCAHTHI, TO €ro MepeBoj] B
OT/IeJIeHNEe HHTEHCUBHOW Tepanuu ABISETCA 0053aTEIbHBIM.

* J)KenaTenbHo, 4TOOBI OOJIBHBIE UMENN MIPU ce0€ CBOM MHAMBHIyaJIbHbIE YCTPONCTBA AJIst
HBJI w/mnn acniupaTopsl A7 UCIIOJIB30BaHUSI B MOCJIEONEPALMOHHBIA MEPUOJ, MOCKOIbKY B
0O0JIbHUIIAX MOXKET OBITh OTPAaHUYEHHOE KOJIMUYECTBO TAKUX YCTPOUCTB.

* Kucnopon y GonpHbix CMA 10/DKHa NPUMEHSATHCS C OCTOPOXKHOCTBIO. BTOpHuHas
TUIIOKCeMHUsI, OOYCIIOBIEHHAs THIOBEHTWISLMEH, MOXeT OBbIThb CHyTaHa C TUIIOKCEMUEH,
OOyCIIOBJICHHOM JIpyrMMH MpPUYMHAMHU, TaKUMHM KaK 3aKylmopKa CIW3bI0 WM aTeseKTas.
KOHTpOnb KOHEYHOrO COJEp)KaHUsl YIJIEKUCIIOTHl B BBIABIXAEMOM BO3YXE MIIM YEPE3KOMXKHBIN
KOHTpPOJIb COZ, WIA aHaJIM3 COJEp)KaHHs Ta3oB B apTEpUATbHON KPOBH IMOMOXET BBIOPATh

HpaBHJ’ILHLIfI PCXKUM ITPUMCHCHUA KUCJIOPOIa.
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* AnekBaTHOe 00€300JIMBaHHE MPEAYNPEIUT THIIOBEHTHIISIMIO, CBSI3aHHYIO C
ob6e3aBrknBanueM. [ 1yOnHa 06e3001rBaHus AOHKHA OBITH MOA0OpaHa C Y4€TOM MUHUMHU3AIUN
TOPMOXKCHHUS JBIXaTEIbHBIX IIEHTPOB. BpeMeHHOE yCHIICHUE JIBIXaTeIbHOM MOJICPKKH MOXKET

OBITH HEOOXOAMMO TSI KOHTPOJIS TIOCIICONIEPALIMOHHOM OOIH.

Yx00 3a Oonvnveimu 6 ocmpuix cumyayusx (ocmpoe pecnupamopuoe 3abo.eéanue,
NHEeMOHUA, 6HE3aANHOe YXYOuleHue ObIXaAmelbHbIX (YHKUUIL).
Lenpto yxona 3a OOJBHBIMU B OCTPOW CHTYallMU SIBJISETCS HOpMaJIH3alus ra3o00MeHa
NyTeM NPEeaynpeKICHHUs aTelIeKTa3upOBaHUA U OYMIICHHUS JbIXaTeNIbHBIX ImyTeil. B
OOJBIIMHCTBE CIIy4aeB, MO BO3MOXKHOCTH, STH 3aJauu JOJDKHBI pemarbest ¢ nomoisio HBJL
MoskeT ObITh MOJIE3HBIM MOHUTOPHUHT Ta3oB B KpoBH. [lokazaHO mpoBeneHuE MEPONPUITUN IO
OYMCTKE [IBIXaTE€IBHBIX TyTeHM TPU TMOMOIIM PYYHBIX NPUEMOB WM MEXaHUYECKHUX
MPUCTIOCOOICHUN Il YCWJICHHS OTKAIJIMBaHUS, TOCTYpPalIbHBIM JIPEHAX, KHUHE30TEpaIus
rpyaHoit  kinetku. Ilokazarenu OKCUMETpUM JIOJDKHBI  MCIONB30BAaThCS  IJISl  OLEHKHU

3¢ hexTUBHOCTH TPETPUHUMAEMBIX MEPOTIPUITUH.

Ivixamenvhas l’lOd@éprCKCl y aescadux u CUOSYUX nayuermos.

* [Ipumenenne HBJI B ocTpeIX ciyyasx npeaynpexaacT AbIXaTelbHY0 JEKOMIICHCALUIO
BBI3BAHHYIO JIONOJIHUTEJIBHOW HAarpy3KOil B pPE3yJbTare HApYyIICHWS [UKIA JbIXaHUs,
HapacTaHUEM CJIa00CTHU AbIXaTeIbHON MYCKYJIaTypbl U HE3()(HEKTUBHOM OUNCTKOM JIbIXaTEeNIbHbIX
IIyTEHN OT CEeKpeTa.

* Jlnesnas HBJI B xoMOMHaiuu ¢ npuéMamMM OYMCTKH JIbIXaTEIbHBIX IMyTE€H MOXKET
noTpe0OBaTHCS TEM, KTO yXkKe HCHoJb3yeT HouHyto HBJL

* JIns xoppekuuu runokcemuu B HBJI cuctemy nomken ObITh BBeieH Kuciopoa. OqHaKo
ATOMY JIOJIKHBI NPEAIIECTBOBATh OYMCTKA JABIXATENBHBIX ITyTE€H W ONTHMM3aLHs IapaMeTPOB
MIOJIOXKUTENBHOTO IABJICHNS Ha BIOXE U BBIIOXE.

