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1. BBoaHas yacrth

Koa(b):
MKB-10:
Kon CnnHaJbHas MbIIIeYHAasi aTPOGus M POACTBeHHbIe cHHAPOoMBbI (G12)
G12.0 JleTckas cimHAIbHAS MbledHas atpodus, I tun [Bepauura-I'oddmana]
G121 Jlpyrue HaclneqCTBEHHbIC CIUHAIBHBIE MBIIIICUYHBIC aTPO(OUH:
CrimHanbHas MbIIIe4Has aTpodus
0 gerckas ¢popma, Tum 11
0 toHomeckas Gopma, Tun I1I [Kyrens6epra-Bemannepal]
O ¢dopma B3pocibIX, Tal |V
Ccblika https://mkb-10.com/
MKB-11:
Kon CnnHajabHble MblIIeYHbIe aTpodun (8B61)
8B61.0 CrnmHaJIbHAsI MBIIIEYHAsS aTpodust paHHss aeTckas ¢popma, Tair |
8B61.1 [To3mHsAs cimHANBHAS MBIIIeYHAs aTpodus, Ty 11
8B61.2 IOnomeckas ¢popma cnmHaIbHON MBIIIEYHON AucTpoduu, Tum 11
8B61.3 CrnmHaJIbHAsI MBIIIEYHAs aTpodust B3pOCIbIX, THIT [V
Ccpinka https://mkb-11.com/

Jlata pazpabotku nporokoaa: 2025 rox

Jlata mepecmorpa mnpotokosa: 2028 roxg miaM MO Mepe MOSBICHHUS HOBBIX KIIIOUEBBIX
JI0Ka3aTenbCcTB. Bee monpaBku K MPeNCTaBIEHHBIM PEKOMEHAAUAM OyAyT OIyOJMKOBAHBI B
COOTBETCTBYIOIIUX JTIOKYMEHTAX.

OTBeTCTBeHHOE Yy4YpeskAeHHe MO0 pa3padoTke JAHHOIO0 KJIMHHYECKOr0 IPOTOKOJIA H
CTaHJIapTa:

PecnyOnukaHcKkuil  crieMAIM3UPOBAHHBIA ~ HAYYHO-TIPAKTUYECKUNA  METUIMHCKUN  LEHTP
3I0pOBBSI MaTepH U peO&Hka, oTaenenne « CKpUHUHT MaTepu U peOEHKa

Cnucox 0CHOBHBIX ABTOPOB, IONOJHUTEJIbHOI0 KOJJIEKTUBA ABTOPOB:
1 Illamancypos JIaBHBINA 1eTckui HeBponor M3 PY3, npencenarens
[[TaanBap llamypanoBuu  Acconuanuu AeTCKUX HEBpoJioroB PY3, 3aBenytomuii
Kadeapoii 1eTCKOW HEBPOJIOTUH UMEHH TIpodeccopa
[ITamancyposa lamypan Ilapacynosuya, LieHTp pazsutus
npodecCuoHaTbHON KBaTU(DUKAIIMA MEAUITUHCKUX
pabotaukos (LIPITKMP), npodeccop, ScD
2 IlamcugouHoBa Pecnybnukanckuit CrienimanusupoBaHHbiii Hayuno-
Mapxabo AHBapoBHa [Ipaxktnueckuit Menuuunckuit Llentp 3n0opoBesa Matepu u
PeGénka, otnenenne « CKpHHUHT MaTepH U peOEHKay,
JIETCKUI HEBPOJIOT, TEHETUK, TamkeHTckas Menunuuackas
Axanemusi, PhD-gokropanT, Bpad BeICIIci
KBaJIM(PUKALMOHHON KaTeTOPUH (BKK)
3  Ilapumosa m1aBHbIA reHeTuk M3 PVY3, 3amectuTens nupekropa
Manuna KapumoBHa Pecnybnukanckoro CnernuanusupoBanHoro Hayuno-
[IpakTrueckoro Meauuunckoro Llentpa 3mopoBbst Marepu


https://mkb-10.com/
https://mkb-10.com/
https://mkb-11.com/
https://mkb-11.com/

u Pe6énka (PCHIIMLI3MuP), otnenerane « CkpuHUHT
Marepu u pedbénka», ScD
4  Hypwmaroa ['maBHbIi Bpay PecmyOnukaHCKON TEeTCKOM
[oupa OxTs6peBHA nicuxoHeBposorunueckoit 6onpHUIE! (PAITHB) nwm.
V.K.Kyp6anosa, Ph.D., Bpau-HeBpOJIOT BBICIICH
KBaJU(UKALMOHHON KaTeTOPUH (BKK)
5  Ty#uubaeBa TamkenTckass MeauuuHckass Akanemusi, IUPEKTOP
Honupa Muparanuesna MarucTparypsl 10 MEIULMHCKON T€HETUKE, JOLEHT
Kadeapsl HEBPOJOTHH U MEIUITMHCKOW mcuxonorun, SCD
6 Cassa Pextop AHO AIIO «Akaaemus nayuiMaTUBHOM MeauaTpun
Haranns Hukomaesna CaBBay, 3KCIIEPT 10 JETCKON MAJUIMATUBHON TOMOITU
DKcnepTHOro coBeTa npu HaydHo-mipakTHieckoM
MEIUIIMHCKOM LIEHTPE JETCKOM reMaToJI0TUH, OHKOJIOTHUU U
ummyHosioruu M3 PVY3 |, nonent, PhD

7 Ilarusicoa 3aBemyromas OTJAeJIeHUEeM HeBpOJIoTuH, PecyOnmkancKuii
Kamunns AxuinoBHa Cneunanusuposansslii Hayuno-IIpakruueckuit
Menmutuackuii Lentp [eauarpun, PhD
8 Axwmenos Hetckuit HeBposor, PecnyOnukanckuii

Nnbxom Paxumkanosny  CnenuanuzupoBaHHbii HayuHo-IIpakTuueckuit
Menuuunckuii Lentp 3nopoBes Marepu u Pe6énka,
otneneHne « CKpUHUHT MaTtepu U peOEHKa»

9 Maxmynos 3aBeAyOIUN OTIEIEHUEM PEAHUMAIIUU U UHTEHCUBHOMN

Abpopxon CauamycaeBud Tepanuu, Pecryonukanckuii Crieriuann3upoBaHHbII
Hayuno-IIpaktnueckuit Menuuunckuit Lientp Ilennarpun

10 Xampoen 3amMecTuTeNh IJIABHOTO Bpaya 1o Je4eOHBIM BOTIpOCaM
®apxan HlapadoBuy PecnyGnmnkaHCKO#M 1€TCKOM MCHXOHEBPOIOTHUECKOM
o6onpauIEl (PAITHB) um. Y.K.Kyp6anosa, Bpad-opronen
BBICIICH KBaNU(DUKAITMOHHON KaTeropuu (BKk), ScD

11 HWoanos beksoxn TamkeHTckas MegunuHcKas AKageMus, aCCUCTEHT
AbpaycarTapoBu4 Kagepbl HEBPOJIOTHH U MEUIIMHCKOM 1cuxonoruu, PhD
JTOKTOPAHT
PenensenrTsol:

- OmonoBa Homent kadenpsl HeBposmoruu, 1eTCKON HEBPOJIOTUH U

Ymuna TynkuHoBHA MEIULIUHCKON F€HETUKH, TallKEeHTCKUI
[Tenuarpuueckuit Menunuackuit Uactutyt, SCD

- Jl>xakcriOaeBa 3aBeayromas kadeapoil HeBpOJIOTHH MeTUuIInHCKOTO
AnteiHmam XaldpyiaeBHa — YHUBepcuteTta AcTaHbl, mpodeccop, 1.M.H.

—  Andoni Urtizberea npodeccop MucTuTyTa MHONIOTHH, PYKOBOAUTETH

Jletneii mkonsl muosiorun (AcadeMYO), ocHoBaresb 1
npezacenarens Myologie Sans Frontieres, koopauaarop

pykoBozsiiero komureta Peructpa nanuento co CMA
BO ®panuuu, [Tapux

Kiannuyeckuii mpoTokoJ 00CyKJIeH U PeKOMEHI0BAH K YTBEPKICHHI0 HA 3aceJaHHUU
AcconHanuu JeTCKUX HEBPOJIOTOB Y30eKNCTaHa, « » 2025roaa, npoToKo.JI
Ne .

JKcnepTHasi OIeHKA CHeNUAJMCTOB JKCHepTHOH rpynnbl npu MuHHHCTEpCTBe
3apaBooxpaneHusi Pecny0auku Y3oekucran:



1 BacurxanoBa 3aMecTHUTENh MUHUCTpA 3IpaBooxpaneHus PY3, Bpau
Onemupa UpkuHOBHA aHEeCTe3UO0JIOT-PEaHNMATOJIOT
2 AOnykaroMoB Hupekrop Pecnybnukanckoro
AbnymanHoH AOxymakuaosuy  CrenmanusupoBanHoro Hayuno-IIpakruyeckoro
Menununckoro Ilentpa [lequarpun, ScD
3 Xerait Benymnii Hay4HBIM COTPYIHUK, 3aBEAYIOIIAs
Taresina PynonsdorHa naboparopueil TeHOMHO-KJIETOUYHBIX TEXHOIOTHI
HNHcTUTyTa MMMYHOJIOTUY U TCHOMUKH YEJIOBEKa
Axanemun Hayk PecryOnuku Y30ekucTaH,
[Ipencenarens Accounanuu OMOMETUIIMHCKUX
texHonoru Pecriyonmuku Y36ekucran, ScD
4  CampasusoBa JloueHT Kadeapsl 1eTCKOW HEBPOJIOTUH UMEHU
[Taxmo XuO3uaamHoBa npodeccopa [llamancypona [llamypan
[Tapacynosuua, LlenTp pazButus
npodecCuOHATBLHON KBaTU(DUKAIIMA MEAUITUHCKUX
pabornukos (LIPTIKMP), ScD
5 TwumakoB AxkOap bypueBnu Hupekrop PecnyOnmkaHCcKoro meHTpa JeTCKON
OpTOIEANH, OPTOIIEA-TpaBMaroor, ScD

HacToAwwmi HaUMOHANbHbIN KNMHUYECKMIA NPOTOKON U CTAaHAAPT pa3paboTaHbl nog,
PYKOBOZACTBOM 3aMeCTUTENA MUHUCTPA 34paBBOXpaHeHnA bacutxaHosom .U, HayanbHMKA
ynpaBaeHnsa MeauLMHCKOro cTpaxoBaHMa AamapaoHosa LU.K., HayanbHWKa oTaena pa3paboTku
N BHEAPEHUS KINHUYECKMX NPOTOKOJI0B M cTaHAapToB Hypumosoii LLL.P., a Takxe ¢
OPraHU3auMOHHOM M NPAKTUYECKOM NOMOLLBIO FNAaBHOrO cneuyanncta otaena xkymaeson I'.T.
n BeayLero cneumanumcta otaena Paxumoson H.®.

CnucoK COKpaleHuil, HCMOJb3yeMbIX B IPOTOKOJIE:

bullAIl | ot anrn. Biphasic Positive Airway Pressure, BPAP, BiPAP

JIH JIbIXaTeabHas HeJ0CTaTOYHOCTh

JHK J€30KCUPUOOHYKIEHHOBASI KHUCJIOTA

KEJI JKM3HEHHAS! EMKOCTbD JIETKHUX

HNATI® | uHrHOUTOP AaHTHOTEH3MH-TIPEBpaIaomero GepMeHTa

NNBII WHBA3UBHAs UCKYCCTBEHHAsl BEHTHJISILINS JIETKUX

k/la KunomansTon

KT KOMIIBIOTEpHAsE TOMOTpadus

K®K KpeaTuH(ocpokrHa3a (CHHOHUM — KpeaTHHKHUHA32)

JIIT JlakTatneruaporenasa

MPT MarHMTHO-pE30HAHCHAs ToMorpadus

HUBIJI HEMHBAa3WBHAsl UCKYCCTBEHHAs BEHTHJISIIUS JIETKUX

O®BI 00BbeM (OPCHPOBAHHOTO BBIIOXA 32 MEPBYIO CEKYHIy MaHEBpa (GOPCUPOBAHHOTO
BBIJOXA

IIJE HOTEHIIHAIBI IBUTaTEIbHEIX €IUHUIL

I[1APD [Tonmumophu3M JUIMH PECTPUKIIMOHHBIX (PParMeHTOB (COco0 UCCIeI0BaHUS
renomoit JIHK)

IICB MMMKOBAasi CKOPOCTh BBLIOXA

I1ICK MMUKOBAsi CKOPOCTh KaIllJIist

[1OM nporpaMMa (pU3MYECKOro MEHEKMEHTA

TP MOoJMMEpa3Has [enHasi peaKus

PHK PUOOHYKIICHHOBAS] KUCJIOTA

CullAIl | or anr. Constant Positive Airway Pressure, CPAP

CMA CIIMHAJIbHAS MBIIIEYHAsI aTpOdus




CMA 0 | cnuHanbHas MblieyHast arpodus, Tun 0

CMA | CIIMHAJIbHAS MblledHas arpodust, Tim |

CMA |l | cnunanbHas MblmeuHas atpodus, tum |

CMA Il | ciuransHas meimeyHas arpodwust, Tan |1

CMA |V | cnuHanbHas MbleyHas atpodus, tam 1V

TCP TEXHUYECKHUE CPEJICTBA peadbINTaIIUN

OXEJI | dyHkimmoHaabHasl )KH3HEHHAS €eMKOCTh JIETKUX

YVYP YPOBEHb YOSTUTEIbHOCTH PEKOMEH AU

Y YPOBEHb JIOCTOBEPHOCTH JOKA3ATEJIHCTB

OKI' AIIeKTpoKaparorpadus

OMTI' OnexkTpoMuorpadus

OHMTI' 3NIeKTpOHeHpoMuorpadus

3XO-KI' | Oxokapauorpadus

MLPA MYJIBTHIICKCHAS aMITTH(UKAIUS JINTHPOBAHHBIX 30H10B (0T anri. Multiplex
Ligationdependent Probe Amplification)

NIPPV HEWHBA3WBHAs BEHTHJISIIIUS JIETKUX MOJOKUTEIbHBIM JIaBICHUEM (OT aHTJI.
Noninvasive Positive Pressure Ventilation)

Sp0O2 caTypaus KHCIIOPOJAOM apTepHUaibHON KPOBH, M3MEPEHHAs HEHHBA3UBHBIM
CIOCOOOM C TIOMOIIBIO YPECKOKHOM MyILCOKCUMETPHUH (aHIJI. mean nighttime
oxyhemoglobin saturation)

SpCO2 | Hachlmenre KpoOBH YITIEKHCIIBIM T'a30M, U3MEPEHHAsI HEMHBAa3UBHBIM CIIOCOOOM C
MTOMOIIIBIO YPECKOKHON KAITHOMETPHHU

TepMHUHBI U onIpeaeIeHUs

ABto CullAIl (anrn. Auto CPAP; mo HoMeHKIIaType METUIIMHCKUX U3JIeTTUN - AmmapaT
HMCKYCCTBEHHOW BEHTWISALIMU JIETKUX C TIOCTOSIHHBIM TOJIOKUTEJIbHBIM JIaBICHUEM
(CPAP) nns HOBOPOXIEHHBIX, ATMaparT HMCKYCCTBEHHOW BEHTWISAIMU JIETKHX C
MOCTOSIHHBIM MOJOXUTENbHBIM AaBieHueM (CPAP) st noMaiiHero ucnoiab30BaHus) —
sto CUIIAII (cM. manee) ¢ aBTOMATHYECKOW HACTPOMKOW JaBJIEHUS HArHETaeMoro
BO3/lyXa, OMPEEINAIONNe YPOBEHb HEOOXOAMMOrO JaBJICHUS, MMOAAIONIME BO3YIIHbIH
MOTOK TOJBKO B MOMEHT OCTAHOBKH JIbIXaHHUsI, IOCTENEHHO YBEIUUYKBasl €ro A0 TeX 1op,
MOKa HE MPOU30UIET BJIOX;

BullTAII (ot auru. Biphasic Positive Airway Pressure, BPAP, BiPAP), o HoMeHKIaType
MEIUIMHCKHUX U3JEIHi — ATNmapar UCKYCCTBEHHOW BEHTUIISIIUU JIETKUX C ABYX(a3HbIM
nonoxutenbHeIM  aaBiaeHuemM (BPAP) mepeHocHol, AmnmapaT HCKYCCTBEHHOM
BEHTWISLIUUA JIETKUX C JBYX(a3HbIM TOJOXUTEIbHBEIM naBieHueM (BPAP) mns
JIOMAIIIHETO MCIOJIb30BaHUsl) — JAByX(a3zHas BEHTWIIIHS C TOJOXHUTECIbHBIM
JABJICHUEM B JIBIXATEJIbHBIX MYTSAX — O3TO almapaT, CO3/aloIlui Ha BAOXE U BBIJOXE
NalnuveHTa JaBJICHUE Pa3TUNYHOTO YPOBHSI.

luneptpodus MUOKapa — 3TO MATOJIOTHIECKOE YTOIIEHUE CTEHOK Cep/lia.
JleHcuTOMETpUSI — 3TO HEMHBA3UBHBII METOJI ONpeeIeHIs] MUHEPAIbHON MJIOTHOCTH
KOCTHOW TKaHH.

Junaramus kaMmep cepaia — 3TO NaTOJIOTHYECKOe yBEIUYCHHEe 00beMa KaMep Cepalia.
JuchyHKImMs MUOKapjaa — 3TO HapylieHue ero (QyHkuuu; aucyHKuus ObIBaeT
CHUCTOJIMYECKOW (CHM)KEHHE COKPATUMOCTH MHOKapza), TUAaCTOJNYECKOW (3aMeJIeHue
pacciabieHus] MBIIIIBI Ceplla) M DIEKTPUUYECKON (HApYIICHHE paclpoCTpaHEHUS
3JEKTPUYECKOM AETIONSAPU3aLUU U PENOJIIPU3ALNHU 110 CEPACUHOIN MBIIIIIE).
Kapnuomuonaruss — 3TO rereporeHHas rpyMma acCOLMHPOBAHHBIX C MHOKApIOM
3a00yIeBaHUH, CONPOBOXKAAIOIIUXCS ~ MEXaHMYECKOHM  W/WIM  BJIEKTPUYECKOU
nucyHKIHeH, 00ObIYHO (HO HE BCET/1a) MPUBOIAIIUX K TUNIEPTPOPUN WIIH AUIATAIIANA 1
MMEIOUIUX Pa3uyHbIe (4aCTO FT€HETUUYECKUE) IPUYNHBI.



Kannorpaguss — 310 HM3MepeHue u UU(PPOBOE OTOOpaKEHHE KOHIEHTPALMHU WITH
NapLUyaIbHOTO JAaBIEHUS YTJICKUCIIOrO ra3a BO BJBIXa€MOM M BBIIBIXa€MOM Ta3e BO
BpEMs JIBIXaTEIBHOTO [IUKJIA MAIHEHTA.

KanmHomeTpus - 3T0 4pekokHOE M3MepeHue u nu(ppoBoe 0TOOpakeHUE MaAPIHUATHHOTO
JIaBJICHUS YTIIEKUCIIOrO ra3a B KPOBH MallMEHTA.

KucnorHo-ocHOBHOE cOCTOsSIHUE (KHCIOTHO-IIEIOYHON OaslaHC, KHUCIOTHO-IIEIOYHOE
cocrosiaue, KIIC) — 3T0 cooTHoOmIEHHME KOHIIEHTpAllMid HOHOB Bojopona H+ u
rUAPOKCHIIBbHBIX Tpynn OH B OMOJOTHYECKHX KUIKOCTSAX OpraHUu3Ma.

KonTpakTypa — 3TO orpaHuueHue MacCUBHBIX JBUKCHUN B CyCTaBe.

[TaTomornyeckass yCTaHOBKAa KOHEYHOCTH MJIM CETMEHTAa KOHEYHOCTH — 3TO
HaTOJIOTHYECKOE TOJI0KEHNE KOHEYHOCTH HWJIM €€ CerMEHTAa, BO3SHMKIIEE B PE3ysbTaTe
U3MEHEHUS MBILICYHOTO TOHYCA IIPH COXpPaHEHHOM 00beMe IBH)KEHUH B cycTaBe(ax).
[TynbcokcuMeTpust — 3TO METOJ, MO3BOJISIONINNA ONpenenauTh coaepkanue O2 B KpoBU
¥ YaCTOTY IyJIbCa B MUHYTY.

CepnedHasi HEIOCTaTOYHOCTh — 3TO CHMIKEHHE CIIOCOOHOCTH cepana o0ecreduBaTh
HaCOCHYIO ()YHKIIHIO, OBIBA€T OCTPON U XPOHHUYECKOM.

CKOIMO03 — 3TO TPEXIJIOCKOCTHAs AeopMariyst M0O3BOHOYHUKA.

CyOMakcuManbHBIH PEXHUM Harpy3Kd — 3TO PEXKHM, IS KOTOPOTO XapaKTEPHBI
OTCYTCTBHE OJBIIIKH, YyBCTBA YTOMJICHUS M 00JIM B MBIIIIaX.

Onexrpomuorpadpus (OMI', DHMI', muorpadus, snaexrpoHeiipomuorpadus: Muo —
MBIIIIBI U ...rpad0 — THUIIy) — 3TO METOJ HCCICIOBAHUS OMOIIEKTPUUECKHUX
NOTEHUUAIOB, BO3HUKAIOIIMX B CKEJETHBIX MBIIIIAX YEJIOBEKAa W JKMBOTHBIX MpH
BO30YKICHUH MBIIICYHBIX BOJIOKOH; PETUCTPALNS HIEKTPHUECKONH aKTHBHOCTH MBIIIIII.
DHTepanbHOE NMUTAaHWE — ATO BBEACHHE MHUTATENBHBIX BEIIECTB (B TOM YHCIIEC B BUIC
CHEIMATM3UPOBAHHBIX W/WIM JICYEOHBIX MUTATENBIbHBIX CMeceH) B KellyJA04HO-
KHAIICYHBI TpPakT (MepopasbHO, 4Yepe3 30HABI M CTOMBI) C IEIbI0 IOJACpKAHHSI
HYTPUTHUBHOTO CTaTyca W/WIM KOPPEKUUU HYTTUPUBHOU (OEIKOBO-IHEPTEeTHUECKOH)
HEIOCTaTOYHOCTH B COOTBETCTBHHM C BO3PACTHBIMH HOPMaMH ¥ TEKyIIUMH
NOTPEOHOCTSIMU  OONBHOTO B JHEpPruM, Oenke, JKWpaX, YIJIEeBOAAaX, BHUTAMUHAX,
MHHEpaJlaX 1 MUKPO3JIEMEHTaX.

[Tob30BaTe I MPOTOKOJIA MO TAHHON HO30JI0THH:

JleTckuii HEBpOJIOT [Tcuxonor

I'enerux Hyrtpunuomnor
[Tenuarp Heiipodwuzuomnor
AHecTe31u0N0r-peaHuMaroior OpTtonen-TpaBMaToIor
Bpau neueOHOM PUKYIBTYpHI Heiipoxupypr
Bpau-¢puznorepanent I'actpoanTepomnor

[TynemonosIOT
Bpau o0mieit npakTuku
Jloromen

JleTckuii Kapanoyior

Bpau-Tepanesr

Jpyrue crnemuaaucTel, paboTaroIme
6onpHEIME CMA

KaTeropm{ NAIMEeHTOB B JIJAHHO HO30J0THM. JICTH B BO3pacTC OT 0 A0 18 ner.

[IIkajia ypoBHS 10KAa3aTeJIbHOCTH, HA OCHOBE I0KA3aTeJIbHOM MeUIIMHbI:

[lIkasa onpenesieHUsi YPOBHEI JIOCTOBEPHOCTH JI0KA3ATEIbCTB

nokazarenbets (Y1)

YI* | Uepapxusi Tu3aiiHOB KIMHUYECKHUX MCCIEA0BAHNN 110 YOBIBAHUIO YPOBHS JJOCTOBEPHOCTH
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1 Cucremarnueckuid 0030p PKU ¢ npruMeHeHneM MeTaHaasin3a

2 Otnensubie PKU 1 cuctemarnueckue 0030psl HCClleI0BaHUM 1t000T0 Au3aiiHa (momumo PKIT)
C IPUMEHEHHEM MeTaaHalIn3a

3 HepannomusupoBaHHbIE CPaBHUTEIIbHBIC HCCIICIOBAHUSL, B T. 4. KOTOPTHBIE

4 HecpaBHuTenbHbIE HCCIIEIOBaHMS, ONMCAHUE KIMHUYECKOTO CIIydasi MM CEpHH CIIydaes,
WCCIIEIOBAHMS «CIIydan-KOHTPOIIb»

5 Nmeercs nuiis 000CHOBaHNE MEXaHNW3Ma JIEHCTBUS BMEIIATENbCTBA (JOKIMHUYECKUE
WCCJIEJOBAHMS1) WJIM MHEHHE SKCIIEPTOB

Mpumeuanne*: Y/I/I - ypoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB

[IIkasa onpeneneHus ypoBHell y0eauTeJIbHOCTH PeKOMEeHIalM i

YYP* | PacmiudpoBka

ABJISTFOTCSL COFHaCOBaHHBIMI/I)

A OnHo3HauHas (CHIIbHAS) peKOMEHAAIus (BCE UCCIIEIOBAaHUS NMEIOT BRICOKOE HIIH yIOBJIETBOPUTEIHLHOE
METO/I0JIOTHIECKOE KaueCTBO, MX BBIBOBI [0 HHTEPECYIONIMM UCXO0IaM HE SIBIISIIOTCS. COTIACOBAHHBIMU)
B Heonno3naunas (ycioBHas) pekoMeHpamusi (HE BCE HCCIEIOBAHHWS HMMEIOT BBICOKOE  HJIH

YAOBJIETBOPUTEILHOEC METOOOJIOTHICCKOC Ka4CCTBO, u\nim ux BBIBOJIbI 110 HHTCPECYIOINUM UCXOaaM HE

HCCICTOBAHNA UMCIOT HU3KOE€ METOJOJIOTHICCKOE KA9€CTBO U MX BBIBOJBI 110 MHTCPCCYIOIUM
nCXodaM HE ABJIIIOTCS COFHaCOBaHHBIMI/I)

C Huzkast (cmabas) peKOMEHIamuss — OTCYTCTBHE JOKAa3aTeNbCTB HAIJISKAIEro KadecTBa (Bce

IMpumeuyanune®: YYP — ypoBeHb y0eAuTeILHOCTH PEKOMeH AU

Kom0uHanmu ypoBHeii I0CTOBEPHOCTH 10KA3aTEJbCTB H Y0eIUTEIHLHOCTH PeKOMEHIaluii

Y Kpurepun onpenenenns YYyP* Hrorosnrii
Yyp*
1 Hauboiee mocroBepHbIe OIHOBPEMEHHOE BEITIOTHEHUE BYX YCIIOBHIA:
JI0Ka3aTelbCTBRa: 1. Bce uccnenoBaHus UMEIOT BHICOKHE WITH
CUCTEMATHYECKHE 0030pbI YAOBIETBOPUTENILHOE; METOAOJIOTHYECKOE
HCCIENOBAHUM C KadeCTBO;
KOHTpPOJIeM pedhepeHCHBIM 2. BBIBOIBI HCCIICIOBAHHIA 10 HHTEPECYIOIINM
METOAOM HMCXOJIaM SIBJISIIOTCSI COIVIACOBAHHBIMU.

BrimostHeHHE XOTS ObI OHOTO U3 YCIIOBUH:
1. He Bce nccregoBaHus HMEIOT BEICOKOE HIIH
YIOBJIETBOPUTEIHHOE METOJOIOTHIECKOE Ka9eCTBO;
2. BBIBOJBI UCCIICIOBAHUIA IO HHTEPECYIOIIUM
HCXO0JIaM He SIBJISIOTCS COTJIACOBAHHBIMHU.

BrinonHeHue X0Ts ObI OTHOTO U3 YCIOBUIL:
1. Bce uccienoBanus UIMEOT HU3KOE
METOHO0JIOTHYECKOE KaUYECTBO;
2. BBIBOIBI HCCIICIOBAHHIA 110 HHTEPECYIOIINM
HMCXOaM HeE SBIISIFOTCSI COITIaCOBAHHBIMH.

2. OtaenbHbIe HccnenoBanus | OMHOBPEMEHHOE BBITTOJIHEHUE JBYX YCIOBHIA:
C KOHTPOJIEM 1. Bce uccienoBanus KIMEIOT BEICOKUE HIIN
pedepeHCHBIM METOIOM YAOBIETBOPUTEIILHOE METOAOIOTHIECKOE Ka9eCTBO;

2. BBIBOIBI HCCIICIOBAHHIA 110 HHTEPECYIOIINM
HCXO0JIaM SIBJISIOTCSI COTJIACOBAHHBIMHU.

BrimostHeHHE XOTS ObI OHOTO U3 YCIIOBUH:
1. He Bce ucciieoBaHus UMEIOT BEICOKOS MK
YAOBIETBOPUTEIILHOE METOAOJIOTHUECKOE KaUeCTBO;
2. BBIBOJBI UCCIICIOBAHMIA IO HHTEPECYIOIIUM
HCXO0JIaM He SIBJIIIOTCS COTJIaCOBAHHBIMHU.

BrinonHeHue X0Ts ObI OTHOTO U3 YCIOBUIL:
1. Bce uccienoBaHus UIMEOT HU3KOE
METOHO0JIOTHYECKOE KaUYECTBO;
2. BBIBOIBI HCCIICIOBAHHIA 110 HHTEPECYIOIINM
HMCXOaM HeE SBJISIFOTCSI COITIaCOBAHHBIMH.
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3 | UccnenoBanus 6e3 BeinonHeHue X0Ts ObI OTHOTO U3 YCIIOBHI: B
MOCJIeI0BATEILHOTO 1. He Bce nccaeT0BaHUS UMEIOT BBICOKOE HITH
KOHTPOJIS pehepeHCHBIM YAOBIETBOPUTEIILHOE METOAOJIOTHUECKOE KaUeCTBO;
METOJIOM WA 2. BBIBOJBI UCCIICIOBAHMIA IO HHTEPECYIOIIUM
HCCIICIOBAHUS C HCXOaM He SBJISIOTCS COTJIaCOBAaHHBIMHU.
pedepeHCHBIM METOOM, BrinonHenue X0Ts ObI OTHOTO U3 YCIIOBHH: C
HC SABJITIOIIUMCS 1. Bce uccienoBanus UIMEOT HU3KOE
HC3aBUCHUMBIM OT METOI0JIOTHYECKOE Ka4eCTBO;
ucciaeyeMoro Metoaa 2. BBIBOIBI HCCIICIOBAHHIA 10 HHTEPECYIOIINM
HUCX0JIaM He SBJISIOTCS COTJIaCOBAHHBIMH.
4 He cpaBHUTENBHBIE HCCIIEIOBAHUS, ONIMCAHUE KIMHUYECKOTO ClIydast C
5 Hanmvenee mocToBepHBIC JOKa3aTelIbCTBA: HMMEETCS JIMIIL OOOCHOBAaHHE MEXaHHM3Ma C

HeﬁCTBHH HJIN MHCHHUE DKCIIOPTOB.

Mpumevanne*: YJI/YYP — ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB/y0eAMTEeTbHOCTH PeKOMEHIALMIA.

l/lepapxnﬂ Ka4dyeCcTBa J0Ka3aTeJIbCTB AJId JUATrHOCTHYCCKHUX BMEIIAaTEC/IbCTB

Mxana Y + YYP KauecTBa 10Ka3aTe1bCTB

1A JlokazaTenbCTBa CaMOTO BBICOKOT'O KaYeCTBA

1B
1C
2A
2B
2C
3B
3C
4C

5C JlokazaTenpCTBa CaMOr0 HU3KOTO Ka4ecTBa

2. OcHOBHAA YaCTh

2.1. BBenenue

B amoxy nuHaMu4ecKkoro pa3BUTUS MOJEKYISPHONW MEIUIIMHBI Bce 00Jee aKTyaTbHBIMU
CTAHOBSITCS BONPOCHI PAHHETO BBISBICHHUS BPOXIEHHBIX W HACJIECJACTBEHHBIX 3a00JICBAaHUM.
CoBpeMeHHbIE TOCTHXCHHS B MOJIEKYJISIPHO-TEHETHIECKOU JUArHOCTUKE U pa3pad0TKax TeHHON
Tepanuu U 00Je3Hb-MOANPUIIMPYIOIINX TPENAPATOB MEHSAIOT TAKTUKY JICUCHUS, TPOTHO3 KU3HHU
nanyMeHTa W NpoQUIaKTHKy paHee CYUTaBIIMXCS (aTradbHBIMU psSAa HACISACTBEHHBIX
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3aboseBanuii. CBOEBpEeMEHHOE Hayajo T€HHON W MAaTOreHETHYECKON (TapreTHOM) Tepanuu Ha
JOKJIIMHUYECKOM YpOBHE 3a00JieBaHHUS TIO3BOJSET CHU3HTH YPOBEHb HMHBAIWIU3ALUU U
CMEPTHOCTH, YIYUIIUTh KAUECTBO KU3HU MAIMEHTOB C Op(aHHBIMU 3a00I€BaHUSIMU.

HepBHo-MbIlIeuHble  3a0o0neBaHuss — oOJHA W3 Haubosee OOIIMPHBIX TPYII
HaCJIeJICTBEHHBIX 3a00JIeBaHUN HEPBHOI CHUCTEMBbI, KOTOpas XapaKTepu3yeTcs 3HAYMTEIbHOU
FEHETUYECKON TeTeporeHHocThi0 [l]. B cTpykType HacieACTBEHHBIX HEPBHO-MBIIIEUYHBIX
3a00JIeBaHUH C BBICOKOM YaCTOTON paclpOCTPaHECHHS MPOKCUMAaJIbHAS CIIMHAIbHASI MBIIIICYHAS
atpodus 5q (CMA) sBisercs ogHUM U3 Haubosiee THKENBIX M (aTaNbHBIX HACIEACTBEHHBIX
3aboneBanuii. CMA ponroe BpeMs CUYWTalach OCHOBHOM NPHYMHOW HACJIEICTBEHHOU
CMEPTHOCTH B MIIQJICHUECTBE BO BceM mupe [7,9], 3aHrMas BTOPOE MECTO IO 3a00JIeBaeMOCTH
MOCJIe MyKOBHCIIM1034.