* Ecm HBJI oxazanace Hed(pheKTHUBHOM, MHTYyOAluss M MeXaHWYecKas BEHTHJISALMS
JIOJIKHBI HCIIOJB30BAThCS B KAYECTBE KPAaTKOCPOUYHOU BpeMeHHOM Mmepsbl. [locne mpekpameHus
OCTpOM cUTyaliH (BBI3IOPOBJICHHS) U HOPMAIU3AllMK HACBHIIIEHNS KPOBU KHCIOPOAOM BO3/1yXa,
HeoOxouMa sKkeTyOanus 1 Bo3Bpauienue kK HBJL

* Pemienrie 0 HapalMBaHWU JICUEOHBIX MEPONPUATHH, BKIIOYAs MHTYOALHUIO, JOKHO
OBITH IPUHATO 320JIarOBPEMEHHO.
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* Bonpoc 0 BEHTUJISIMU TOCPEACTBOM TPAXEOTOMUHU MOXKET OBITh PACCMOTPEH B Cllyyae
YacThIX MH(EKLIHNOHHBIX OCTPBIX ITHEBMOHUH Y JIEKAIIUX OOJBHBIX, OJHAKO CIEAYyeT UMETh B
BHJy, YTO 3TOT IIOAXOJ HE BCErJa IPUBOIUT K YIYYIICHHIO KayeCTBa )KU3HU U YMEHBIICHHIO
KOJIMUeCTBAa rocnuranuianuii. B mro0oM ciydae, TpaxeoToMus NPOBOAUTCS B ILIAHOBOM
nopsiike (He B OCTPBIX cuTyanusx). [IpuMeHeHHe TpaxeoTOMHHM y CHAAIIMX OOJBHBIX HE
ABJIETCS ONPaBIAHHBIM.

* B ciydasx HapacTaromero AeguuuTra AbIXaTeJbHOM (YHKLUUHU y JIe)KauuxX OOJIbHBIX
MOYET OBITh ONPAaBJAHO MPUMEHEHNE MAJUIMATHBHBIX 101X0/10B (Hanpumep, HBJI).

,Z[CTI/I, KOTOPLIC MOT'YT CAMOCTOATCIBbHO XOAUTh, B OCTPBIX CUTYallUAX MOT'YT HYXXIAaTbCs B

HBJI B coderanuu ¢ TEXHUKOW OUMIIEHHUS IbIXaTeiabHbIX myred. Kuciaopoanas Ttepanus u
BpEMEHHAsi MHTYOAalMsi JODKHBI TPOBOAUTHCA 1O TEM K€ NPUHLUIAM, YTO U Y
JSKAYUX/CUITINX  OOTBHBIX. Ecimm B oOCTphIX CHTyalusx BO3HHKAeT HEOOXOIUMOCTh
npumenenus HBJI, To gomkeH ObITh pacCMOTPEH BOIMPOC O HAIMYUU CPEACTB IS MPOBEACHUS
HBJI noma.
IHlumanue oonvneix CMA ¢ ocmpoii namonozueit (ocmpoe pecnupamopHoe
3abo0n1e6anue, NHEGMOHUS, 6HE3ANHOE YXYyOuleHUe ObIXAMeNbHbIX YYHKYUIL).
bonbabie CMA, 0co0eHHO Jiexkaune U CUASUnE, SBISIOTCS OCOOEHHO YSA3BUMBIMU
B OTHOIIEHUU KaTaOOJMYECKHX IPOILIECCOB W ToJio/la, a TakkKe ropaszao 0Oosee CKIOHHBI K
TUTOTJIMKEMHUH CBsi3aHHOU ¢ ronoaoM. [Toatomy Bcem GoiabHbIM CMA HeoOxoaumo u3berartb
JUTUTEIBHOTO TOJIOJJaHUsI, OCOOEHHO B Tepuoiabl 3a0osneBaHui. I[luTanue mTOMKHO OBITH
ONTUMHU3UPOBAHO ISl TIOJIHOTO TOKPBITUS DHEPreTHYECKUX 3aTpar B TeueHue 4-6 4acoB ¢
MOMEHTa TMOCTYIUICHHs] OOJBHOTO C OCTPOM MAaTONOTHEH, MPH 3TOM MOMKET MPUMEHSITHCS

SHTCPAJIbHOC MTUTAHUC, ITAPCHTCPAIILHOC ITUTAHUC NI KOM6I/IHHpOBaHHBII>'I METOH €CJIN HY>XKHO.

AJITOPUTM JEACTBUN

JlnarHocTHUeCKUil adropuT™ JeMCTBUI MPU CIMHAIBHONW MBIIIEYHON AUCTPOPHUH

PebeHok ¢ CHUMIOTOMOKOMILIEKCOM
«BSITIOTO» peOCHKA

Knuanueckuit ocMoTp, 31eKTpoMuorpadus,
OMOXMMHUYECKHUI aHaTTU3 KPOBHU C
UCCJIeIOBAHUEM aKTUBHOCTH (hepMeHTa
kpeatuHuHpochokunazel (KOK)
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CrnyHanbHas MbIIICYHAs an0(1)I/ISI C THITMYHBIMH HUJIN
HCTHUIINYHBIMU KIIMHUYCCKHUMU IIPOABJICHUAMUA

['eneTnueckoe uccienoBanue Haanuus aeiaernuii B reue SMN1

['eneTnueckoe mcciiegoBanue Koiandyectsa komuii renos SMN1

[IpoBenenue cexkBeHupoBanus rena SMN1 11t morcka TOYSYHBIX MyTallUM

Onpenenenre HEOOXOAUMOCTH U MTPOBEACHHUE PECITUPATOPHOMN MOIIACPIKKH
MaIMEHTOB

OcHOBHBIC MCPOIIPpUATHA 110 OpTOHC,Z[I/ILIeCKOﬁ KOPPCKIOUHN y ,Z[GTGﬁ

MEJIUKAMEHTO3HOE JIEUEHUE

OTHOJOIMUYECKOTO JICUSHHSI CIMHAJIBHBIX MBIIIEYHBIX aTpOQHil Ha CEroHAIIHUN JEHb HE
cymectByeT. B XXI| Beke TOIbKO HaYMHACTCS pa3paboTKa MAaTOr€HETHYECKUX METO/IOB JICUCHHS
CMA. U xots ObUTH BBIABICHBI MpENapaThl, TAaKUE KaK BaJBIIPOEBAs KHCIOTAa U CAlbOYTaMoJI,
KOTophle criocoOHbl yBenuumBaTh cuHTe3 MPHK ¢ rema SMN2, omHako He mpoBOIMIOCH
KPYIHBIX MEXAYHApOJIHBIX KIMHUYECKMX HCCIEIOBaHUN, HANpaBIEHHBIX Ha BbBISBJICHUE
yIy4dlIeHHUs ABUraTebHON QyHKIMH y 00sbHBIX co CMA.

BosbImMHCTBO TpaIUIIMOHHO TPUMEHSIEMBIX TpenapaToB (IepeyrciieHbl HIDKE) 00Ia1atoT
o0mMM Hecnenu(pUUEeCKUM MEXaHU3MOM JIeHCTBHS M HX HIPUMEHEHHE HMeEEeT HEBBICOKHM
YPOBEHb JI0Ka3aTEIbHOCTH.

L-KapHuTHH — aMIHOKHCIIOTA, IPUPOAHOE BEUIECTBO, POJACTBEHHOE BUTAMHHAM TPYIIIBI
B. B ornuume oT BUTAaMHHOB, KAPHUTHH CHHTE3UPYETCS] B OpPraHU3Me, MOSTOMY €r0 Ha3bIBAIOT
BUTAMMHONOAOOHBIM  BELIECTBOM. B  opraHumsMe 4YenoBeka MPHUCYTCTBYeT B  TKaHIX
MONIEPEYHOMOIOCATBIX MBI U Te4YeHU. SIBiseTcss (pakTopoM MeTabOJMYeCKHUX MpPOIECCOB,
o0ecneunBaromux nojaepxanue akTuBHocTy kKopepmenta A (KoA). B Mmenumne ncnonb3yercs
JUTST KOPPEKITUH MeTabomdeckux mporeccoB. OKa3piBaeT aHA0OIMUECKOe, aHTHTHITOKCHIECKOEe

U aAQHTUTUPCOUTHOC ,Z[CﬁCTBPIC, AKTUBUPYCT )KPIpOBOfI 06MCH, CTUMYJIMPYCT pPEreHepanuro,
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http://ru.wikipedia.org/wiki/%D0%92%D0%B8%D1%82%D0%B0%D0%BC%D0%B8%D0%BD%D1%8B
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http://ru.wikipedia.org/wiki/%D0%9C%D1%8B%D1%88%D1%86%D1%8B
http://ru.wikipedia.org/wiki/%D0%9F%D0%B5%D1%87%D0%B5%D0%BD%D1%8C
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http://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B0%D0%B1%D0%BE%D0%BB%D0%B8%D0%BA%D0%B8
http://ru.wikipedia.org/wiki/%D0%90%D0%BD%D1%82%D0%B8%D0%B3%D0%B8%D0%BF%D0%BE%D0%BA%D1%81%D0%B0%D0%BD%D1%82%D1%8B
http://ru.wikipedia.org/w/index.php?title=%D0%90%D0%BD%D1%82%D0%B8%D1%80%D0%B5%D0%BE%D0%B8%D0%B4%D1%8B&action=edit&redlink=1
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noBeImraer anmnetut. L-Kapautun npumensiercs B no3upoBke 10 1000 mr/cyTku Kypcamu mo 2
Mecsa. [S ypoBEHb J10Ka3aTeIbHOCTH |.

Kosmzum Q10 (kodepment Qio, YOMXHHOH) — 53TO rpymma Ko()epMEHTOB —
OCH30XMHOHOB, COJACPXKAIIUX XHUHOUIHYIO Tpymimy (oTciona obo3HaueHue Q) M CoaepIKammx
HECKOJIBKO M30MPEHWIOBBIX rpymm (Hampumep, 10 B crydae kodpepmenTa Qig). YOUXUHOHBI —
3TO KUPOPACTBOPUMBIE KO(EpPMEHTHI, MpEACTABICHHbIE MPEUMYILECTBEHHO B MHUTOXOHIPUSX
JYKapUOTHYECKHUX KJIETOK. YOMXUHOH SIBISETCS KOMIIOHEHTOM IIeNH IepeHoca 3JIEKTPOHOB U
NPUHUMAET YYacTHE B OKHCIUTENBHOM (ochopuiupoBaHur. MaKCHUMalbHOE COJEpKAHHE
yOMXHMHOHA B OpraHax ¢ HauOOJIBIIMMH SHEPTeTUIECKUMHU NOTPEOHOCTIMH, HAIIPUMEp, B CEpLe
u mneuenu. Kodepment (Q mnpuHMMAaeT ydacTHE B PEAKUUAX  OKHCIUTEIBHOTO
docdoprnrpoBanusi, SBISETCS KOMIIOHEHTOM L€ MEPEHOCa AJIEKTPOHOB B MHUTOXOHIPHUSX.
Waruburopsl yOMXWHOHA OCTAHABIMBAIOT PEAKIUH OKHCIUTENHFHOTO (POoCchHOpHINPOBAHUS.
Kodepment Q sBiseTcsi KOMIOHEHTOM IIETIM TEPEHOCa 3JIEKTPOHOB, NMPHHUMAET y4acTHE B
nepeHoce aekTpoHoB ¢ NADH-peruaporenasnoro  kommiekca (komiviekc [) wu
cyknuHataeruaporeHaznoro komruiekca (II) na xommneke III, u ydactByeT, Takum obpazom, B
cunateze AT®. Takxke kopepMeHT Q SBISETCS AHTUOKCHIAHTOM M, B OTIUYHE OT APYTUX
AQHTHOKCHU/IAaHTOB, pereHepupyercs oprann3mMom. Kpome toro, kodepmeHT Q BOCCTaHABIMBAET
AHTHUOKCHIAaHTHYIO aKTUBHOCTh BUTamuHa E — o-Tokodepona. Kosnzum Q10 mpumensiercs B
no3upoBke 30-90 Mr/cyTku Kypcamu 1o 2 MecsIa [5 ypoBeHb JOKa3aTeIbHOCTH .