3aboneBaemocth CMA onenuBaercs Ha ypoBHe 1 Ha 6000-11000, nnu npubIn3UTEIHLHO
7,8-10 na 100 000 >xuBBIX HOBOPOXKICHHBIX. [[puMepHasi maHATHUYECKast YacTOTa 3a00JIeBaHUS
coctaBisier 1 Ha 11 000 nacenenus [2]. YacTtora HOcuTenbcTBa MyTanuu B reHe SMNI
JIOCTAaTOYHO BBICOKA 1 oneHUBaeTcs oT 1:38 go 1:70 [2], uTo nmeeT O0JbIIOE 3HAYCHHE B CBS3H
C pacnpoCTpaHEHHOCTHIO KPOBHOPOACTBEHHBIX OpaKoB B MOMYJISIIMM HAlleHd PEeCIyOJHKH.
JlaHHBIE TIO0 pacIpOCTpaHEHHOCTH 3a0oyeBaHMs W dYacTtoTe HocutenbctBa CMA B PVY3
OTCYTCTBYIOT.

HenaBHue TtepaneBTHUECKHE MOCTIOXKEHHMS Jand HAAEKIY CEMbSM U IalMeHTaM,
KOMIEHCHPYS AepUIUT OenKka MOTOPHBIX HEHpOHOB BbDKKMBaHUA (SMN) ¢ MOMOIIBIO TEHHOM
Tepanuyu WIK APYTUX TFeHeTHYecKuX MaHunyianuid. B 2016 rogy HycuHepceH cTall MepBbIM
npernapaToM, of00peHHbIM it jJeueHuss CMA YnpaBieHneM 1Mo KOHTPOJIIO 32 MPOAYKTaMU U
nekapctBamu (FDA) B CIHA (CIIA) [10]. JIBa mpyrux mpemapara ObLIHM BIIOCIEIACTBHH
onoopenst FDA u EMA: onacemHoren abenapBoBek u pucauruiam [10].

2.2. OnpenesjieHue

[IpoxcumanbHass cnuHaimbHas MblmedHas arpodus 5q (CMA) sBasercss ayTOCOMHO-
pELECCUBHBIM ~ HEPBHO-MBILICYHBIM 3a0ojieBaHUEM. 3a0oJeBaHHe, XapaKTepu3ylolleecs
nereHepanueit  anb(a-MOTOHEHPOHOB MEpPEAHMX POrOB CIHUHHOTO MO3ra, NPUBOJIUT K
MPOTPECCUPYIONIEH U CHMMETPUYHON CI1a00CTH MPOKCUMANBHBIX MBI [3—7]. B wacTHOCTH, K
OCHOBHBIM KJIMHUYECKUM MposiBieHUussM CMA OTHOCSTCS TUINOTOHHUS, MbIIIEYHAs ClIabOCTh,
JICHEepBallUs C MOCIEeAYIOIeH AbIXaTeIbHONH W HYTPUTUBHOM HEAOCTATOYHOCTHIO U aTpodueit
pa3JIMYHOM CTENEHU BBIPAXKEHHOCTH B 3aBUCUMOCTH OT TeHOTHIA [8].

2.3. ITHOJIOTHS U ATOreHe3

Pa3BuTHe nmpoKcUMaIbHOW CIMHAIBHOW MBIIIEUHON aTpoduu 5q 00yCIOBIECHO MYyTalUIMU
B reHe SMN1 (cokpam. ot anri, survival motor neuron), KOgupyroIieM 0€JT0K BBDKHBAEMOCTH
MOTOHENPOHOB.

I'en SMN1 kaptupoBaH Ha xpomocome 5 B Jokyce 5ql12.2-q13.3 u uMeeT HEeHTPOMEPHYIO
konuio (SMN2). O6a reHa cocTosT U3 AeBsATH 3k30HOB (1, 2a, 2b, 3-8) u pa3nM4arOTCs MATHIO
HYKJIEOTHIaMHU B mocienoBareasHoctu JJHK [15, 16].

Kputnueckoilt Toukoil sBisIeTCS 3aMe€Ha LUTO3MHA HAa TUMHUH B 3K30HEe 7 reHa SMN2
(c.840C>T), co3maromiasi CaliT CBS3BIBAHUS IS perpeccopa CIulaiicuHra. BcenencTBue 3Toro
pazinuus B HYKJIEOTUIHOM MOCIEJOBAaTENbHOCTH OCHOBHOM TpaHCKpunT reHa SMN2 He
COACPKHUT dK30HA 7 W sBIsSETCS (PYHKIMOHAIBHO HemoJaHOIeHHBIM [17]. Oqnako ren SMN2
TaKk)Xe MPOAYIHUPYET MOTHOPA3MEPHBIA (PYyHKIIMOHATHHBIA OEOK, HO B OTHOCHUTEIBHO MAJIbIX
konnuectBax (mo 10%).

K Bo3HuKHOBeHUIO NpokcuManbHOil CMA npuBOoAsST MyTallMi B TE€JIOMEPHON KONUU I'eHa
(SMN1). OCHOBHBIM THTIOM MYTAIlMi B 3TOM T'€HE SBJISIOTCS TOMO3UTOTHBIE JIEJICIIMH SK30HOB
7 nmu 7-8, KOTOpbIE BBIABIAIOTCS Y 95% manuentoB. OcranbHble 5% MallMEHTOB SBIISIIOTCS
KOMITAYHI-TE€TEPO3UTOTaMHU MO JeJieliuy B oJHOW Konuu reHa SMNI1 u TOYKOBOW MyTaluu B
IpYroi, KpailHe peIko — KOMIIayH/I-T€TEpPO3UTr0TaMH 10 JBYM MUHOPHBIM MyTanusam [18].
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Camxenue ypoBHs Oenka SMN THpUBOIUT K aKCOHAIBHBIM JedeKTaM JIBUTATEIbHBIX
HEIPOHOB, BKIIIOYAsl YCEUCHHE W/WIHM YPEe3MEpPHOE Pa3BETBICHHE aKCOHOB, 3aMEJJICHUE POCTa,
HapylIEHUsAM B HEPBHO-MBIIICUYHBIX CHHAINCaX: HAKOIUJICHUIO HeWpoduIaMeHTOB B
MPECUHANTUYCCKUX TEPMHUHAISIX, (OPMUPOBAHUIO HE3PEIIBIX TTOCTCHHANITHYECKIX TepMUHAICH
1 (QYHKIIMOHATBHBIM aHOMAIHMSIM, HapyIISHUIO TIpoIlecca dHI0IUTo3a [24, 25].

Moaudukaropsl KIMHUYECKOTO TeueHUs 3a00JeBaHUs: KIMHHUYECKOE pasHooOpaszme
npokcumanbHO CMA 5q MOXET 00BSACHATHCA HaauuueM mMoaudunupyomux ¢akropo. Ha
CeroAHs. OCHOBHBIM MomuduiupyommmM ¢pakropom CMA cuutaercs reH SMN2 - yucnio ero
KON WM pa3in4Hble BHYTPUICHHbIE BapUaHThl. VIMEIOTCS NaHHBIE O KOPPEISILUU TAKECTH
TeyeHus 3a0oyieBaHus U yucia konuii reHa SMN2 [26]. YUem 6omnbine konuii reHa SMN2, tewm,
KaK MPaBHJIO, MEHEE BBIPAXKEHBI KIMHUYecKkue cumnTombl CMA. B 00braHOM momyssiiiuu (6€3
CMA) npumepno y 10-15 % mroneit SMN2 BoBce orcytcTByeT [96]. KonuitHocTs rena SMN2
y nmarueHToB ¢ CMA BapbpupyeT, Kak IpaBWJIO, OT OJHOU J0 YETHIPEX-TIATH (KpailHe peIKo —
no BocbMu) [97, 90]. Onnako ycranoBjenune Tuna CMA TOJbKO HA OCHOBAHMHU YHCJIA
konuii reia SMN2 HegonmyCcTHMO ¥ IIPOBOAUTCS BPA4YOM HA OCHOBAHHMM BCeil COBOKYIHOM
uHopManuu o 3200/1eBAHMH Y KOHKPETHOI0 ManueHTa [26].

Eme omuma wmomubunupyrommii ¢daktop CMA, CBSI3aHHBIM HENOCPEACTBEHHO C
LeHTpoMepHO# konuel reHa SMN, — 3T0 ofHOHYKJIeoTHIHasA 3ameHa ¢.859G>C B sk30HE 7
rena SMN2, kotopas TPUBOIUT K OOpa30BAHMIO HOBOTO JIHXAHCEP-CBS3BIBAIOIIETO CailTa
CIUIalficMHra, pe3yJbTaTOM 4Yero SIBJIsSETCs BKJIOUYEHHE B TpaHCKpUNT ¢ reHa SMN2 sk30Ha 7.
JlaHHBII BapUaHT acCOLMUPOBAH C YBEITUUYEHHEM B KPOBH KOJIMYECTBA MTOJIHOPA3MEPHOTO Oeka
SMN y nauuentoB co CMA II-1II Tuna [27].

B ciydae rerepo3uroTHOr0 HOCHUTENLCTBA JAEICUUU 3K30HOB 7 minu 7-8 rena SMNI u
OTCYTCTBUSI MATOT€HHBIX BApUAHTOB Ha BTOpOM ajeie 3toro reHa CMA He pa3BuBaercs.
[Tomumo CMA, apyrux 3a00JIeBaHUM, CBI3aHHBIX C TATOT€HHBIMU BapruaHTamu B reHe SMN1, B
HACTOSIIIIEE BPEMS HE ONHCAHO.

2.4. Knaccudpukauus

CMA noppaszaensercst Ha NATh TUIIOB B 3aBUCHUMOCTH OT CTEIEHH TSKECTH CHMIITOMOB,
BO3pacTa MpPOSBICHHUS TMEPBBIX KIMHUYECKUX CHUMIITOMOB 3a00JieBaHUS, HAaMBBICIIETO
JIOCTUTHYTOTO JIBUTATEIBHOTO ypoBHS H TeHoTumna (tabmuma 1) [11]. OOGBIYHO TSKECTH
KJIMHUYECKUX MPOSABICHUI 0OpaTHO MpONMOpIMOHaIbHA KonuuyecTBY kormuid SMN2. SMN2
MOXET JIMIIIh YaCTUYHO KOMIIEHCUPOBaATh oTepto SMN1, 4To mpuBOIUT K AeUIHTY, HO HE K
nosHoMy uctouieHuio Oenka SMN [12]. JlanHble auTepaTyphl MOKA3aid, YTO MAIUEHTHI CO
CMA uMeroT HopMajbHBIE UJIH BBIIIE CPEHET0 KOTHUTUBHBIE criocoOHocTH [13,14].

Taoauna 1
Tun Bospacrt MoTopHbIe Jlpyrue xapaKTepuCTHKH Ipopozkn-  Kou-Bo
CMA  Hayana HABBIKH TeJBbHOCTh KONUi
JKUZHH ™ SMNZ2
0 BuyTpu- Her CHMXeHHE MOJBIKHOCTH B YTpoOe <6 mec. 1

yTpoOHO Marepu
Tspkenasi HEOHaTaNIbHas c1aboOCTh U
THIIOTOHHS
Apeduexcus
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| 0-6 mec. HEKOTOPBII
KOHTPOJIb TOJIOBBI,
MOXET CHIIETh C
TIOAACPIKKOMN

11 6-18 mec. CuauT, HUKOTJa He
MOKET CTOSTh
CaMOCTOSATEILHO

111 >18 mec. CamMocTosATenpHas
xoxmpba

\Y) B3pociasle  Bce MoTOpHBIE
HaBBIKA

JbpIxaTenbHast HEI0CTaTOYHOCTb MTPH
POXICHUN

KoHTpakTypsl cycTaBoB

JluneBast nuruierus

JledexTsl MeKIpeacepIHoi
MIEPETOPOIKH

[T110x0¥ KOHTPOJIb TOJTOBBI
ITapagokcanbHOE ABIXaHUE
MermedHast c1aboCTh ¥ THIIOTOHUS
Apednekcns uiau runopedrexkcus
PasnmanbIe TPyAHOCTH C COCAaHHEM U
[JIOTAaHUEM

3aziepiKKa pa3BUTHUS C OTEpeit
JIBUTATEIIHHBIX HABBIKOB
I'unopednexcus

CnabocTh MPOKCUMATBHBIX MBIIIII]
[MocTypasbHBI TPEMOP WK TPEMOP
MaJbIeB

Ci1aboCcTh MPOKCUMATLHBIX MBITIII]
[ToTepst ABUTaTEIFHBIX HABBIKOB
YromiseocTb

ITocTypanbHBIi TPEMOP WU TPEMOP
MaJbICB

[orepst KONEHHBIX pedIIeKCOB
OueHb JIerkast, HO IPOTPECCUPYIOIIast
MBILIEYHAS CI1a00CTh, YTOMIISIEMOCTh

<2 ;er 1/2/3

> 2 JeT 2/3/4

Hopmanenas 2/3/4

Hopmanbnas >4

* (IpM ecTECTBEHHOM TEYCHHHU 3a00JIeBaHMS)

3. MeToabl, MOAX0AbI H MPOLEAYPHI THATHOCTHKH

OkoHYaTeNbHBIN JUATHO3 YCTAHABIMBAETCS 11O Pe3yJIbTaTaM MPOBEICHUS MOJIEKYJIISIPHO-
TeHEeTHYECKOTro oOcieaoBaHus (0OHapyKEHUE JENCIUU SK30HOB 7 WM 7-8 B TOMO3UTOTHOM
COCTOSIHHHM (T.€. B 00€MX KOMHIX IeHa) WM TOYKOBBIX 3aMeH B reHe SMN1 B roMo3uroTHoM
COCTOSTHUM WJIM TOYKOBOM 3aMEHBI M JISJIEIIUU IK30Ha B KOMIIAYH-TE€TEPO3UTOTHOM COCTOSIHUM ).

3.1. /lnarHocTHYeCKHE KPUTEPUH
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3.1.1. Khunu4veckasi KapTHHA 3200/1eBaHUS

Knunnueckas kapTuHa 3a007€BaHUS MOXKET ObITh BapHaOeIbHOM B 3aBUCUMOCTH OT THIIA
CMA wu Bo3pacta peOEHKa Ha MOMEHT MaHU(]ECTalluM TEPBBIX KIWMHUYECKHUX IPU3HAKOB
Oonesnu (Tabnuma 2).

Taoaunma 2
CMA 0 Tuna C mocneponoBoil achukcuell sBISETCS BPOXKACHHOM U
(npenarajbHasi,  TPU POXKICHUU HPOSBISAETCS BBIPAXKEHHOW ClIabOCThIO,
BHYTPUYTPOOHAsl) THUIIOTOHWEH, W  PECHUPATOPHBIM JTHUCTpeccoM. B
aHaMHe3€ MOTYT ObITh OFpaHUYEHHMS JIBHKEHUU IJ107a B
yTpobe MarepH, BPOKICHHBIE KOHTPAKTYpPhI CYCTaBOB,
apednekcus u n1edeKT MEXIPEICEPIHON TTePEropoaKu. Y
naneHToB co CMA (0 Tuma HaOmIOJAIOTCS TSKEIbIe
pecnupaTopHble HapylieHus. 3a00eBalOT U yMUPAIOT B
TEUEHHUE MEPBBIX MIECTU MecsEeB ku3Hu [29]. [lanuenTsl
co CMA 0 tuna umerot 1 koo SMNZ2.
CMA | Tuna Asnsercs naubonee pacnpocTpaneHnon Gpopmoit CMA
(mapanTuabuas  (50-60% cinyyaeB) u MposBISICTCS B Ha4Yalle MEPBBIX
¢opma, 60s1e3HB MIECTH MECSIIEB KU3HU, C BBIPAXKEHHOU CITa00CThIO U
Bepanura- reHEepaIN30BaHHON TMIIOTOHUEH, CIIa0BIMU
loppmana) JIBUTATEIIbHBIMHA CTIOCOOHOCTSIMHU, apeIIeKCUEH,

(OMIM#253300)

3aTpydHEHUEM IIPH KOPMJIICHUH, TJIOTaHUH,
OTKAIJIUBAaHUU U JBIXaHUU, Pa3BUTHEM
MPOrPECCUPYIOLIEN XPOHUYECKON TUITOBEHTHIISIIUOHHOMN
JBIXaTeJIbHON HEJOCTATOUHOCTH U CHUKEHUS CUJIBI
KaluieBoro pedrexca (BIJIOTH 0 MOJHOTO OTCYTCTBHS),
nucdaruu (CHUKEHUE CaMOCTOSITEILHON CIIOCOOHOCTH
[J10TaTh BIUIOTH JI0 TIOJTHOTO OTCYTCTBUS), TSKEIOM
HYTPUTUBHOM HEIOCTOYHOCTH, aCIIUPALINH, OCTPHIX
JBIXATEIbHBIX U META0O0TMYECKUX HAPYIIEeHUH, OBICTPO
MPOTPECCUPYIOIMINX TAKEIbIX MHOKECTBEHHBIX
KOHTPAKTYp CYCTaBOB U JehopMariuii TpyIHOI KIETKH U
MTO3BOHOYHHUKA, IPEXKICBPEMEHHON CMEPTHIO B TEUEHUE
24 mecses [30]. Cpeanuit BO3pacT NOSIBICHUS
CHMIITOMOB COCTaBJIAET 2,5 Mecsana. 3a00eBIIne JSTH
MOTYT IPUOOPECTH KOHTPOJIb HAJl TOJIOBOU U
CIIOCOOHOCTD MEepPEeKaThIBAThCS, HO 3aT€M TEPSAIOT 3TU
CIOCOOHOCTH J0 MIECTUMECSYHOTO BO3pacTa. Y HUX
XapaKTepHas «KOJIOKOJI000pa3Has» TpyaHas KjIeTka u
OpIOLITHOE JIBIXaHHE 3a CUET CIa00CTH MEeKpeOepHBIX
JBIXaTEJIbHBIX MBIIII] C COXpAaHEHHEM Aua(parMaibHble
MbIbl. Takke MOTYT HaOMIOAAThCS (HACIIUKYITSITUS
s3pika [29]. CMA | Tuma wHOTAA ToapasnensoT Ha |A
(wnu tun 0, cm. Beime), |B: Hauano <3 mecsues, I1C:
Hayaino 3-6 mecsueB. [lammentsr co CMA | Tuna o0b14H0
umerot 2 koruu SMN2. [31].

CMA |l Tuna JIBuTrarenbHbIe CAMITOMBI OOBIYHO MOSBIISIOTCS MOCTE
(XxpoHuveckasi nepBbIX 6 mecsnes. xu3uu. [letn co CMA |l Tuna moryT
CMA, 00J1€3HD IOCTUraTh ABUTATEIbHLIX ITOKa3aTeled MeIJIEeHHO U
dy6oBuua) TOJIBKO MPH MOAJEPKUBAIOIIEM YXOJI€, OHU MOTYT

(OMIM#253550)

JOCTUYDb CIIOCOOHOCTH CHIETh CAMOCTOATENIbHO. bonee
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TOTO, OHU MOTYT CTOSITh C MOAIEPKKON, HO HUKOT/IAa HE
MOTYT XOIUTh 0e3 moctopoHHel momomtu [32]. MHorna
CMA 2-ro Tuma AOMOJHUTEIbHO PAa3aesaoT Ha MOATHIIBI
2au 2b. CMA 2b tuna ominuaetcs ot 2a
KpaTKOBPEMEHHOM BO3MOXHOCTBIO MTallUEHTOB CTOATh
WJIU JTaKe JIeNaTh HECKOJIBKO IIaroB P MOCTOPOHHEH
noaaepxkke [99, 100, 101]. OGmue kIMHUYECKUE
MIPOSIBIICHUSI BKITIOYAIOT B CE0sI MPOTPECCHPYIONIYIO
c1a00CTh MPOKCUMAIBHBIX MBIIII, OTCYTCTBHE
MBIIIIEYHOTO TOHYCa, TPEMOP PYK, CHUKCHHUE HIIN
OTCYTCTBHE NIYOOKUX CyXOXKHJIBHBIX Pe(IEeKCOB,
CKOJIMO03 ¥ IPOTPECCUPYIONIAsi MBIIIEUHas C1ab0CTh
JBIXaTEJIbHBIX MBI, SBISIOIAsACS IPUINHON
PECTPUKTUBHOTO 3a00JIE€BAHUS JIETKUX, IIOTEHI[UATBHO
MPUBOJALIEMY K CMEPTH. DTH MaIlUEHThI COCTABIISAIOT
npumepHo 30% ciayyaeB U 0OBIYHO UMEIOT 3 KOTIUU

SMN2 [33].
CMA tumna il CuMIITOMBI HAYMHAKOTCH Tocie 18 mecses u
(roHomIeCKast HEOJHOPOHBI. Y MallMeHTOB HaOI01aeTcs
(hopma, Gos1e3HbL  TpoOrpeccUupyroias ciadocTb NPOKCUMATbHBIX MBIIIIILL,
Kyreabo6epra- HOTHY TIOpakeHbI 0oJiee BBIpaXKEHHO, YyeM pyku [31].
Besnanjaep) CMA |1l moxHuo monpasznenuts Ha TU |lla

(OMIM#253400)  (kIMHUYECKUE CHMIITOMBI JI0 TPEXJIETHETO BO3pacTa) U
tun 1D (KTHHAYeCKHuEe CUMITTOMBI TIOCIIE TPEXJIETHETO
Bo3pacta). JleTr 00BIYHO JOCTUTAIOT OCHOBHBIX ATAIOB,
BKJIIOYAsl CAMOCTOSATENIHHYIO XOAK0Y, HO YPOBHH HX
MOTOPHBIX HABBIKOB CHJIBHO pasznuyarorcs. Hekotopsie
JIETH €]IBa MOTYT BCTATh C TOJIOKCHUE CUJIS U TIPOUTH
HECKOJIBKO IIaroB 0e3 MoCTOpOHHEH MOMOIITH, B TO
BpeMs KaK JPyrye XOASAT XOPOIIO U MOTYT TOJTHUMAThCS
no nectuuiie [34]. CMA Il BcTpeuaeTcs npumMepHo y
10% manueHToB, U 'y OONBITMHCTBA U3 HUX UMEETCS 3
i 4 xomuu SMN2 [33].

CMA |V Tuna SIBnsieTcs HauMeHee pacnpocTpanernHon popmoit CMA

(B3poc.ast) (<5% cmygaeB), MpONOHKUTEILHOCTD BCEH KU3HU

(OMIM#271150)  HopmanbHas [29]. CMA 1V 6bina no6aBieHa K 3TOM
KJIacCU(PUKAILMU ISl ONIMCAHMS MAllMEHTOB ¢ Ha4YaJlo B
3pesioM Bo3pacTe (>18 ner) u nerkoe teueHue. B sty
TPYIIy BXOJAT MallUEHTHI, KOTOPbIE MOTYT XOAST BO
B3POCIIOM BO3pacTe M HE UMEIOT MPOOJIeM C JbIXaHUEM U
nuTaareM [35]. O0br9HO UMEroT oT 3 110 5 kormit SMN2
[31].

IIpu Bcex tmmax CMA MOryT NOpa)katbCd OCHOBHBIE TPYIINbI AbIXaTEIbHBIX MBbIIIIII,
BKJIFOYAs MBIIIIIBI BOXA U BBI0XA U OyJIb0apHYI0 MYCKYIIaTypy, IIPU ITOM CTENEHb TTOPaXKEHUS
U MEXaHU3Mbl, BeAyllMe K HapyIICHWIO JbIXaHUS, OTKAIUIMBAaHUS M TJOTaHUS, MOTYT
pasnmuuathcs B 3aBucuMmoctd oT THna CMA u cragum 3aboneBanus. [lepBoHayanbHO
TUMOBEHTWISIUS, 00YCIIOBIEHHAs HapyIIEHUEM JbIXaHUs M3-3a c1a00CTHU MBIIII, Pa3BUBAETCS
BO CHE, HO ITOTOM H B JITHEBHOE BpeMsi. | MTTOBEHTUIISIMS BO CHE IPUBOAMT K Pa3BUTHIO aITHO?.
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Hapymenus npixanus (XpoHUYeCKas JpIXaTellbHasi HEA0CTaTOYHOCTh, OCTpas JblXaTelbHas
HEJOCTAaTOYHOCTh, CHI)KEHUE WJIM OTCYTCTBUE KallLIEBOTO peduiekca) W TIoTaHus (qucdarus,
acnupalus) — OCHOBHas NPUYMHA BO3HUKHOBEHUS OCJIOKHEHUH M CMEPTHOCTH MALlMEHTOB CO
CMA I u Il Tuma; kxpome TOro, OHU TAaK)K€ MOTYT Pa3BUBAThCS y HEOONBIIONW 0T MAIlMEHTOB
co CMA III Tum.

Kpome ToOrO, uwacto pasBuBaercs THNOTpOo(dwHs, TUMOCTATypa, HYTpUTHBHas (OEITKOBO-
IHEPreTHUYECcKasi) HEJOCTAaTOYHOCTh, BEAyIlas K METaOOJMYECKUM H JPYyTUM HapYLICHUSIM,
0CTEOTIOPO3Y, TSDKEIBIM KOHTPAKTypaM KOHEUHOCTEH, nedopManuy MO3BOHOYHHUKA U TPYTHOU
KJICTKH.

IIpn Bcex tumax CMA MOXET BBISBISATHCA KapAMOJIOTHYECKAsl MATOJIOrUs (HapyLIEHHUs
puTMa cepana, KapAMOMHONATHS W T.J.), a TaKXKe OCJIOKHEHUS, CBSI3aHHBIE C
MaJIOMO6I/IJIBHOCTBIO ImanqucHTa (HepeHOMBI IIO3BOHOYHHUKA H KOHG‘IHOCTeﬁ, XPOHHUYCCKUC
ATOHWYECKHUE 3aMopbl, MOYECKaMeHHasi 00JIE3Hb U . ).

3.1.2. ’Kaso6b1 1 aHAMHe3
OcHoBHBIE ’kKamoObl W aHaMHe3 onucaHel B pasnene «KnumHuyeckas KapTuHa
3a0oneBanus». Hke ykazaHsl xkanoobl, TpeOyIOLe OTACIbHOTO YTOUHEHUS |

B | Pexomenayercsi yTOUHUTH KalnoObl Ha Xpam U YacTble MPOOYKACHUS BO CHE, YTPEHHHUE
TOJIOBHBIC 0OJIM, COHJMBOCTH B TEUYCHHE AHS, y poauTeneil mamumeHtoB co CMA 5q
CTapILEro Bo3pacTa Jjisl pAaHHEHN IMarHOCTUKY TMIOBEHTUIISIUY U antHo? cHa [37].
Vposenwv yoeoumenvrocmu pexomenoayuii B (yposenv docmoseprnocmu ooxazamensbcmes — 3)

C | Pexomennyercs YTOYHSTh 4acTOTy MH(pEKIHOHHBIX 3a0oneBaHuit u
aHTUOMOTHUKOTEpanuu 3a mocieaHue 6-12 mecsneB (B 3aBUCUMOCTH OT KPaTHOCTH
HaOmofeHus1) y poautenei mnamueHToB co CMA 5(Q ans anekBaTHOW OIICHKH
COMAaTHYECKOro cTaTryca mauueHToB [38].

VYposenw yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Ka3amenbemes — 5)

C | PexomeniyeTcsi yTOUHATD ano0bl HA HApyIIEHUs IIOTaHUS XKUAKOCTH WU/UIM TBEPHOH
NUIIY, OLIYIIEHHWE 3acTpEeBaHUs NUIIM B TOpJ€ BO BpeMs IIOTaHMS, Kallelb WIN
HONEPXHUBAHUE J10, BO BPEMs HJIM M1OCIIE NIOTaHMs, HATMYME XPHUILIOTO WIN «BIaKHOTO»
rojgoca Iocje akTa INIOTaHHUs, a TAaKKe BIMSHME IIpoliecca MpUeMa MUIM Ha KaueCTBO
JKWU3HU Y poauTenei nanmueHToB co CMA 5q mist uckmroueHus: nucdaruu [37].

Vposenwv yoeoumenvrocmu pexomenoayuii C (ypogens 0ocmogepHocmu 0oKazamenbcme — 5)

C | Pexomenayercsi yTOUHATD KasoObl Ha HEA(PPEKTUBHOCTD Kaluis (7151 CBOEBPEMEHHOTO
BBISIBJICHHUST HEJIOCTATOYHON OYMCTKH HIDKHHUX [IBIXaTeIbHBIX IyTEH OT CeKpera H
THIIOBEHTUJISIIIMM, B IEPBYIO odepenap y nanueHToB co CMA | u Il tuma).

VYposenv yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Ka3amenbemes — 5)

C | Pexomenyercss  yTOYHATh Hanmuuue y mnanueHToB co CMA  cuMnTtomos
ractpoa3odareanbHoro pedirokca, 3amopa, TONTHOTHI WJIH PBOTHI (IJIs1 CBOCBPEMEHHOU
JMArHOCTHKHU HapylIeHUs: paboThI JKeIyJO4YHO-KHIIeuyHoro TpakTa) [39, 102, 62, 103].
VYposenw yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Kazamenbemes — D)

3.1.3. O6bexkTHBHBIE U (U3HKATBbHBIE 00C/I€I0BAHUS
C nmpakTUyecko MO3MLIMU LeIecoodpa3Ho AuQQEpeHInpoBaTh IAalUEHTOB Ha
OCHOBaHUH MX (YHKIIHOHATBHOTO cTaTyca (Tabuia 3).
Ta6auna 3
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«IIpencuMITOMHBI» y TAlAeHTa elle He TPOSBISIFOTCS CHMIITOMBI 3a00JIC€BaHUS, HO

NMalMeHT nuarno3 CMA reHeTudecku MoATBEPKAEH (Halle BCEro B paMKax

(presymptomatic) IPOBEACHHS HEOHATaIbHOTO ckpuHuHTra Ha CMA), camasi BakHast
U KOPOTKasi CTaausi — BpPeMs HEOOIBIIOTO «TEepPaneBTUYECKOTO
OKHay, Korjia 3 PEeKTUBHOCTD TEPANMK CaMasi BHICOKAs
(mpencuMToMaTUUYecKas CTaaus)

«Jleskaune malMeHTb  HE MOTYT CHICTh 0€3 MOCTOPOHHEN TTOMOIIH
(non-sitters) (To3HsAs HeaMOyIaToOpHas CTaIusl)

«Cupsiuye nanMeHTs»  MOTYT CaMOCTOSATEIBHO CHAETh, HO HE MOTYT XOIUTh 0e3
(sitters) MOCTOPOHHEHN TTOMOIITH
(panHsst HeaMOyIaTOpHAs CTATUA)

«Xoasiune MANMEHTBD)  MOTYT CAMOCTOSTEIBHO XOJHUTh
(walkers) (amOymnaropHas cranus)

Kmuanueckoe obcnenoBanne CMA BkITtodaeT B ce0st mpoBeeHNE (PU3NKAITBHOTO0 OCMOTpPA C
AKIIEHTOM Ha KOCTHO-MBIIICUYHYIO CHUCTEMY, MKEIyJOYHO-KUIICUHBIH TPAKT, HYTPUTHBHBINA
CTaTyC, a TaK)Xe HEBPOJOTUYECKHH OCMOTP U OILEHKY HWMEHIHUXCA (YHKIHOHATBHBIX
HapYUICHUW NTBIXaHUS W TJIOTaHUs. BBIOOp HMCMONb3yeMbIX 0OCiIenoBaHmii OyAeT 3aBUCETh OT
ACMEeKTOB, KOTOphIe OOJiee aKTyalnbHBI IS KaXKI0N CTeneHu TshkecTH. [laHHbIe (DU3UKAIBHOTO
o0cieToBaHUS ONMCAHBI B pa3jielie «KIMHAYECKasi KapTHHA 3a00JIeBaHUD.

Huke oTpaskeHbl 0c00eHHOCTH (PU3MKAIBLHOIO 00cenoBanu [36]:

C | Pexomenayercs oreHKa (U3UYECKOTO pa3BUTHS (M3MEpPEHHE MAcChl Tejla M POCTa) B
nuHamuke namuentam co CMA 5( st olleHKH HyTpUTHBHOTO craryca [40].
Vposenwv yoeoumenvrocmu pexomenoayuii C (yposens docmogeprocmu doxkazamenvbcme — 4)
Kommenmapuu: y naumeHntoB co CMA yacto oTMEUarOTCs W3MEHEHHUS B HYTPUTHBHOM
cratyce. Y JIe)KauyuxX NallMeHTOB U MAIIMEHTOB C AUC(arueil MOBBIIIAETCS PUCK HEAOCTATOYHOCTH
nutanus. Cugsuue u xoasune nanueHTsl co CMA 1l u IV noaBepkeHsl pucKy U30BITOYHON
MacChI TeJ1a/0KUPEHHUIO B CBS3U CO CHIDKCHHEM YHEPTOTPAT U3-32 YMEHBIIICHUSI aKTUBHOCTH MPU
yTpaTe crnocoOHocTH K Xonapbe. Ilocme ycranomienus amarHoza CMA BceM marmeHTam
PEKOMEH1yeTCsl KOHTPOJIUPOBATh POCT M MaccCy Teja C MePUOJUYHOCTHIO €KEHEIEIbHO Y JeTeil
no 1 roga, exeMecsiuHo y aereit ot 1 roma no 3-x ner, He meHee 1 pa3a B 3 mecsua y nereit
MJIa[IIIero Bo3pacta oT 3 mo 6 jer, 1 pa3 B 6-12 mecsueB y AeTeld cCTapiiero Bo3pacta M
MOJIPOCTKOB (MJIK Yallle — M0 MOKA3aHUSIM).