epedpon3uH — HOOTPOITHOE CPEACTBO, KOMIUIEKCHBIN MpenapaT ¢ HeHpoTpodhruyecKoit
AKTUBHOCTBIO,  KOTOpPBIM  HCHOJB3yeTcs g JIeYeHUs  OOJNBHBIX C  pa3IMYHBIMU
HEBPOJIOTUYECKUMH 3a00I€BaHUSIMH, TAKIMH KaK UIIEMUUYECKUN U TeMOPpParnuecKuii MHCYIbTHI,
COCyIuCTas JeMeHIMs, BKIrouas Oone3Hb Adnblreiimepa. IlpeacraBiser coboit KomIuiekce
HU3KOMOJIEKYJISIPHBIX TENTHUJIOB, MOJy4aeMblii C MOMOULIbI0 (EPMEHTHOTO pacUIeTIEHUs
OUMIICHHBIX OEJIKOB MO3TOBOTO BEILIECTBA CBUHbU. AKTHBHAas (pakius MpeicTaBlieHa
NENTUAAMH, MOJEKYJSApHBIM Bec KoTopelx He mpespimaer 10 000 manpTOoH. B cBA3M ©
KOMIUIEKCHOH TpUPOIOM IepeOpoau3uHa TOYHBIH MEXaHU3M €ro JeWCTBUS OCTaercs
HeusBecTHbIM. LlepeOponu3uH npumMeHsieTcst B BUA€ BHYTPUMBIIIEYHBIX HHBbEKIUH 1o 1,0-2,0 M
kypcamu 1o 10-15 pa3. MoxeT mpuMeHSTbCS B cocTaBe GapMakopediekcoTepanuu. [S ypoBeHb
JI0Ka3aTeNbHOCTH .

AKTOBeruH — Ipernapar, CoAepKallui HU3KOMOJIEKYJIIPHbIE MENTH/IbI U MTPOU3BOIHBIE
AMUHOKHCJIOT. AKTOBETHH, Oy Iy4u reMOoJepUBaTOM, KOTOPBIM MOTy4YaroT MOCPEICTBOM JIHaIN3a
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http://ru.wikipedia.org/wiki/%D0%9A%D0%BE%D1%84%D0%B5%D1%80%D0%BC%D0%B5%D0%BD%D1%82
http://ru.wikipedia.org/wiki/%D0%A5%D0%B8%D0%BD%D0%BE%D0%BD
http://ru.wikipedia.org/wiki/%D0%98%D0%B7%D0%BE%D0%BF%D1%80%D0%B5%D0%BD
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http://ru.wikipedia.org/wiki/%D0%A1%D0%B5%D1%80%D0%B4%D1%86%D0%B5
http://ru.wikipedia.org/wiki/%D0%9F%D0%B5%D1%87%D0%B5%D0%BD%D1%8C
http://ru.wikipedia.org/wiki/%D0%90%D0%A2%D0%A4
http://ru.wikipedia.org/wiki/%D0%92%D0%B8%D1%82%D0%B0%D0%BC%D0%B8%D0%BD_%D0%95
http://ru.wikipedia.org/wiki/%D0%A2%D0%BE%D0%BA%D0%BE%D1%84%D0%B5%D1%80%D0%BE%D0%BB
http://ru.wikipedia.org/wiki/%D0%9D%D0%BE%D0%BE%D1%82%D1%80%D0%BE%D0%BF
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http://ru.wikipedia.org/wiki/%D0%98%D1%88%D0%B5%D0%BC%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B8%D0%B9_%D0%B8%D0%BD%D1%81%D1%83%D0%BB%D1%8C%D1%82
http://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BC%D0%BE%D1%80%D1%80%D0%B0%D0%B3%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B8%D0%B9_%D0%B8%D0%BD%D1%81%D1%83%D0%BB%D1%8C%D1%82
http://ru.wikipedia.org/wiki/%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C_%D0%90%D0%BB%D1%8C%D1%86%D0%B3%D0%B5%D0%B9%D0%BC%D0%B5%D1%80%D0%B0
http://ru.wikipedia.org/wiki/%D0%9F%D0%B5%D0%BF%D1%82%D0%B8%D0%B4%D1%8B
http://ru.wikipedia.org/wiki/%D0%9C%D0%BE%D0%B7%D0%B3
http://ru.wikipedia.org/wiki/%D0%A1%D0%B2%D0%B8%D0%BD%D1%8C%D1%8F
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http://ru.wikipedia.org/wiki/%D0%90%D1%82%D0%BE%D0%BC%D0%BD%D0%B0%D1%8F_%D0%B5%D0%B4%D0%B8%D0%BD%D0%B8%D1%86%D0%B0_%D0%BC%D0%B0%D1%81%D1%81%D1%8B
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u ynbTpadriibTpanuu (MPOXOASIT COCIUHEHHS C MOJICKYJIIpHON Maccoit Mmenee 5000 nanbTOH),
COJICP)KUT TONBKO (u3MoNoruueckue BemiecTBa. Ha MonekynsipHOM ypoBHE AKTOBETHUH
BBI3bIBACT YBEJIMYCHHE YTWIM3ALUU U MOTPEOIeHHs] KUCIOpOoJa (TOBBIIMIAET YCTOHYMBOCTH K
TUIIOKCUH), TIOBBIIIAET SHEPreTUYECKUid MeTaboin3M M moTpebiieHue rioko3bl. CyMMapHBIi
3 deKT BCceX ITUX MPOLECCOB 3aKIIOYACTCS B YCHIIEHUH SHEPreTHYECKOTO COCTOSHHS KIETKH,
O0COOCHHO B YCJIOBMSIX HEOCTATOUHOCTH. AKTOBETMH NMPUMEHSETCS B BHJIE BHYTPUMBIIICUYHBIX
uabekuuii mo 1,0-2,0 mun kypcamu 1o 10-15 pa3. Moxker NpuUMEHSATBCS B COCTaBe
dapmakopediekcoTepanui. [S ypoBeHb 10Ka3aTeIbHOCTH |