C | Pexomenayercsi omneHka (DyHKIIMU >KE€BaHWS W TyoTaHusA mamueHTam co CMA 5qQ mus
uckioueHus aucdaruu [39,41].
VYposenw yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmoseprocmu dokazamenbemes — 4)
Kommenmapuu: oTieTbHOE BHUMAHHUE TP OCMOTPE YIETSETCS BO3MOKHBIM HapYIICHUSM
TJIOTaHHS TPU KOPMJICHHH — CHW)KCHHIO M OTCYTCTBHIO TJIOTOYHOTO M HEOHOTO pe(IeKcoB,
MOTIEPXUBAHUIO WJIM OTCYTCTBHIO KAl TpPHU MONEPXUBAHUH, OCIAOJIEHHOMY COCAaHUIO Y
MaJICHBKOTO peOeHKa, TPYAHOCTSM C >KEBAaHHMEM W TPOTJATHIBAHWEM TIIHINH, YBEIHYCHHUIO
JUTUTEIBHOCTH €€ TpHeMa, HAIMYUI0 KOHTPAKTYyphl UYEITIOCTHOTO cycraBa. llpm Hamwmauu
HYTPUTHBHOW HEIOCTATOYHOCTH, HAPYIIECHUH TJIOTAHUS, aCIUPAIMOHHBIX OCIOXHCHHIX —
YCTAaHOBKA HA30TAaCTPATBHOTO 30HJA WJIM TacTPOCTOMHYECKOW TpyOKH, Ha3HAUYCHHE
CIeHHaTU3UPOBAHHOT0/J€4e0HOr0 MUTAHUS.
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C | Pexomenayercsi KIMHUYECKas OLEHKa JAbixaHus mnanueHtram co CMA 509 naus
VCKJIIOUCHUS HAJIWYUsl AbIXaTeJIbHBIX HapylieHuil [42].
Vposenwv yoeoumenvrocmu pexomenoayuii C (yposens docmogeprocmu doxkazamenvbcme — 4)
Kommenmapuu: 1epuoJuYHOCTh INPOBEJIEHUS OLICHKM W MOHHUTOPHHIA JbIXaTEJIBHBIX
(GYHKIMI 3aBUCUT OT KIMHUYECKOTO COCTOSHUS M CTENEHH IPOTPEcCCUpPOBAHUSA OOJIE3HU Y
Kaxzaoro OonbpHOro. Yacrora mpoBelleHUsI OLEHKH COCTaBIseT B CpelHEM OJUH pa3 B 3-6
MmecsneB 'y Hersbkenbix namueHToB co CMA I m CMA 1II. [IpixatenbHble (QYHKIHH
OLICHUBAIOTCSI PEXKE Y MAlMEHTOB, CIOCOOHBIX K CaMOCTOSTENIbHOMY IEPEIBUKCHHIO, B
CTaOUJIbHOM COCTOSIHMM, C OOJbIIEH YacTOTOW y JeXalluX MaIleHTOB, ¢ HECTA0MJIbHBIM
TeueHreM 3aboneBanus. C yactoTroi 1 pa3 B 3 Mecsiia MOKET MPOBOIUTCS OIIEHKA JIBIXaHUS Y
NALUEHTOB, MOJIYYalolUX WHBA3UBHYIO BEHTWIALMIO JIeTKUX. /[ nereil, Haxoaduuxcs Ha
HUBJI, xenatensHo mpoBOAUTH OlleHKY 1 pa3 B mecsai. [Ipu CMA I tuma, ecnmu pebeHOK He
Haxoautcs Ha HUBJI, npixaTenbHble HapyIIEHUs MOTYT HapacTaTh O4€Hb OBICTPO, M MHOT/IA
TpeOyeTcs eme Oosee yactas UX oneHka. OLEHKa BKJIIOYAET OINpPENETIeHHE I[BeTa KOXHBIX
MOKPOBOB, 3()(QEKTUBHOCTH OTKANUIMBAHM HaJMYME KallUIEeBOrO pediexca M ompeneieHue
CHJIBI Kanuisl (CITUPOMETPHS, MUKOMIIOOPUMETPHS ), )KU3HECHHOM €MKOCTH JIETKUX (OCOOEHHO Y
NAIMEeHTOB CO CKOJIMO30M IO3BOHOYHMKA W/Win jaedopmanueid TpyIHOM KIETKH), YaCTOTHI
JbIXaHUsl, U3MEPEHHE OKPYKHOCTHU IPYJHON KIETKH, ONPEEIIEHNE SKCKYPCUU IPYIHON KIETKH,
NPU3HAKOB AUC(HYHKIMU JBIXAaTEIbHOM MYCKYJNaTypbl (HaJH4ue OJBIIKH U MapajoKCaIbHOTO
JIbIXaHMsI, UCIOJIb30BaHUE BCIIOMOTATENbHOM JBIXaTENIbHON MYCKYJATyphl), HAJIMYHE HOUYHOM
TUIIEpPKaIlHUH, CYTOYHOW THIIEPKATHUM, TUTIOKCUH (COAEpKaHUE KUCI0PO/1a U YTIIEKUCIIOTo ra3a
B KPOBM B TEUEHHE CYTOK — CYTOYHAas HEHMHBA3MBHAs YPECKOXHas IyJIbCOKCUMETPHS H
KallHOMETpHsl), alHO3, OJbIIKa (CYyTOYHBIH  HEMHBA3WUBHBIM  KapAHOpEeCTIHpATpPHBIHA
MOHMTOPHUHT), [0 MOKA3aHUSIM - UCCIIEJOBAHUE KUCIOTHO-IEJIOYHOI'O COCTOSTHUS.

C | Pexomenjayercsi OCMOTp TMO3BOHOUHMKA marueHtaM co CMA 50 mus HCKIOYeHUs
ckonno3a u kudo3sa [43, 44].
VYposenw yoeoumenonocmu pexomenoayuii C (yposenv 0ocmoseprocmu doxkazamenbemes — 4)
Kommenmapuu: npu Bcex ¢opmax CMA pa3BUBAIOTCS CKEJIETHBIC JAeQOpMaIlnH.
VckpuBieHHEe TO3BOHOYHMKA, C MOHIKEHHBIM MBIIICYHBIM TOHYCOM, HENPEPHIBHO
MPOTPECCUPYET Ha MPOTSHKEHUH BCEH KU3HU. Takke y OONBIIMHCTBA MAIIMEHTOB Pa3BUBACTCS
ku(}o3 TpyaHOro OTAeNa TO3BOHOYHHMKA pPAa3HOW CTENEHW BBIpAXGHHOCTH. [Ipn Hammdwum
cKkonMo3a M kudosza HeoOxomum peHTrenosnorndeckuit koHTpons (KT mmm Rg-rpamma B 2
NPOCKIHUAX) C ONpeAeNiCHHEM YyIjla M CTENEHU TSDKECTH CKOJMo3a BO BCEX OT/AENax
NO03BOHOYHMKA HE pexe | pasa B rof.

C | Pexomenyercsi OolleHKa (PyHKIIMOHAJIBHOTO IBUTATEIBHOIO CTAaTyca IO pPEJIeBaHTHBIM
GyHKIMOHATBHBIM IIKAJIaM W BPEMEHHBIM TecTaMm mamueHtam co CMA 5 ms
oTpeeNieHUs] HCXOAHOTO CTaTyca MalueHTa, a TakKe JJIi MOHUTOPUHTA JIBUTaTEeIbHBIX
byHKIMiA 1 11 oleHKH () (HEKTUBHOCTH MAaTOreHETHUECKOM Tepanun [45-48].
Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens docmogeprocmu doxkazamenvbcme — 4)
Kommenmapuu: Ouenxy no mxkaizam (HINE-2, CHOP-INTEND, RULM, HFMSE, 6-
MWT) nosmxHbBI TPOBOAUTH CEPTUHHUITUPOBAHHBIC CIICIIUATMCTHI, pEeryJsipHo 1 pa3 B 6 Mec., eciiu
HET OCOOBIX OOCTOSITEILCTB, TPEOYIOMUX NOPYyrod dYacTOThl HaOmoneHus. [[nHammdeckoe
oOcienoBanue peOEHKAa IO CHENMATBHBIM IIKajJaM OCOOCHHO BaXXHO TMIPH  OLIEHKE
3(pdeKTUBHOCTH TOydyaeMOW TapreTHoW Tepamuu. [Ipu OTCyTCTBHHM CepTH()HUIIMPOBAHHOTO
CHeIHalncTa He00X0AMMO HANPABUTh MAIMEHTa B TOT LIEHTP, I/I€ TAaKUe CIEIIHATUCTHI €CTh.

C | Pexomenjayercsi OIEHUTh MOTPEOICHNE U BBIBEJCHUE U3 OpraHU3Ma MHKPOIJIEMEHTOB,
0ocoOeHHO Kanplus W BuUTamuHa D, mamumentam co CMA 50 ¢ HapylieHUSMH
HYTPUTUBHOTO CTaTyca [Jisi KOHTPOJIS 3a COCTOSHHEM KOCTHOW TKaHHM, OLIEHUTh
KJIMHUYCCKH U OMOXUMHYECKH MPU3HAKU runorinkemMun [39].
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VYposenv yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Ka3amenbemes — D)

Kommenmapuu: He pexe, yeM 1 pa3 B 6-12 mecsaues (110 NOKa3aHUSIM — 4Yallle) KOHTPOJIb
OMOXMMHUYECKUX TOKa3zaTedel (KaJblui oOmui M MOoHW3MpoBaHHBIN, dochop, D, JIAT,
MarHui, TJIIOKO3a), OOmMi aHaau3 Mouu (TJIF0K03a, KETOHBI), ypOBeHb BuUTamMuHa J[3 wu
napaTropMoHa B KPOBHU, €KEroJHO - AeHCUTOMETpus. [Ipyn Hamu4Yum oCTeONneHnn/0cTeonoposa,
cHMKeHUs J[3, CIOHTAHHBIX MEePEIOMOB, TPU3HAKOB THIOTIUKEMHH, JPYTUX METa0O0INYECKIX
HapyLIEHUN — KOHCYJbTALMS U JICUCHUE Y SHIOKPHUHOJOTa (MM APYroro COOTBETCTBYIOLIETO
crenuanucra). HazHaueHue mpoPUIAKTHYECKH WM B JIe4eOHBIX IensaXx BuTamuHa J[[3, mo
noka3zanusiM — OuchocdoHaTOB, MpenapaTroB KaablHs, APYTUX IpenapaToB s JICUCHUS
METa0OINYECKUX OCIIOKHEHUH.

C | Pexomenjayercsi yCTAHOBJICHHE THUIIA CIHWHAJIBHOW MBIIIEYHOM AucTpoduu 5S¢ Ha
OCHOBaHUHU KJIMHUYECKOW KapTHHBI 3a00JE€BaHUS B COOTBETCTBHU C Kiaccuukaruei
BCEM MAIMEHTaM C IMOATBEPKICHHBIM (KJIMHHYECKH W/MITU TEHETHYECKH ) TUATrHO30M IS
ompeereHus MporHo3a 3aboseanus [39].

VYposenv yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Ka3amenbemes — 5)

3.1.4. OcHOBHbIE MOJIEKYJIAPHO-TeHEeTHYeCKHe UCCIeI0BAHUS

B | Pexomenayercsi MOJEKYISIpHO-TEHETHYECKOE HcclenoBanue myTanuid B reHe SMN1
BCEM IalMEeHTaM c nopo3peHneM Ha CMA 5( ¢ 1enplo BBIABIECHHUS JEIEIUN 3K30HOB 7
WM 7-8 ¥ MOJIEKYJISIPHO-TE€HETHYESCKOTO MMOATBEPKACHUs qrarnosa [49].
Vposenwv yoeoumenvrocmu pexomenoayuii B (yposenv docmoseprnocmu ookazamenbcmes — 2)
Kommenmapuu: «3010TbIM CTaHIAPTOM» MOJIEKYJIIPHO-T€HETUYECKOT O UCCIIEA0BAaHUS IIPU
CMA 5q sBnsercs KOJWYECTBEHHBIN aHaNIU3 — aHaiau3 uyucia konuil reHoB SMN1 u SMN2.
Hannoe wuccienoBanne mpoBoautrcs wmerogamu [I[[P B peambHOM BpeMEeHM WU
konmnuecTBeHHOro MLPA-ananusa. /luarnos moarBepxaaercs Npu OOHAPYXKEHHH JEJICIHH
9K30HOB 7 WU 7-8 B TOMO3UTOTHOM COCTOSIHUH (T.€. B 00EHX KOMHIX TeHA).

C | He pexomenayercs ucnoiib3oBath [ILP-TTJ[P®-ananu3 u apyrue KaueCTBEHHBIC METOIBI
UCCIIEJIOBaHUs KaK MeTofla BbIOOpa mamueHTam ¢ nmojo3peHueM Ha CMA 5(¢ ¢ uemnbio
MOATBEpKAeHUs Auarnosa [50].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens docmogepHocmu 0okazamenbcme — 3)

C | Pexomen 1yeTcsi BBIIOJHSATD MOMCK TOYEUHBIX MyTanuii B rere SMN1 metogoM nmpsiMoro

AaBTOMATHUYECKOTO CEKBEHUpPOBaHUs Mo CiHTepy MalueHTaM C BBISIBICHHOW aenenuei B

TE€TEPO3UTOTHOM COCTOSIHHMM C II€JIbI0 YCTAaHOBJIEHUs AuarHosa [51].

Vposenw yoeoumenvnocmu pexomenoayuii C (yposeno 00cmosepHocmu 00Ka3amenbcme — 2)
Kommenmapuu: Hanuuue [eEUMH B TETEPO3UTOTHOM COCTOSHHM OMNpEAEseTcs Kak

Hanmuuue onHor konuu reHa SMN 1. OOHapy»KeHne MaToreHHON MyTallii BO BTOPOI KOTTMHU TeHa

SMNI1 noareepxknaer quarao3s CMA.

C | He pexomenayercsi ycraHoBieHue nauarHoza CMA 50 mamueHTaM C OTCYTCTBHUEM
nenenuu 9k30H0B 7 win 7-8 rena SMN1 [39].
VYposenv yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmoseprocmu ookazamenbemes — 4)
Kommenmapuu: orcyTcTBUE nejiennu 3k30H0B 7 uinu 7-8 rena SMNI1 omnpenensiercst kak
Hamuuue 2 u Oonee kommii reHa SMNI1 wmeromamm [II[P B peampHOM BpemMeHH WA
konmuecTBeHHOro MLPA-ananuza. B ciayyae KpOBHOPOACTBEHHBIX OpaKOB PEKOMEHIYETCS
MPOBECTH TOUCK TOYEYHBIX MyTanuidi B reHe SMNI1 merogoM mnpsMoro aBTOMaTUYECKOTO
cekBeHHpoBaHusa 1o CaHrepy naxe B cllydae OTCYTCTBUS JEJELUUM SK30HOB 7 WM 7-8 reHa
SMN1.
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C | Pexomenayetcs onpeneneHue uncia konuii rena SMN2 y nanuenTa ¢ moarBepKaeHHbIM
reHeTndeckum auardozom CMA 5q st onpenesieHust TporHo3a TeueHus 0oye3nu [52].
Vposenwv yoeoumenvrocmu pexomenoayuii C (ypogens 0ocmogepHocmu 0oKazamenbcme — 5)

Kommenmapuu: Heo0X0a1MMO TOMHUTH, 4TO TUIT CMA y KOHKPETHOTO TAIlUeHTa HE MOXKET
OBITH YCTaHOBJIEH IO 4McIy Konuil rena SMN2, oH omnpenensiercs TOJIbKO KIMHUYECKH.
Heob6xonumo yuuThiBaTh 4ucia0 Komuid reHa SMN2 npu mporHose TedeHHUs 3a0oJieBaHUS,
IOCKOJIbKY 3TO BaXHBIM (pakTOp, oOmpenensiomuil TsHDKECTh KIMHHUYECKOH KapTHHBI.
Heo0xoaumo oroBapuBarhk Npu KOHCYJIbTUPOBAHUM MAL[MEHTOB M UX CEMEH, UTO HECMOTpS Ha
CUJIBHYIO CBA3b KonnuecTBa Konuil SMN2 ¢ Nporao3oM, UMEIOTCS UCKIIIOUEHHUS.

A | Pexomenjayercsi MOJEKYJIIpHO-TEHETUYECKOE HccienoBanue myTanuii B rene SMN1
poauTeNsiM TAIMEeHTa C TEeHEeTHYEeCKUM mnoAaTBepxkaecHueM Hammuuss CMA  5q
konndecTBeHHbIME MeTopamu (I[P B peanbHom Bpemenu winu MLPA-ananuzom) st
MPOrHO3a AETOPOXKIAeHUs [53].
Vposenwv yoeoumenvrocmu pexomenoayuii A (yposenv docmoseprHocmu ookazamensvcmes — 1)
Kommenmapuu: MonexynapHO-TEHETUUECKOE HCCIeoBaHre MyTalnii B reHe SMN1 takke
[IOKa3aHO POAMUTEISIM YMeEpIIero pedeHKa C NPeaNoJOKUTENbHBIM auarHosoM CMA u
OTCYTCTBHEM ero Ouonorundeckoro marepuana st JJHK-nuarnoctuku, B moBTOpHBIX Opakax
ponutenel OONBHBIX JETe — KX HOBBIM CyNpyram (eciu IUTaHHPYETCs IETOPOXKACHHUE),
cynpyraMm B3pociblx nanueHToB ¢ CMA 1npu NIaHUPOBAaHUM JETOPOXKACHMS; OIU3KUM
poICTBEHHUKaM (CHOCHI TMAIMEHTOB M CHOCHI POAMTENEH NAIMEeHTOB) IS MPOTHO3a HX
IIOTOMCTBA; JOHOpPaM CHEPMbl U SHIEKIETOK IMPU HKCTPAKOPHOPAIBHOM OIIOIOTBOPEHHH.
MonekynapHO-TeHETHUUECKOE nuccaeaoBanue mytanuil B rene SMNI1, kak ¥ npu psaje Opyrux
YacThIX ~ ayTOCOMHO-PEIIECCUBHBIX  OOJ€3HEH, pPEKOMEHIyeTcs TMpu  IUIAaHUPOBAHHUU
OepeMeHHOCTH B KpPOBHOPOJCTBEHHBIX Opakax. HeoOxoaumo nHPpOpMHUpPOBATH poauTeneit qeTei
C MOJIEKYJIIpHO-BEpU(UIIMPOBAHHBIM JUAarHO30M), a TaKXe IMapbl, B KOTOPHIX KaXKIbId W3
NapTHEPOB SIBISETCS MOATBEPHKIEHHBIM T€TEPO3UTOTHBIM HOCHTENeM Jeneuud 7 uiu 7-8
9k30HOB TeHa SMN1, 0 BO3MOXXHOCTH MPOBEJACHUS MPEHATAIHHON (BO BpeMsi OEpEMEHHOCTH)
WIM TPEeIUMIUIAHTAMOHHON (C HCMOJb30BAaHHEM HKCTPAKOPIOPATHHOTO OIJIOIOTBOPEHHS)
JHK-auarnoctuku (cm. pazaen [Ipodunaktuka).

3.1.5. /lonojHUTeIbHBIE JIA00OPATOPHBIE HCCIET0BAHUS

— aHaIM3 KPOBM OMOXMMMYECKHI 001eTepaneBTUYECKUM UIsl OlleHKU (YHKIIMOHAIBHOTO
COCTOSIHMSI BHYTPEHHUX OPraHOB, Hanu4us WHQPEKIHOHHBIX OCJIOXHEHUH U
HYTPUTUBHOTO CTaTyca MalueHTa (JaHHOe HCCIeOBaHUS B JAMHAMHUKE IMPOBOAIT B
3aBMCHMOCTH OT MMaTOT€HETHYECKOU Tepanuu, HO He pexe | pasza B rox).

— TIPOBEICHHE KOaryJorpaMMbl (OpPHEHTHPOBOYHOT'O  HCCJIEIOBAHHS TOMEOCTa3a)
nanueHTaM co CMA 1 OneHKM (PYHKIMOHAJIBHOTO COCTOSIHUSI TICYEHU U
CBEPTHIBAIOIIEH CUCTEMBI KPOBH (JJaHHOE MCCIICOBAHNE B TUHAMUKE MMPOBOISAT TI0 Mepe
HEOOXOJIUMOCTH).

— TmpoBeneHHe oO0mero (KIMHUYECKOTO) aHajdu3a MOYH ISl OLEHKH COCTOSHHS
MOYEBBIBOJISAIIMX IMyTEH U MOYEK (JIaHHOE MCCIIEIOBAHNE B JMHAMUKE MTPOBOJISAT HE PEKE
2 pa3a B roq).

— ompenereHue aKTUBHOCTH KpeaTHHKUHA3bI: YPOBEHb KpeaTHHUHA3bI
(xpearudocdoxunaza, KOK) o0bruHO HOpMaeH WM MOBBIIICH HE3HAUYUTEIBHO, TEM HE
MEHee ONUCaHbl eAMHUYHbIE ciaydau ¢ BBICOKMM (B 10 pa3) moOBBILIEHHWEM YpPOBHS
aKTUBHOCTH (epMeHTa. Takum 00pa3oM, MOBLIIIEHUE YPOBHS (pepMeHTa He 0043aTeNbHO
uckiaroyaet nuarfos CMA.

— HCCJIEeIOBAHHME KUCIOTHO-OCHOBHOT'O COCTOSIHMSI M T'a30B KPOBHU JISI OLEHKH CTENEeHHU
KOMIICHCAIIUM [IbIXaTE€IbHbIX HApYLIEHUH U OINpeJeNeHHs] TaKTUKH PpPEeCcHupaTOpHOI
nojanepxku (ocodenno nanuerntam co CMA I tuna). U3MeHeHus: B KUCIIOTHO-OCHOBHOM
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PaBHOBECHM BO3HUKAIOT HA JTAJIEKO 3aIIEAIINX CTAAUAX JbIXaTeIbHON HETOCTATOYHOCTH.
XKenarenbHo 111 CBOEBPEMEHHOM TUArHOCTHKH MCIIOJIB30BaTh Oojiee MH()OPMATHBHEIE
HEWHBA3UBHbIE MHCTPYMEHTAJIbHBIE METOJAbl MCCIEIOBAHUS (CYTOUHYIO UPECKONKHYIO
NyJbCKOKCUMETPHIO, KATHOMETPHIO, CIIMPOMETPHIO, MTUKOPITYOPUMETPHUIO, U JIP. — CM.
HUKe). JlekoMmmeHcanusi AbIXaTeNbHBIX HapyUICHUN KOHCTATUPYETCs NpU HATUIUU
TUIIEpKAIlHUY U aliua03a.

— wuccienoBanue yposHs 25-OH ButamuHa /| B KpoBU BCEM MallMEHTaM C YCTaHOBJICHHBIM
nuarHozoMm CMA 5q 11 MCKIIIOYEHHUsT BO3MOXKHBIX HapylLIeHMd ero oOMeHa U
nocJienyronieil KOppeKInu (laHHOe UCCIeI0BaHNEe B TMHAMUKE TPOBOJIAT 2 pa3a B TOJ).

3.1.6. OcHOBHBIE HHCTPYMEHTAJbHbIE HCCJIeIOBAHUA 1JIsl AUarHocTuku CMA

C | Pexomenayercsi  amekTpoMuorpadusi  Wroipdatas M dJIEKTpoHeWpomuorpadus
CTUMYISIUOHHAS (OJHOBPEMEHHO) MAIIMEHTaM C pa3BUTHEM CUMIITOMOB TPOKCHUMAIIbHON
MBIIIEYHON cI1a00CTH, C OTCYTCTBUEM WIJIM CHUKEHHEM CYyXOXKUJIBbHBIX pedaekcoB mocie
18 mecsueB (xapakrepno jist CMA |ll), a Takxke npu Oosiee paHHEM pPa3BUTHH ITHX
CUMIITOMOB, HO 0€3 TUNMUYHBIX KiuHUYecKux mposiBiearnii CMA | u |l Tuna C menpro
YCTaHOBJICHUS AuarHosa [53, 54].
Vposenwv yoeoumenvrocmu pexomendayuti C (yposens docmogeprocmu doxkazamenobcmes — 4)
Kommenmapuu: upu obOcnenoBanun manueHToB co CMA [ODKHBI TPUMEHSTHCS
urospuaras adnekrpomuorpadus (OMI) u  cTUMyNSIMOHHAs —AJIEKTpOHEHpoMuorpadus
(OHMI). CrumynsuuonHas DHMI mo3BojIsSeT OLIEHUTh OTBET MOTOHEHPOHOB CTMHHOTO MO3Ta
npu uccienopanuu F-sonn. [lpu crumymnsaunonnoin DHMIT onpenensitorcss nu3MeHenus: F-BosiH
MOSIBJICHUE TUTAHTCKUX F-BOJIH, MapHBIX ¥ TOBTOPHBIX F-BONH, WK pacceimanHbiXx F-BomH uimn
ux orcyTrcTBue (610Kku F-BoH). CKOpocTH MpOBEIeHHSI UMITYJIbCA U aMIUTUTYbI M-0TBETOB 1O
nepudepuIecKuM JIBUTATEIbHBIM BOJOKHAM MOTYT OBITh KaK HOPMAadbHBIMH, TaK ¥ HEMHOTO
CHW)XKEHHBIMU 3a CUET BTOPHUYHBIX AKCOHAJbHBIX WM3MeHeHuil. Wrompuyatas OMI' mo3BosisgeT
MCCJIEI0BATh KOHKPETHYIO MBIIIIYy U ONPENCITUTh CTEIICHb JCHEPBAIMOHHONW aKTUBHOCTH. [Ipu
urospyator OMI XapakTepHO: yBEIMYECHHE aMIUIATYIbl HHTEP(HEPESHIIMOHHON KpPHUBOM,
pa3peKEHHOCTh HHTEP()EPEHIIMOHHON KPHUBOW, TMOSBICHUS PA3JIMYHBIX IOTEHIMATIOB
CIIOHTAHHOW aKTUBHOCTH, CKJIAJIbIBAIOIIMXCS B TAK Ha3bIBAEMbIN «PUTM YacToKoyay [54].

A | PexoMen/iyeTcsi MarHUTHO-PE30OHAHCHAS TOMOTpadusi MBIIIICYHOW CUCTEMBI MAIlMEHTaM
C TPOKCHMAJIbHOW MBIIIEYHOW THIIOTOHUEH M MBIIMIEYHON CIIa00CThIO, HE HMEIOIUM
TEHETUYECKOTO MOATBEPXKACHUS JAMArHo3a, ¢ Iebio TuddepeHInatbHON TUarHOCTUKN
CMA 50 u 1pyrux HEpBHO-MBILICYHBIX 3a00eBanuii [55].
Vposenv yoeoumenvnocmu pexomenoayuii A (yposenvb 00cmoseprocmu 00Ka3amenibcmes — 2)
Kommenmapuu: MPT MbIIIL BBIABISAET XUPOBOE 3aMELICHUE MBIIICYHON TKaHU.
Busyanusupyercsi xapakTepHbIA MATTEPH MOPAKEHUS — THOEPTPOPHUS U OTHOCHUTEIbHAS
coxpanHOCTh m. adductor longus (ITUHHOM TOJOBKYU aAIyKTOPa), KOTOPBIN SBIISETCS TOBOJIHHO
crieMUYHBIM Il CIIMHAIBHON MbIeYHOW aTpoduu. OmHako crenupuyuecKuil MaTTepH
MOPaKEHUS MPOSBIISICTCS HAa TO3HEHN cTaquu 3a00JIeBaHMs, B CaMOM Hauaje 3a00JeBaHus U Y
MaJICHBKHUX JIE€T€H BBISIBUTH €0 JOBOJBHO TPYIIHO [36].

C | PexomenayeTcsi OMOTNICHS MBIl MAllMEHTy C aTHUIIHYHBIM BapHAHTOM CIUHAIBHON
MBIIIEYHON arpoduu, ecnu auarHo3 CMA 50 He NOATBEPKIACH I€HETHUYECKH, C LEIbI0
nuddepenunanpHoro aguarHoza CMA 50 u npyrux HEpPBHO-MBIIICUYHBIX 3a00JIeBaHUHN
[56].

Vposenwv yoeoumenvrocmu pexomendayuti C (yposens docmogeprocmu doxkazamenobcmes — 4)

C | Pexkomenayercs MaTOJI0T0AHATOMUYECKOE HCCIIEIOBAaHNE OHOICUITHOTO
(omepanlMOHHOT0) MaTepualia MBIINIEYHOW TKAaHW C TPUMEHEHHEM HMMYHOTHCTO-
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XUMHUYCCKUX METOHAOB HaI_II/IeHTy C aATUIINYHBIM BapI/IaHTOM CHI/IHaJ'IbHOI\/'I MBIHIG‘IHOﬁ
arpodpun, ecam gauarHo3 CMA 50 He TOATBEPXKICH TEHETUYECKH, C IEJIbI0
muddepeHnranpHOro Aarnosa [56].

Vposenwv yoeoumenvrocmu pexomendayuti C (yposens docmogeprocmu doxkazamenobcmes — 4)
K()Mmenmapuu: npu MOp(bO.HOI‘I/I‘-IeCKOM HcciJIeJ0BaHNU 6I/IOHTaTa MbIIII] Y NallUCHTOB CO
CIIMHAJIBHOW MBIIMIEYHOW aTpodueil BBIABIAIOTCA HecnenuPuyeckrue NpPHU3HAKKA IYYKOBOU
aTpouu M TPYNIHPOBKU MBIIICUYHBIX BOJIOKOH. BONBIIMHCTBO YBEIWYEHHBIX MBIIICYHBIX
BOJIOKOH oOTHOcsATCsT K CMA [ Tuma. Bce WMMYyHOTHCTOXMMHUYECKHE MapKephl OyAyT
HOpPMAJIbHBIMHU. YJIbTPACTPYKTYpHBIEC H3MEHEHH TaKke OyayT Hecnenuduueckumu [36].

3.1.7

. I[OHOJIHI/ITGJ'IBHI)IC HHCTPYMECHTAJIIbHBIC HCCJICAOBAHUSA

peructpauus 3aekrpokapanorpammel (OKI') Bcem nanentam co CMA 5q ¢ gacroroii 1
pa3 B roj, a TakXke Iepe] ONepaTUBHBIM OPTONEIWYECKUM BMEIIATEIbCTBOM IS
MCKJIIOUEHHUS HapyIlIeHU puTMa cepaua [57].

sxokapauorpadus (3XO-KI') nanmenty ¢ ycranoBieHHbIM Auarno3oMm CMA 5q He pexe
1 pasa B roj Juisi UCKIIOYEHHUS WJIM OLEHKH CTEMEHU TSHDKECTM M MOHUTOpPUHTA
BPOXKACHHOHN WJIM TPUOOPETEHHON maToJIoruu cepama [58].

PEHTTEHOICHCUTOMETPHS (IIOSICHUYHOTO OT/ela MO3BOHOYHUKA MAUEHTY C IUarHO30M
CMA 5q crapie 6 et ¢ yactoTod 1 pa3 B roa Ajisi UCKIIOUYEHUS OCcTeonopo3a. Takxke
PEKOMEH1yeTCsl IPOBEIEHHUE 3TOT0 UCCIIEI0BAHUS IIPU OATOTOBKE K OPTONEINYECKOMY
XUPYPruye€CKOMY BMEIIATENLCTBY [59].

pentreHorpadus MO3BOHOYHHMKA (IIEHHOro, TPYAHOTO U MOSICHUYHOTO OTEJIOB
NO3BOHOYHHMKA C 3aXBaTOM Ta3a M Ta300€IpPEHHBIX CYCTAaBOB) B IMEpeAHE3aJHEUH H
OOKOBOM TPOEKIUAX, CHEIUaIbHbIE HCCIEIOBAHUS U MPOEKUHWU C U3MEPEHHEM Yria
Ko66a marmenty co CMA 5q ¢ HapylIeHHeM OCaHKHU U/WIKA BUTUMBIMU JiepOopMaIusiMu
TPYJHOM KIETKHM M IMO3BOHOYHHMKA IS MCKIIOUEHMsS] KHU(POCKOIMO3a U ONpeneeHUs
JanbHEeWIIe opronennueckoil TaKTUKU BeaeHus nauueHTa [60]. YacTtoTa mpoBeaeHus
UCCJIeI0BaHUS OTpeesieTcs] IPO(QUIBHBIM CIEIUATHCTOM.

npullesbHas peHTreHorpadus opraHoB I'PyIHOW KJIETKH BceM maimeHtam co CMA 5q
KaK MUHUMYM pa3 B 2 ToJia JJis UCKIIOUCHHUS aTeIeKTa30B, Mo nokazanusm — KT/MPT
IPYIHOW KICTKH JJIsl HCKIFOYCHHUS OYIUT U BPOXKICHHBIX MTOPOKOB pa3BUTHs Jierkux [38].
MPOBEJICHUE CYTOYHOM UpecKoKHOM KamHoMeTpuu maruentam co CMA I, Il u Il tTuma
JUIsL ONpEJENeHHUs] HaJIW4Yusid W OLEHKM TUINOBEHTWISAIUMU B aMOYyJaTOPHBIX WIIU
CTaIlMOHAPHBIX ycloBUAX [61]. /i nexadnx MamueHToB 3TO 00CieJOBaHHE JOJKHO
MPOBOJUTHCS HE pexke 1 pa3 B 3 mecsua, s cuaauux — 1 pa3 B 6-12 mecdnes, 1
XOIAUUX — M0 IOKa3aHUsAM. JlaHHBIM METOJ CUMTAETCS OCHOBHBIM JUISl BBISIBICHUS
TUNEpPKAllHUA Ha paHHUX CTAJWAX pPa3BUTHUS TUIOBEHTUJIALIMOHHOMN JbIXaTelbHON
HEJ0CTAaTOYHOCTH y nanueHToB co CMA.

YPECKOKHBI MOHUTOPHUHT NapLHAIbHOIO AABJIEHUS KHCIOPOJa BO BPEMS HOUYHOI'O CHA
WIM B T€YEHUE CYTOK B aMOYyJIAaTOPHBIX MJIM CTAIlMOHAPHBIX YCIOBUAX Malli€HTaM CO
CMA I, Il u Ill Tuma nmpu MUHUMAJIBHBIX TMOJO3PEHUSAX [JIsl BBISBICHUS HOYHOU
TUNOBEHTWISIIUM, OOCTPYKTHBHOTO  amHO® CHAa WJIM  OCTPOM  JbIXaTelbHON
HejocTaTtoyHocTH [61]. Micrionb3oBaHKe MyJIbCOKCUMETPUM B KaUECTBE €AMHCTBEHHOTO
cnoco0a MOHHMTOPHMHTAa HOYHOW WJIM CYTOYHOM TUIOBEHTUJISLUU CUYUTAETCS
JOMYCTUMBIM TOJBKO TOIAA, KOIZa HET BO3MOXXKHOCTH BBINOJHATH KallHOMETpuio. B
HOpME MOKa3aTenu caTypauuu Haxonarces B npenenax 95-100%. [Ipu SpO2 mumxe 90%
HEOOXOMMO MPHUHATh HEOTJIOXHBIE Mepbl. Catypamus mexny 94-90% cuutaercs
norpann4yHoi. IlarmmeHTaM ¢  TUNOBEHTWIIIMEH HEOOXOAMMO HWMETh  JIOMa
3alMCBIBAIOUINI IMYJbCOKCUMETP C COOTBETCTBYIOIIMM BO3pacTy JaTdukoM. Jlus
JeKaunX MaleHTOB YPECKOXKHAS CyTOUHAs MyJIbCOKCUMETPHUSI JOJIKHO MTPOBOIUTHCS HE
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pexe 1 pa3 B 3 mecsua, mis cuasiuux — 1 pa3 B 6-12 mecdnes, A XOAA4UX — MO
MOKa3aHMSIM.