Coakocepnsi — 1peiacTaBisieT CcOOOM  AENPOTEMHU3UPOBAHHBIA — IeMOAMAIN3AT,
COJIepKalMil IIMPOKUM CIEKTP HU3KOMOJEKYISPHBIX KOMIIOHEHTOB KJIETOYHOW MAacchl U
CBIBOPOTKH KPOBH MOJIOYHBIX TEISAT € MoOJeKyisipHoil Maccoi 5000 D (rnmxomporeuisi,
HYKJIEO3U/Ibl U HYKJICOTUbI, OJIUTONENTUABI, aMUHOKHUCIOTHI). Y cTaHOBJIEHO, uTO CoOJIKOCEpU
o0Janaer CleqyOIUMUA CBOMCTBAMU: YJIy4IlIaeT TPAHCIIOPT KHUCIOPOJa U TIIIOKO3bI K KJIETKaM,
HAXOSAIIUMCA B YCIOBUSIX THUIOKCHM, IIOBBIIAET CHUHTE3 BHYyTpukierouHoro AT®D wu
CIOCOOCTBYET  YBEIMYEHHUIO  JOMM  a’poOHOr0  TJMKOIU3a U OKHCIUTEIBHOTO
dochopunrpoBaHus; aKTHBH3HPYET peNapaTHBHBIE W PETCHEPATHBHBIC IMPOIECCH B TKAHSX;
cTuMynupyer npoiudepanuo  GuOpoOIACTOB M CHHTE3 KOJUIareHa CTEHKH COCYIOB.
Conkocepusl IpUMEHSETCS B BUJI€ BHYTPUMBIIIEYHBIX HHbEKIUU 10 1,0-2,0 mi kypcamu o 10-
15 pa3. [S ypoBeHb AOKa3aTEIBHOCTH].

Buramunsl B1, B6, B12 (HelipoMyJbTHBHMT) — NaTEHTOBAaHHBIM KOMOWHUPOBAaHHBIM
MOJIMBUTAMUHHBINA JIEKapCTBEHHBbIN mpenapar. [IpuMeHsieTcss mpu pa3iuyHbIX 3a00J€BaHUIX,
ACCOLIMUPYIOIIUXCS C HEAOCTAaTOYHOCThIO BUTaMHUHOB Tpymimsl B (Bi, Bg, Bi2): ankoronsHas u
nuabeTryeckass HeHpomaTHUH, KOKHbIE 3a007€BaHUS U T. . Y CTAHOBIEHO, YTO B 3THUX CIIy4asx
«HelpoMynbTUBUT» MOKET PaCCMATPUBATHCS B KAYECTBE MOJHOIEHHOW 3aMEHbI HHBEKIITMOHHOM
KOMIUIEKCHOW TepanuM YKa3aHHbIMM BuUTaMuHamu. Crumynupyer werabonusm B LIHC,
pereHepalnio HEpBHOW TKaHM, OKa3bIBAET aHajbre3upymollee neictBue. PapmakoanHaMUKa
mpernapara onpenensieTcss CBOUCTBAMU BXOJISAIINX B €r0 COCTaB BUTAMUHOB. THaMHH (BUTaMUH
B1) B opranusme uenoBeka B pe3yibTare MpoleccoB (ocopuiiMpoBaHMs NMpeBpaliaeTcs B
KOKapOoKcuiiazy, KoTopas sBisercs KoepMeHTOM MHOTHX (epMEeHTHbIX peakuuil. Tuamun
UTpaeT BaXHYIO POJIb B YIJIEBOJHOM, OEIKOBOM U KMPOBOM OOMEHE. AKTMBHO Yy4acTBYeT B
npolieccax MpPOBEACHUS HEPBHOIO BO30YXIeHHMs B cuHarcax. [lupuaokcun (ButamuH Bo6)
HEOOXO0UM JJIi HOPMaJbHOTO (PYHKIIMOHUPOBAHUS LEHTPAJIBLHOW U MepudepuyecKoil HepBHOM
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http://ru.wikipedia.org/wiki/%D0%9F%D0%B8%D1%80%D0%B8%D0%B4%D0%BE%D0%BA%D1%81%D0%B8%D0%BD
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cucteMbl. B dochopunupoBanHoit ¢dopme sBIseTCs KOPEepMEHTOM B  MeTaboJmM3Me
AMUHOKHCJIOT (JIeKapOOKCUIIMpOBaHUE, MepeaMUHUpOBaHUE M Jp.). BbicTymaer B KauecTBe
KodepMeHTa BaXHEMIIUX (EPMEHTOB, [AEUCTBYIOIIMX B HEPBHBIX TKaHIX. YYacTBYeT B
OMOCHHTE3¢ MHOTMX HEMpPOMEIUATOPOB — TAaKUX KaK JONaMUH, HOPAAPEHAJIWH, aJpEHAJIMH,
rucramud 1 [AMK (ramMmma-amMuHoMacisiHas kuciora). [luanokoOamamun (Butamud B12)
HEOOXO0UM ISl HOPMAJIbHOTO KPOBETBOPEHHUS U CO3PEBAHUS IPUTPOLIUTOB, TAKXKE YJaCTBYET B
psage OMOXMMHMYECKHUX pEaKIHii, o0ecreunBalomuX >KU3HEAEATEeIbHOCTh OpraHu3Ma — B
nepeHoce METHIBHBIX Tpynn (M JAPYrHX OJHOYIJIEPOJUCTHIX (ParMEeHTOB), B CHUHTE3€
HYKJICMHOBBIX KHCJIOT, Oeika, B OOMEHE aMHUHOKHCIOT, YIJIEBOAOB, JHUMUAOB. OKa3bIBaeT
OJaronpusATHOE BIUSHUE Ha MPOIECCHl B HEPBHOW cucTeMe (CHHTE3 HYKJIECHHOBBIX KHCIOT U
JUTIMIHBIA ~ cocTaB  nepedpo3umaoB U pochomunumor). Kodepmentnoie  hopmbr
MaHoKoOaTaMuHa — METHJIKOOAJaMUH M aJIeHO3MIKOOAIaMIH HEOOXOIMMBI JUIS PETUTUKAIH
u pocra kierok. Burammuel Bl, B6, B12 mnpumensioorcs kypcamu, no 1-2 wMecsua.
HeilipomynsTuBUT Haercs o 1-2 TabneTku B CyTKH. [5 ypOBEHb 10Ka3aTeIbHOCTH].

Butamun E — rpynna KUpOpacTBOPUMBIX OHOJOTHYECKH aKTHUBHBIX BEIIECTB
(TOKO(eposbl ¥ TOKOTPUEHOJIBI), MPOSBISIIONIMX AHTHOKCUAAHTHBIC CBOWCTBA. B mpupoxe
CYIIECTBYET B BHJIE CMECH YETHIPEX CTPYKTYPHBIX H30MEPOB TOKO(EPOJIOB M YETHIPEX
COOTBETCTBYIOIIUX KM TOKOTPHEHOJIOB, ormuaromuxcsiy) GHOTOrHUecKoil aKTHBHOCTBIO H
UCTIOJNIHAEMBIMU B Tene (QyHKuusmMu. Butamun E — jxupopacTBOpuUMBI BUTaMHH, OH
pacTBOpSIETCS M OCTAaeTCd B KUPOBBIX TKAHAX Tela, TEM CaMbIM YMEHbIIas MOTPeOHOCTh B
noTpedseHuu OONbIIUX KOJIMYECTB BUTaMUHA. TOKO(Epos — IIJIaBHBIN aHTUOKCUIAHT B IMUIIE.
Buramun E npumensercs kypcamu 1o 10-20 ME B cyTku. [S ypoBeHb A0Ka3aTEIBHOCTH].

Banbnpoarsl — OKa3bIBAalOT MHMOpEIAKCHpYIOLIee, CelaTUBHOE JEHCTBHE, MPOSBIISIOT
IPOTUBOAUIIENTHUECKYIO aKTUBHOCTh NPU BCEX TUNAX JMMIENCcUil. BanbmpoaTsl MOBBILIAIOT
conepkanue I'AMK B uenTpanbHOl HepBHOM cucreme 3a cuer uHrubuposanus ['AMK-
TpaHcdepasbl, a TakKe yMeHbllleHueM oopaTHoro 3axBara 'AMK B TkaHsAX rosioBHOro mosra. B
€IMHUYHBIX HaOJIOJICHUAX MOKa3aHO, 4YTO MPHUMEHEHHE IpernapaTroB BaJbIPOEBOH KHUCIOTHI
MOJKET MPUBOJUTH K yBenmdeHuio cuHaTe3a MPHK, a 3arem u 6emka SMN, 4to BrocnencTsun
MOKET YJy4yllaTh KIMHUYECKOe TeueHue 3abosneBaHus. lIpuMeHeHue BalbIpOAaTOB HOCUT
HKCIIEPUMEHTANIbHBIM XapaKTep U HE MOXET ObITh PEeKOMEHJ0BAHO IS MallMeHTOB Mutaime 1

roJla H3-3a BBICOKOI'O PUCKAa BO3HHUKHOBCHHA IMOOOYHBIX B(I)(I)eKTOB; mocie 1 roza CpcaHssa

29


http://ru.wikipedia.org/wiki/%D0%90%D0%BC%D0%B8%D0%BD%D0%BE%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D1%8B
http://ru.wikipedia.org/wiki/%D0%9D%D0%B5%D0%B9%D1%80%D0%BE%D0%BC%D0%B5%D0%B4%D0%B8%D0%B0%D1%82%D0%BE%D1%80%D1%8B
http://ru.wikipedia.org/wiki/%D0%94%D0%BE%D0%BF%D0%B0%D0%BC%D0%B8%D0%BD
http://ru.wikipedia.org/wiki/%D0%9D%D0%BE%D1%80%D0%B0%D0%B4%D1%80%D0%B5%D0%BD%D0%B0%D0%BB%D0%B8%D0%BD
http://ru.wikipedia.org/wiki/%D0%90%D0%B4%D1%80%D0%B5%D0%BD%D0%B0%D0%BB%D0%B8%D0%BD
http://ru.wikipedia.org/wiki/%D0%93%D0%B8%D1%81%D1%82%D0%B0%D0%BC%D0%B8%D0%BD
http://ru.wikipedia.org/wiki/%D0%93%D0%B0%D0%BC%D0%BC%D0%B0-%D0%B0%D0%BC%D0%B8%D0%BD%D0%BE%D0%BC%D0%B0%D1%81%D0%BB%D1%8F%D0%BD%D0%B0%D1%8F_%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B0
http://ru.wikipedia.org/wiki/%D0%A6%D0%B8%D0%B0%D0%BD%D0%BE%D0%BA%D0%BE%D0%B1%D0%B0%D0%BB%D0%B0%D0%BC%D0%B8%D0%BD
http://ru.wikipedia.org/wiki/%D0%AD%D1%80%D0%B8%D1%82%D1%80%D0%BE%D1%86%D0%B8%D1%82
http://ru.wikipedia.org/wiki/%D0%9D%D1%83%D0%BA%D0%BB%D0%B5%D0%B8%D0%BD%D0%BE%D0%B2%D1%8B%D0%B5_%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D1%8B
http://ru.wikipedia.org/wiki/%D0%9B%D0%B8%D0%BF%D0%B8%D0%B4%D1%8B
http://ru.wikipedia.org/wiki/%D0%A6%D0%B5%D1%80%D0%B5%D0%B1%D1%80%D0%BE%D0%B7%D0%B8%D0%B4%D1%8B
http://ru.wikipedia.org/wiki/%D0%A4%D0%BE%D1%81%D1%84%D0%BE%D0%BB%D0%B8%D0%BF%D0%B8%D0%B4%D1%8B
http://ru.wikipedia.org/wiki/%D0%9C%D0%B5%D1%82%D0%B8%D0%BB%D0%BA%D0%BE%D0%B1%D0%B0%D0%BB%D0%B0%D0%BC%D0%B8%D0%BD
http://ru.wikipedia.org/w/index.php?title=%D0%90%D0%B4%D0%B5%D0%BD%D0%BE%D0%B7%D0%B8%D0%BB%D0%BA%D0%BE%D0%B1%D0%B0%D0%BB%D0%B0%D0%BC%D0%B8%D0%BD&action=edit&redlink=1
http://ru.wikipedia.org/wiki/%D0%A2%D0%BE%D0%BA%D0%BE%D1%84%D0%B5%D1%80%D0%BE%D0%BB%D1%8B
http://ru.wikipedia.org/wiki/%D0%A2%D0%BE%D0%BA%D0%BE%D1%82%D1%80%D0%B8%D0%B5%D0%BD%D0%BE%D0%BB%D1%8B
http://ru.wikipedia.org/wiki/%D0%90%D0%BD%D1%82%D0%B8%D0%BE%D0%BA%D1%81%D0%B8%D0%B4%D0%B0%D0%BD%D1%82%D1%8B
http://ru.wikipedia.org/wiki/%D0%A1%D1%82%D1%80%D1%83%D0%BA%D1%82%D1%83%D1%80%D0%BD%D0%B0%D1%8F_%D0%B8%D0%B7%D0%BE%D0%BC%D0%B5%D1%80%D0%B8%D1%8F
http://ru.wikipedia.org/wiki/%D0%A2%D0%BE%D0%BA%D0%BE%D1%84%D0%B5%D1%80%D0%BE%D0%BB%D1%8B
http://ru.wikipedia.org/wiki/%D0%A2%D0%BE%D0%BA%D0%BE%D1%82%D1%80%D0%B8%D0%B5%D0%BD%D0%BE%D0%BB%D1%8B
http://ru.wikipedia.org/wiki/%C2%E8%F2%E0%EC%E8%ED_E#cite_note-SenKhannaRoy-1
http://ru.wikipedia.org/wiki/%D0%90%D0%BD%D1%82%D0%B8%D0%BE%D0%BA%D1%81%D0%B8%D0%B4%D0%B0%D0%BD%D1%82
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JIO3UPOBKA BaJILIIPOCBOM KHCIOTBI MOXET cocTaBisATh 10-20 Mr/Kr/cytku. [5 ypOBEHb
JIOKa3aTeNbHOCTH .