— WCCJIEeIOBAaHHME HECTIPOBOIIMPOBAHHBIX JIBIXaTEIbHBIX 00HEMOB M IIOTOKOB MAIMEHTaM CO
CMA 5q crapiie 5 neT st onpeaesieHus: CTENEeHH TSHKECTH IbIXaTeIbHbIX HAPYIIEHUH U
BBIOOpa BHIa pecniupaTopHoit moaaepkku [61]. [Tartmenram co CMA crapme 5 mer — 1
pa3 B 6 mecsieB aist CMA Il tuna u 1 pa3 B 12 mecsiueB qyist CMA 111 tuna. [TanuenTtst
co cHmxkenueM OXKEJI ot 20% 1o 50% OT 10IKHOTO MOABEPKEHBI OBBIILIEHHOMY PUCKY
JIETOYHBIX oclokHeHu, a manueHTsl ¢ OXEJI <20% — eme 60s1ee BBICOKOMY PHUCKY.
[ns manmentoB ¢ @XEJI >60% xapakTepeH HU3KHI PUCK HOYHOW TMIIOBEHTUJISALIVH.
IIporpeccuBnoe cumwxkenue JKEJI Oomee, wem Ha 10% 3a 3 wmecsma Tpedyer
JIOTIOJTHUTEILHOTO OOCIe0BaHMs ISl pelieHuss Bomnpoca o HazHauenunn HUBJI (wnm
WBJI npu Hanu4uu TpaxeoCTOMBI).

— KapIuopecrnupaTOPHbII MOHUTOPHHT (JIMCTAHIIMOHHOE HAOIIOJIEHHE 33 MOKAa3aTelIsIMH
YacTOTBhl ~ CEpPACYHBIX  COKpalleHHW W  JUCTAaHIMOHHOE  HaOJoleHue  3a
(GyHKIMOHATBHBIMA HApYIICHUSMH ITOKa3aTesiei BHEIIHEro JBbIXaHWs) B CTallMOHApe
BceM mnamnuedTaM co CMA 1 u manuentam co CMA 1l crapuie 5 jieT cO CHUKEHHEM
dbopcupoBanHOoTO BBhITOXa Ha 45% u Oonee 1 pa3 B 6 MecsieB AJs KOHTPOJS Hal
MPOrPECCUPOBAHUEM JIBIXATEIIbHBIX HAPYIIECHHH [62].

— TpoBelneHHE mnojaucoMHorpaduu mnanueHtam co CMA, ecnu ecTh MOIO3peHHE Ha
HaJIMuue TUIMOBEHTUIISILIUY JUIsl YTOUHEHUS €€ XapaKTepa U UCKIIOUEHHUS] COHHBIX allHOd

[62].

3.1.8. Iloka3zaHus 1Jisi KOHCYJbTALMH CHEIHAJIUCTOB

C | PexomenayeTcs MeXIUCIUIUIMHAPHBIA TOAX0 B BeneHu nanueHToB co CMA. CMA —
CIIO)KHOE 3a00JIeBaHHE C YYaCTUEM DPA3IIMYHBIX ACIEKTOB MO YXOIy M CIICHHUAIUCTOB, U
KOKIBIM  acCIeKT CJenyeT paccMarpuBaTb HE HW30JIMPOBAaHHO, a KaK 4acTh
MYJIBTHAUCIMINIMHAPHOTO noaxona (pucyHok 1) [63]. Pexomenayercs: KOOpAUHUPOBATH
BCE BU3HTHI K CIEHUAIUCTAaM [UJIsl OLEHKH COCTOSIHUS Pa3JIMYHBIX OPIaHOB M CHUCTEM
OJTHUM M3 Bpaueil, 00BIYHO HEBPOJIOTOM WJIH JIETCKUM HEBPOJIOTOM, KTO 3HAECT O TCUCHUH
3a00JIcBaHKS M MMOTCHIIMAIBHBIX MpobieMax (Tabmuia 4).
Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 0ocmogepHocmu 0oKazamenbcme — 5)
Kommenmapuu: oka3aHsl IEPBUYHBIC U TIOBTOPHBIE KOHCYJIbTALlUN Bpada-HEBPOJIOTa,
Bpaya-reHeTHKa, Bpada-TpaBMaTojora-opTonesaa, Bpaya-IyJbMOHOJIOTA, Bpaya-
raCTPOIHTEPOJIOra, Bpada-AMETOJIOTa, BpPada-raCTPO’HTEPOJIOra, Bpada-KapAHoiora, Bpada-
OHJOKPUHOJIOTA, Bpayed M HHBIX CIICLUAIUCTOB M3 MEIULMHCKONW OpraHU3alud Wiau €€
CTPYKTYPHOTO TOJpPA3JeNCHMs], OKAa3bIBAIOIIEr0 CHEUUAIU3UPOBAHHYI MaJUNIMATUBHYIO
MEIUIMHCKYIO IIOMOIlb, Bpada-TepalieBTa, Bpada-HEMpOXHpypra, Bpada-aHECTE3UOJIOTa-
peaHnMaronora, Bpadya-XHpypra, Bpada-dHJIOCKOIMCTAa, Bpada-OTOPUHOJIAPHWHIOJIOra, Bpada-
TOPAaKaJIbHOIO XHUPYypra Bpada-CTOMATOJIOTa, Bpayda-4eJIFOCTHO-JIUIEBOIO XHpypra, Bpada-
IICUXOTepamneBTa, CHeNHaaucTa Mo  (u3ndeckod W peaOuIMTalMOHHONM  MEIUIIMHE,
MEIUILMHCKOIO IICUX0JIOTa, a TAKXKE Bpauel Jpyrux ClelHalbHOCTEN U CEeUaInucToB [36].

Taoauna 4

Cneuuajauct Heasn

JleTckuii HEBpOIOT Knunudeckas nuarHocTrka 3a00JieBaHus, HAPABICHAE HA TCHETHYCCKYIO U
MapaKIMHUYCCKYI0 TUAarHOCTUKY. Pa3paboTka KpaTKOCPOYHOTO U JIOJITOCPOYHOTO
TUTaHa BeJicHus U peadbumutaru. KoopIuHaTOp MyJIbTHIUCUIMILTHHAPHON
KOMaHJBI CHIEIHATNCTOB, MOHUTOPHHT H OIeHKa (P PEKTHBHOCTH KOMITIIEKCHOTO
TUTaHa JIeUeHus U peadbunuTanuu. [IpuHsITHE peIeHns 0 Ha3HAYCHIH
crienuuIecKor Tepanuu.
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I'enetuk lenernueckas BepupuKanys AMar1osa. Meanko-reHeTHYecKoe
KOHCYJIBTHPOBaHUE CEMbH, NHPOPMUPOBAHHUE O METOJIaX NPEHATaIbHOM 1
NPEeIUMILUIATAHIIUOHHOM TUarHOCTUKH.

ITeguarp JluarHocTuka ¥ KOppeKLus HapylIeHU CO CTOPOHBI BHYTPEHHUX OPraHOB.

MOHI/ITOPI/IHF (bI/I3I/I‘-IeCKOI‘O, COMATHUYCCKOI0 1 HYTPUTHUBHOI'O CTATyCa.

[TynsMoHoMIOT/ClIEINANNCT
10 pecNUpaTopHOil
HOAJIEPHKKE

I[I/IaFHOCTI/IKa HapyH.IeHI/Iﬁ I[LIX&iTeJ'ILHOﬁ CHCTCMBI, pa3pa60TI<a " peajin3anus
IIJIaHa JICYCHUA U ,Z[OJ'IFOCpO‘IHOﬁ Kypaluu B ClIy4ac UX HaJIU4UA

AHecTe3nosor-
peaHuMaTosIor (IEeTCKH)

JlmarHocTuka HapyIICHUH bIXaTeIbHOW CUCTEMBI MAIIMCHTOB, HYKIAIOMUXCS B
MpOBeIeHNH HenHBa3uBHOU BeHTsnnH jerkux (HUBJI), koppekmus BogHO-
3IEKTPOIUTHOTO 0OMeHa 1 OeNKOBOTO cTaTyca Ha oHe AeHUIINTa MACCHI TeIa
TSKEJION CTETICHU.

I'actposuTepomnor JlnarHocTika ¥ KOPPEKLUs HapyIlIeHHH MHIEBAPUTEIbHON CUCTEMBI, pa3paboTka
1 peann3anys IIaHa JeUeHUs U JOATOCPOYHOM Kypalliy B CIIydae MX HAIHYUSL.
Jluetonor Perieare BOPOCOB M0A00Pa U PEeaTU3alliH JUCTHI

Tpasmarosor-opromnen

JnarsHocTuka HapyleHUH KOCTHO-CYCTaBHOM CUCTEMBI, KOHCEPBAaTUBHAs
KOPPEKILIHUS TaTOJOTHHU MI03BOHOYHHKA, CYCTaBOB, CTOI; XUPYprudeckast
Koppekius. I1ogbop opTe30B/TyTOPOB U MHBIX HEOOXOMUMBIX IPUCIIOCOOICHHUI.

Peabunuromnor (B T.4.
cnennanuct JIOK)

Pa3pabotka n peannzanus KOMIDIEKCHON peabniuTanuy (B T.9. JBUTATEIBHOIN).
OO0y4eHHEe CeMbU NAIMCHTA.

IIcuxoior

KBanuduxanus ncuxoaorniyeckux HapylmeHni, pa3paboTka 1 peaau3anus iaHa
JICUEHUS U OJITOCPOYHON Kypaluu B cilydae ux Hanuuusa. CeMmeliHoe
TICUXOJIOTHYECKOE KOHCYJIBTHPOBAHUE

Jerckuit kapauoaor

Oo6napyxenne naronornyeckux usMenenuit Ha DK u 3X0-3C s Ha3HAYCHUS
Tepanuu

HelpombilweyHan
peabuautauma

OpTtoneguyeckoe
neveHue

Pucynok 1

[NynbmoHonornyeckoe
nevyeHwve

WHTEHCUBHaAA
Tepanua

MNopamkeHne Apyrrx
OpraHoB

MeawnkameHTO3Haa

[MHECKAA NOMOLLL Tepanua

3.2. IluarHoCTHYECKHUI aJITOPUTM
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Ipusenanue: qrarsocTaaeckui anropury CMA 5q (5g-accolmuupoBaHHad CIHHATEHAL MEIIETHAT ancd;m) HM3 - Henpomemle 3300/IEBAHHT,
3MI - axextpommorpadi mromesaras; SHMD — CInyanHOHEaT, JTEKTDOHE BTz SpeaTHERocDORHHEAA,

T eReTHIECKIH
TECT HA

OIpe/iEreH e
menemer SVINL

I

-

\,

CMA 5q mogTeep:EIER

L{ SMN2
A,

SMN1 H 1 komas _.[ Cexsenmposanne SMN1 }4M

Rt JﬂT

MyTanmu ger }

OnpeneTeHne TARECTH
Tedenna CMA

b

Iloxazanne K BKTHIEHEN B
nmaroreHeTHIecKyi0 Tepanmaw CMA

cexpenuporanne; WGS — JOIHOIEHOMEOR CeKBeHHPORAHHE.
do1:10.1016/y nmd 2017.11.005

3.3. O0mmii anroput™m audpepeHnuaabHoi tuarnoctuku CMA

Hesponarum
(CTUMynALMOHHAR

3HMI)

BaneaHs

LWapko-Mapu-

Tyta

K®K - kpearnnpocdoxunaza; MPT — marantHO-pe3oHancHas Tomorpadust; OMI — anexrpomuorpadus; SHMI

HepeHo-
MEILLEYHEIE
aabonesaHuA
(uronsyaran
aMI)

BpowpenHbie

MHUACTEHHUYECKNE

CUMHIPOMBI

— JJIeKTpOoHepomMuorpadus.

3abanesaHnA
MBI

(uronesaras 3N,

BUONCKHA MbILLILL

anpeneneH1e
KDK)

BpompenHbie
mMuonaThm

MeiweyHeie

OMcTpogduMK

MuoToHu4eckue

AvcTpodimi

Hapywenus
meTabonuama
(reHeTuyecKoE
TECTUPOBAHUE

WK
MCCNenoBaHue
meTabonuama

MutoxoHgpi-
anbHLIe
MMOTIATHIA

OpraHu4eckme
auMaemMnn

[nukoredosLie
W IN30COMHLIE
Boneaxsn
HAKOMNEHUA

4. TakTHKa JieyeHUs1 HA aMOYJIaTOPHOM YPOBHe:
Henu neuenus [63]:

XpomocomHbIe
sabonesaHnA
(reseTH4eCcKoe
TECTUPOBAHWE)

TpucomuAa
no 13-, 18-i
n21-n
XpoMOComanm

Cunapom
MNpapepa-Bunnwu

¥

Jpyraa CMA nam HM3

|

hi

3MT, SHMT, K&K

|

T

[ HeiiporeHHEIil naTTeps }

¥

P

Tamems HM3 mm WES/WGS l

CTpyKTypHbIE
aHoOMan1n

ToNOBHOMO
W CAWHHOM

mozra (MPT)

Nuccanuedanna

lononpos-
aHuedanua
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— yJIy4lllEHHE HEBPOJOTUYECKUX U COMATUUYECKUX MOKa3aTeseH MalueHTa;

— MOpaBWIbHOE MO3UIIMOHUPOBAHNE, BEPTUKAIU3ALMS, KOPPEKIUS ABUTATEIbHBIX
HapyleHu, mpodrIakTHKa KOHTPAKTYP, CKOJIM03a IO3BOHOYHUKA, NedopMariuu
TpyAHOM KJIETKHU, B TOM YHUcIie ¢ ucnojbzoBanuem TCP;

— TpeIoTBpalleHue/IeUeHNE OCIOKHEHU CO CTOPOHBI OPTaHOB M CUCTEM OpTaHu3Ma
(IBIXaTeNnbHOM, MUIIEBAPUTEILHON U T.1.);

— TICUXOJOTUYECKas MOJEpKKa pOAUTENel (CeMeliHOe KOHCYJIbTUPOBAHNUE)

— IICMXOCOIMAalIbHAS aJallTalys IMaliucHTa.

Hnouxamopwt 3¢ppekmuenocmu neuenusn [63]:

— TlonoxutenpHas TMHaAMUKA (QYHKIIMOHATIBLHOTO CTAaTyCa;

— OTcyTCcTBUE UM CHUKEHHUE KOJIMYECTBA OCI0KHEHHIA;

— OTtcyTcTBUE WK CHH)KEHUE KOJIMUECTBA TOCIUTATN3AIUN B OT/I€JIEHUE UHTEHCUBHOM
Tepanuu;

— IIpu CMA | Tuma — uB B BO3pacTe 2,5 JeT U cTapIie.

4.1. MeaukaMeHTO3HOE JIeYCHHUE

B nactosmee BpeMs: MmeaukameHTo3Has tepanus CMA BkiodaeT B ces mpernapaTsl AJs
MaToreHeTUYecKoro (BocmnojHenue aepunuta 6enka SMN) ¥ CUMIITOMAaTHYECKOTO JICUCHHUS.

VY nmauuentoB co CMA 3(]deKxT oT maroreHeTHYecKo Tepanmuu HacTyIlaeT He cpasy,
Tpedyercsa Bpems. OT MOMEHTa Hayaja Tepanuu 10 HACTYyIUIeHUs 3PQeKTa MOTYT pa3BUTHCA:
JIBUTATENbHBIE HApYILICHHs, CKOJIMO03, KOHTPAKTypbl, AedopManuu, HapyIIeHHUsS TJIOTaHUS,
HapylIeHUs NbIXaHWs, KPU3HCHAs cUTyalus (acmupanusi, WHQEKUus, ocTpas JpIXaTeiabHas
HEJOCTAaTOYHOCTh). DTO MOXET MPHUBECTH K TUCKOMGOPTY, 00IM U AePHUUUTY MUTATEITHHBIX
BEIIECTB, a TAKXKE CHUKECHUIO (PU3NYECKONH aKTUBHOCTH, CHHKEHHUIO COLMATN3allui U KayecTBa
KHU3HU, JaK€ CMEPTEIbHOMY UCXOJy OT KpU3HCHOM cutyaruu. OxxunaemMblid «oOmmii» 3¢ ekt
OT MAaTOTeHETUYECKOM Tepanuu MOXKET ObITh XYK€ U3-32 BTOPUUHBIX OCJIOXHEHUHN 3a001eBaHus
(CO CTOPOHBI CKEJIETHO-MBIIIEYHOMN, JBIXaTeIbHOW U CEpACYHO-COCYAUCTON CUCTEM), OCOOCHHO
y HE-CUIAYUX W CHASYMX ManueHToB. Pu3nyeckas Tepanusi B COYETAHUU C COBPEMEHHBIM
JI€YEHUEM M OpPTE3WPOBAHHMEM M MO3UIIMOHUPOBAHHEM IIO3BOJISIET IMPEAOTBPATUTH Pa3BUTHE
KOHTPaKTyp, CKoiauo3a U naeopManuil TpyAHOW KIETKH; 3aJep:KaTh UX TMOSABICHHUE;, WU
YMEHBIIUTh HUX BBIpAXKEHHOCTb. CBOEBpeMeHHass W NpOo(decCHOHATIbHAs peclupaTopHas
noanaepxkka (BIPAP, AwmOy-Tepamwusi, pydYHble M ammapaTHbIE CIOCOOBI OTKAIIJTUBAHUS),
HYTPUTHBHas  TMOAJEpkKa  (yCTaHOBKAa  HA30racTpajbHOTO  30HAAa  /TaCTPOCTOMBI,
CrienaibHOe/IedeOHOe MUTaHue, MPO(IIaAKTUKA acTUpaIllii) AAI0T BO3MOXKHOCTH IMPOXKHUTH
NEPEXOIHBIA MEPUO U JOXKAATbCI MaKCUMAaJIbHO BO3MOXKHOT'O y JJAHHOTO HarueHTa g ¢dekra
OT Tepanuu.

esu maToreHeTH4eCKOM Tepanuu

«Hecuasuue» | ymeHemenue 3apucumoctu ot MWMHWBII/HUBJII wu3-3a cnabocTu MBI,
NANMEHTHI | YIY4YIIEHHE WIM BOCCTAHOBJIEHUE CHJIbI Kalllsl, YMEHbIIEHUE 3aBUCUMOCTH
or MBJI u3-3a ckonmo3a u jAedopMani TPyAHOH KIETKH, CHUXECHHE
KOJINYECTBA KPU3UCHBIX CUTYallMi, CHUJKEHUE PUCKA JIETAIBHOTO HCXOAA
«cuasiuney | nmpoduIakTUKa 3aBUCHUMOCTH uiu yxon or MBJI u3-3a cmaGocTu MBIMIIIL,
NAUMeHThbl | MpoUIaKTUKA CHMXKEHUS CHJIBI KalllIsl WM BOCCTAHOBJIEHHE CHUJIBI Kallljis,
npopuiIakTHKa WM JiedeHue 3aBucumoctd or MBJI u3-3a ckommosza u
nedopMaly rpyqHON KIETKH, CHI)KEHUE KOJIMYECTBA KPU3HCHBIX CUTYalHi,
CHHMKCHME PUCKA JIETAIBHOIO MCX0/1a
«xofsiuMe» | mpoQHIAKTHKA Pa3BUTHSI pECIIMPATOPHBIX HapyIIEHUN
NAIMEeHThI
4.1.1 IlaToreHeTu4yeckass MeIMKAMEHTO3HAS Tepanus
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[Tarorenernueckas Tepanus CMA BkirodaeT B ceOsl JBa MPUHITUIIHAIBHBIX IOIX0]1a
(Tabnuna 5):

ITOKU3HECHHO.