Caanoyramon — (2-tper-byrunamuno-1-(4-okcu-3-okcuMeTHI-PEHUI)-3TaHOI) —
OpOHXOpACHIMPSIONINNA TperapaTr U3 TPYHIBI CEJIEKTUBHBIX arOHUCTOB [32-apEeHOPEIETITOPOB.
JleiicTByeT OBICTPO, B CBSI3M C UYe€M IMPHUMEHSETCS IS KY[IHPOBAHUS MPUCTYIOB OPOHXHAILHOM
aCTMbl, XpPOHHUYECKON OOCTPYKTUBHOM 0O0JI€3HU JIETKUX, a TAKXKe NPU XpPOHHUUECKoM Oponxure. B
CBSA3M C KOPOTKOM MPOJOJDKUTENBHOCTBIO ACUCTBUA HE MOAXOAUT JUIS MPEAyNpexACHUS
IPUCTYNOB acTMbl. Yaiue BCero NpUMEHSETCS [ MHTalslMi B IOPOLIKE WIH a’po30lle,
CYIIECTBYIOT TaKXe TabJeTHpOBaHHBIC (POPMBI M CUPOIBI JJIs IpueMa BHYTpb. CuuTaercs, 4To
MOCTOSIHHOE MPUMEHEHHE calb0yTaMolla MOXKeT MPUBOAMTH K yBennuyeHuto cuHre3a MPHK, a
3areM u 6enka SMN, 4To BIOCIEACTBIM MOKET YIydIlaTh KIMHUYECKOE TeUeHUE 3a00JIeBaHus.
CanpOyramMon  SIBISICTCSI  OKCIEPUMEHTAJIBHBIM IPErapaToM W JOJDKEH Ha3HAdaThCcs C
OCTOPOXKHOCTBIO, MOXKET IPUMEHATHCS B JO3UPOBKax 1o 2—4 Mr 4 pas3a B CyTKU; MakCUMaJlbHas
n03a — 32 MI/CyTKH. [5 ypOBEHb JI0Ka3aTEIbHOCTH .

g neuenust ' DP npuMeHstoTCs cleayoye npenaparsl:

MoTtuauym — npokuHeTHK Il mokosienus:, npeaHa3HauYeHHbIN JJIs JIeYeHus1 3a00JIeBaHUI
BEPXHUX OTJEJIOB IMHUIIEBAPUTEIBHOIO TPAKTA, CONPOBOXKAAIOIIMXCS CHH)KEHHEM MOTOPHO-
9BaKyaTOpHOW (YHKIMH, a TaKXKe IPOTUBOPBOTHOE JIEKAPCTBEHHOE CPEICTBO. MoTuUianyMm
JIOJKEH Ha3HA4aThCsl TACTPOIHTEPOIOTOM MO CTPOTMM MOKa3aHUAM; puMeHsiercd 3a 15-30 mun
JI0 eIIbl U TIepe]] CHOM (TIpH HeoOXO0MMOCTH) B 103upoBkax o 10 mr (1 Tadun.) 3 pa3a B cytku [5
YpOBEHb JIOKa3aTEIbLHOCTH |

Tpumenar — perynsarop moropuku XXKT. JleiicTByst Ha SHKeDaTUHIPTUIECKYIO CUCTEMY
KUILIEYHHKA, SBIISETCS PETYISATOPOM ero mepucTtanbTuku. OOnamas CpoACTBOM K perenTopam
BO30YXKICHUSI M TOJABJICHUS, OKa3bIBae€T CTHUMYJIHMPYIOIIEe NEHCTBUE MPU TMIOKHHETHYECKHX
COCTOSIHUSIX ~ TJaJKOW  MYCKYJaTypbl  KUIIEYHHKAa M CHA3MOJIMTUYECKOEe -  Tpu
runepkunernueckux. I[lpenapar nelictByer Ha Bcem mnpotsikeHun JKKT, cHukaer naBneHue
cUHKTEepa MHILEBOAA, CHOCOOCTBYET OMOPONKHEHHIO KETyIKa W YCUICHUIO MEPUCTaTbTHKU
KHILIEYHHKA, a TaK)Ke CIIOCOOCTBYET OTBETHON peaKIMU TTIaAKOM MYCKYJIaTyphl TOJICTON KUIIKU
Ha MHUILIEBBIE pa3ipaxutenan. BoccTaHaBnuBaeT HOPMalbHYIO (DU3MOJIOTHYECKYIO AKTHBHOCTH
MYyCKYyJaTypbl KHIIEYHHKA TpU pa3nuuHbix 3a0oneBaHusx JKKT, cBsI3aHHBIX ¢ HapylIICHUSIMH
MOTOpUKH. TpuMenar IOJKEH Ha3HA4aThCsl TacTPO’HTEPOJOTOM MO CTPOTMM IOKa3aHUSIM;
MIPUMEHSIETCS B JO3UPOBKaX: i Aeter 3-5 yet mo 25 Mr X 3 pa3a B CyTKH; IS aeteit 5-12 ner

30


http://ru.wikipedia.org/wiki/%D0%91%D1%80%D0%BE%D0%BD%D1%85%D0%BE%D0%BB%D0%B8%D1%82%D0%B8%D0%BA%D0%B8
http://ru.wikipedia.org/wiki/%D0%90%D0%B4%D1%80%D0%B5%D0%BD%D0%BE%D1%80%D0%B5%D1%86%D0%B5%D0%BF%D1%82%D0%BE%D1%80%D1%8B
http://ru.wikipedia.org/wiki/%D0%91%D1%80%D0%BE%D0%BD%D1%85%D0%B8%D0%B0%D0%BB%D1%8C%D0%BD%D0%B0%D1%8F_%D0%B0%D1%81%D1%82%D0%BC%D0%B0
http://ru.wikipedia.org/wiki/%D0%91%D1%80%D0%BE%D0%BD%D1%85%D0%B8%D0%B0%D0%BB%D1%8C%D0%BD%D0%B0%D1%8F_%D0%B0%D1%81%D1%82%D0%BC%D0%B0
http://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BD%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B0%D1%8F_%D0%BE%D0%B1%D1%81%D1%82%D1%80%D1%83%D0%BA%D1%82%D0%B8%D0%B2%D0%BD%D0%B0%D1%8F_%D0%B1%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C_%D0%BB%D1%91%D0%B3%D0%BA%D0%B8%D1%85
http://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BD%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B8%D0%B9_%D0%B1%D1%80%D0%BE%D0%BD%D1%85%D0%B8%D1%82
http://www.gastroscan.ru/handbook/121/2784
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no 50 mr x 3 pasza B cytku, ctapuie 12 sner mo 100-200 mr 3 pasa B CyTKH. [5 ypOBEHb
JI0Ka3aTeIbHOCTH |

AnTanuabl — (amomunust Gocdar) npeaHasHauYeHbl IS JICUCHHS KHUCIOTO3aBHCHMBIX
3a00JIEBaHUN  JKEITYJOYHO-KHUILIEYHOIO0 TpakTa IyTeM HEUTpanu3aluu COJISHOM KHUCIOTHI,
COZIEPKAILIEHCSA B KETYyJIOYHOM COKE. BXOIsAImmii B COCTaB aHTALMAOB aKTUBHbBIM KOMIIOHEHT —
docdar aaroMuHUS — CTal OCHOBOM JJIsSi MPOU3BOJICTBA LIETIOTO PsAa AHTALMIHBIX IPErapaToB.
@ocdar amoMHHHS, BCTyMas B KOHTAaKT C COJISHOM KHCIIOTOW, HEUTpalu3yeT ee IyTeM
oOpa3zoBanus (ocdara amomuHus. B cocraB aHTanumoB BXOIUT TaKkKe TUAPOKCH]l MAarHHS,
KOTOPBIA, MOMHMO HEHTpaIu3alliy COJSHOM KHUCIIOTBI, YCTpaHsIET CIOCOOHOCTh ¢ocdara
ATIOMUHHUS TPOBOLIMPOBATH 3aMOpbl. AKTHBHOE NPUMEHEHHE B MEIUIIMHCKOW MPaKTUKE
00yCIIOBJICHO aHTAIMAHBIMHU, 0OBOJIAKUBAIOIIUMH, TACTPONIPOTEKTOPHBIMU U aICOPOUPYIOLTIMHU
cBoiictBamu. bnaromapst D-copOuty, BXondiemMy B COCTaB aHTAlUAOB, IIpernapaTr crnocoOeH
BBIMOJIHATh (DYHKIMM CIaOWUTENHOTO CPEACTBA W YCHJIMBATH JkemueornencHue. JleiicTBue
aHTAIMI0B HAOJI0/1aeTCsl B TEUCHHE JUITMTEIHLHOTO MPOMEXKYTKa BpeMeHH. [Ipenapar BTOpHUYHO
HE YCHJIMBAET BBIJCIICHNUE COJITHON KUCIIOTHI U HE BBI3BIBAET METEOPHU3M, MOCKOIbKY PErysius
KHACIIOTHOCTH COJISTHOM KHCJIOTBI TMPOUCXOJUT pPAaBHOMEPHO 0e3 00pa3oBaHMs ITy3bIPHKOB
yriaekucioro rasa. [IpumeHeHue aHTauuaOB HE MPOBOLMPYET pe3koro casura pH xenyaka B
[IEJIOYHYIO CTOPOHY, HE BbI3bIBaeT yBenuueHue pH KpoBu, a Takke HE HapyllaeT BOJHO-
3JIEKTPOJIUTHOTO PABHOBECHS U HE CIIOCOOCTBYET KAMHEOOPAa30BAHUIO B MOUYEBBIBOIAIINX ITYTSIX.
Hanpumep, npemapar ¢ocdantorens mpumensieTcst y aeteit crapuie 6 yet nmo 1-2 makeruka 2—3

pasa B CyTKH. [5 ypoBEHb JOKA3aTEIbHOCTH |
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http://www.neboleem.net/zapor.php
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