NOATBEPKACHHBIM quarno3oM CMA 5q ¢ 2 u Gonee konusimu reHa SMN2, KITuHUYECKH
coorBercTBytommM CMA |, Il, Il Tuma, B KadyecTBe NATOTEHETHYECKON Teparmuu
3aboneBanus [76, 77]. PekoMeHmyemasi 103upoBKa (Ha OJHO BBEICHHE) COCTaBIseT 12 Mr
(5 m). Meronuka BBeeHUsI TIpenapara: nepuos Hacwlmenus: — 4 BBenenus B 0 geHp, 14
JIeHb, 28 NIeHb U 63 JIeHb; MOAAEP>KUBAIOIINE I03UPOBKH — BBOASATCS OJMH pa3 B 4 Mecsia

Taoaunma 5

1 | monuukanus cnjacuHra [Ipenapar Ha OCHOBE aHTHUCMBICIIOBOTO
npemarpuynoii PHK rena onuronykieoruna Hycunepcen* BBoauTcs
SMNZ2 nys BKIFOUEHUS 9K30HA 7 | MHTpaTekanbHo. [Ipemapar Obut 3aperucTpupoBaH
B 3penyto marpuunyto PHK u g neuenus Bcex Tunnos CMA B CIIA B nexaOpe
MOBBIIIEHUS] 00pa30BaHUS 2016 roga, omoopen mis mpumeHeHus B EBporie B
nonHoueHnHoro 6enka SMN ¢ mae 2017 rona, B Poccuiickoit @enepanun
MOMOIIbIO AHTUCMBICIIOBOTO 3apeructpupoBan ¢ 2019 roga [74, 75].
OJIUTOHYKJICOTH 1A B Pecnybnuxe Y30exucmana npenapam ne
(Hycunepcen*) wiun 3ape2ucmpuposan, 6HeceéH 8 CNUCOK Npenapamos OJisl
HU3KOMOJIEKYJIIPHOTO Jledenusi opghannvix 3a601e8aHUl.
coeauHeHus («manas Monekyna» | [Ipenapat — manas mosiekyiaa Pucanniam® (myTth
— Pucaumanam®) [69]: BBEJICHUS Tpernapara-nepopaabHbiii) ObLT

3apeructpuponan B CIIIA B aBrycrte 2020 roga,
ono6peH /s npumenenus B EBporie B 2021 rony u B
Poccun B nexabpe 2020 rona.

B Pecnybnuxe Y36exucmana npenapam ne
3ape2ucmpuposan, HeceéH 8 CNUCOK Npenapamos OJisl
Jlevenusi opghannvix 3a601e8aHUl.

2 | 3aMecTHTe/IbHAsI TeHHAs IIpenapar OHaceMHOreH adenapBoBeK™ —
Tepanusi: MPUMECHCHHE MEXaHU3M JICHCTBHUS OCHOBAH Ha BBEICHUU
PEKOMOMHAHTHOTO BEKTOPHOTO (yHKIIMOHATBHON KONUY T'eHa (TpaHCreHa), 94To
npenapara OHaceMHOTeH NPUBOAMT K 3aMEIEeHUI0 QYHKIMH Ne(EKTHOTO reHa
abemapBoBeK™ HAa OCHOBE SMNT1 u BoccTanoBienuto npoaykiuu 6eiaxka SMN.
aJICHOACCOLIMMPOBAaHHOTO BUpyca | [Ipenapar BBOAUTCS BHYTPUBEHHO, OHOKPATHO.
9-ro Tumna, CIPOEKTUPOBAHHOTO [Ipemapar onaceMHOTeH abemapBOBEK™ MpEICTABISIET
JUIs 0OecTIedeHHs CUHTEe3a co00if He PEeTUTUIUPYIOMNKCA PEKOMOUHAHTHBIN
nosHouennoro 6enka SMN [70]: | ameHoaccoruupoBaHHblid BUpYycHBIH (AAV) BeKTOp,

KOTOPBIN UCIIOIB3YyEeT KallCu
aJIeHOACCOLMMPOBAaHHOTO BUpYyca cepoTuria 9
(AAV9) nist 10CTaBKU CTaOUIIBHOTO, TIOJTHOCTHIO
¢dbynkmaumonansHoro Tpancrena SMN1. Tlpenapar 6p11
3apeructpuposan B CIIIA B mae 2019 rona, onobpex
17 npuMenenus B EBponie B mae 2019 rona, B
Poccuiickoit deneparuu B gexadpe 2021 r. [70-73].
B Pecnybauke Y30exucmarna npenapam He
3ape2ucmpuposan, 6HeCéH 8 CHUCOK NPenapamos 0
Jledenusi opghanuvix 3a601e8aHUl.

A | Pexomenayercsi mpuMeHeHHe mpenapata HycuHepceH® manueHTaM C T€HETHYECKHU

Vposenwv yoeoumenvrocmu pexomenoayuti A (yposeHb 00CmosepHOcmu 00KA3amenbcmes — 2)
Kommenmapuu: Ilpumenenue npemnapara Hycunepcen™ O0b110 M3yueHO y MaIlMeHTOB:
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— cootsercrByromux CMA 5q 1 tuma, B Bo3pacte ot 1,7 1o 6 MecsueB npu nepBoM
BBeneHMM B uccinenoBanun ENDEAR; mnpoaeMoHCcTpupoBaHbl — yOenuTenbHAS
3¢ HeKTHBHOCTH M 0€30MaCHOCTD MperapaTa B 3TOi BO3pacTHOM rpymie [76].

— coorBercTByonmx CMA 2 uiu 3 tuna, B Bo3pacTe oT 2 10 9 JeT npu NepBOM BBEACHUU
B uccinenosanun CHERISH; nmpoagemoncTpupoBansl yoeaurenbHass 3¢p()EKTUBHOCTh U
0€e30MMacHOCTh Mpemnapara B 3TOH BO3pacTHO# rpymie [77].

— coorBercTByronmx CMA 2 unu 3 tTuna, B Bo3pacte oT 2 10 15 1et npu nepBoM BBEACHUH
B uccienoBanuu CS2/12; mpopeMOHCTpUpOBaHbI A(PPEKTUBHOCTH U 0OE30MaCHOCTD
mpernapara B 3TOM BO3pacTHOM rpymnne (ypoBeHb yOSAUTEIBHOCTH PEKOMEHAAIUN A,
YpOBEHbB JIOCTOBEPHOCTH J0Ka3aTesbeTB — 3) [112].

HuTtpaTtexanpsHoe BBeaeHne HycuHepceHa® MOXeET COMPOBOXKIAThCSA HEKeIaTeIbHbIMU
SIBJICHUSIMU, CBSI3aHHBIMU C TIPOBEJICHUEM JIFOMOAIBHOW IMYHKIIMU: MOBBIIICHHE TEMIIEPaTyphI
Tena, royioBHas Ooyib, 0OJIb B CIIMHE, PBOTA, MOCTHYHKIMOHHBIA CHUHApPOM. BpimosnHeHue
WHTPATEKaIbHOW MYHKIMA MOXET OBITh 3aTPYJHEHO NpPH HAIWYUU TsDKEIoW aedopmarnuu
MO3BOHOYHMKA WJIM  YCTAaHOBJICHHOM  METAIUNIOKOHCTPYKIMH. TSDKEIBbI  CKOJHWO3 |
YCTaHOBJICHHAS METAJUIOKOHCTPYKITUSL 0€3 OKHA JUIsl BBIMOJTHEHUS JIIOMOAIBHOW MYHKIIMH
ABJISIIOTCS OTpAaHUYEHUSMHU K MPUMEHEHHIO mpenapaTta HycuHepceH®. [Ipu Heobxommmoctu
BO3MO>KHO IPOBEJCHHE MAarHUTHO-PE30HAHCHOW TOMOrpauu MO3BOHOYHHMKA, KOMITBIOTEPHOM
ToMorpaduy NO3BOHOYHKKA, PEHTTeHOrpa( K MO3BOHOYHHKA, YIbTPAa3BYKOBOI'O UCCIIEI0BAHUS
MO3BOHOYHHMKA, a TakXke KOHCYJbTallMd Bpadya-HEHpOXHpypra, Bpaya-aHECTE3UOJIoTa-
peanumarosnora [78-80]. Tlocie BBenennss Hycunepcena® MoryTt HaOMOAaThCSI TPAH3UTOPHBIE
U3MEHEHUS: TPOMOOIIMTONEHUS, HapyUICHHE CBEPTHIBAEMOCTH KPOBU M HE(PPOTOKCHUHOCTD.
[Tpy HanMUUK KIMHUYECKUX TTOKa3aHHM, HEOOXOIUMO BBIOJIHATH JIA00PaTOPHBIA MOHUTOPUHT
CIIEIYIOIUX IOKAa3aTeseil: KOJIMYEeCTBO TPOMOOLIMTOB, MOKA3aTENIH CBEPTHIBAEMOCTH KPOBH,
KOJIMYECTBEHHOE OTpeIeicHue Oeka B Moye, HccieoBanue JukBopa [77, 81].

C | Pexomenayercss mpuMeHeHHE Mpenapata Pucaumiam* manueHTaM ¢ TeHEeTUYEeCKH
noaTBepxkAcHHBIM AuarHo3zoM CMA 5q € 2 u Gonee xonusmu rera SMN2, knmuHIYeCKH
coorBercTBytommuM CMA | Tuma B KauecTBE MaTOreHETUUYECKOW Tepanmuu 3a00seBaHUs
[82].
Vposenwv yoeoumenvrocmu pexomendayuti C (yposens docmogeprocmu doxkazamenobcmes — 4)
Kommenmapuu: omoOpeHO paclIMpEeHHE TOKa3aHWs K T[PUMEHEHHIO TIperapara
Pucnunnam®, BKIIOUMB MIIaJIeHLIEB B BO3pAcTe J0 JBYX MECAILIEB CO CIMHAIbHOW MBIIICUHON
atrpodueii (CMA) [68]. OnobOpeHue OCHOBaHO Ha pe3yJibTarax MPOMEXKYTOYHOTO aHaIHM3a
JNIaHHBIX, Tmoay4YeHHbIX B ucciaegoBanun RAINBOWFISH -  ortkpeiToe mpoctoe
MYJIBTUIICHTPOBOE  HCCIEAOBaHHME 1  u3ydeHHs  3(P(EKTUBHOCTH, OE30MaCHOCTH,
dbapmMakoKMHETUKH U ¢dapMaKkOJUHAMUKH TNpuUMeHeHus Pucaumiama*™ y HOBOPOXKIEHHBIX
(~n=25) oT poxkaeHus 10 Bo3pacta 6 Heneb (MepBas 103a) ¢ TCHETHYECKU TUarHOCTHPOBAHHON
CMA, noka He POSBUBIIEH CUMIITOMOB (OKITMHUYECKAS CTaIus).

A | Pexomenayercsi mpuMeHeHue mpemnapara Pucnunimam® mamueHTaM ¢ TE€HETUYECKH
noATBepkAeHHbIM auariozoMm CMA 5q, knuanyecku coorBeTcTByrommM CMA 1l wnu 111
THIA B KAYECTBE MATOTEHETHYECKOM Tepanuu 3aboneBanus [83].
Vposenwv yoeoumenvrocmu pexomenoayuti A (yposeHb 00CmosepHOcmu 00Ka3amenbcmes — 2)
Kommenmapuu: Hanbonee yacteiMu mobouHbIMU 3 PekTamu npuMenenus Puciumiama™
MOTYT OBITh WH(EKIIUU BEPXHUX IBIXATEIbHBIX IMyTeH, MHEBMOHUM, TUIIEPTEPMHUS, 3aTOPHI,
Hazodapuurut [83]. PacTBop mis mpuema BHYTPh JOJDKEH OBITh MPHUTOTOBICH MEIUITMHCKUM
pabOTHHKOM Tepe]] eTo BhlAaueii maruenTy. PucaumamM™ npuHIMAIOT BHYTPh OJIUH Pa3 B CYTKH
OpUOJU3UTENBHO B OJHO M TO € BpeMsl KaXIblil J€Hb C MOMOIIBIO MPEJIO0CTaBISIEMOI0
NepopaIbHOTO MIMPUIlA, JEYCHHE IMOXU3HEHHOe. Pexum nosupoBanus Pucmurmiama* B
3aBHCHMOCTH OT BO3pacTa U Macchl Tena [68]:
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Bo3pacT™ n Mmacca Tesa PexoMeHyeMasi CyTOYHAs 1034
<2 MecsIEeB 0.15 mr/kr

oT 2 MecsleB 10 <2 JIeT 0.20 mr/kr

>2 net (macca tema <20 Kr) 0.25 Mr/kr

>2 net (macca tena >20 Kr) S5 Mr

*Ha OCHOBAHHUU CKOPPEKTHPOBAHHOTO BO3pACcTa HEJOHOIIECHHBIX HOBOPOXKIEHHBIX

12 despans 2025 roga FDA 6pina onobpena tabierupoBanHas Gopma Pucaunnama™* B
JIO3UPOBKE 5 MT, KOTOPYIO MOKHO UCIIOJIb30BaTh y MAlMEHTOB 2 roja u ctapuie BecoMm 20 Kr u
6onee. Tabnerky Pucnunmama® 5 Mr MO>XKHO XpaHUTh IPU KOMHATHOM TemriepaType, TabJIeTKy
MO>KHO MPOTJIOTUTH IIEIMKOM UITU pacTBOPUTH B Bojie. OnoOpenue Tabnerku Pucnuninama™* 5 mr
OBUIO  OCHOBAaHO Ha  pe3yJbTaTax  HUCCIEJOBaHMS  OHMOIKBUBAICHTHOCTH, KOTOpOE
MPOJIEMOHCTPUPOBAJTIO, UYTO TabyieTka 5 Mr, MpPOrJioYeHHas LETUKOM WM PAacTBOpPEHHas B
HEXJIOPUPOBAHHOM NHTHEBOH BojAe (Hampumep, (UIBTPOBAHHOW BOJE), U OPUTHHAIIBHBIN
pacTBOp AJid TEpOpPaJbHOTO MPUMEHEHUsS O00ecnedynBalOT CpPaBHUMOE BO3JEHCTBHE
Pucnunnama®. D10 03HaYaeT, YTO MAlMEHTHI, IPUHUMAIOIINE TAOJIETKH, MOTYT PACCUUTHIBATH
Ha Ty *e 3(p(EeKTHUBHOCTh M 0€30MacHOCTh, UYTO W IepopaibHBIM pacTBop Pucnumiama*.
[TepopanwHeril pacTBOp Pucoumiama* octanercst JOCTYIHBIM ISl T€X, KTO MPUHUMAET JAPYTHE
no3bpl Pucoumnmama*, a Takke A TeX, KTO MPEANOYUTAET NEpOpalibHBIA pacTBOp. HoBas
dbopmyra TabIETOK MOKET 00ECIeUUTh OOJBITYI0 CBOOOAY M HE3aBUCUMOCTH toasMm co CMA
Oyaroapst yupoIieHHOMy mpreMy 0361 [111].
C | Pexomenyercsi mpuMeHeHue npenapara OHaceMHOTreH a0emapBOBEK™ y MamMeHToB CO
CMA — 6uannenpHas myTtanus B TeHe SMN1 u knuHnueckuii nuarno3 CMA | Tuna uinm
ounamnensHas myTarus B reHe SMN1 u He Gonee, yem 3 kormu rena SMN2. Ogaum u3
OCHOBHBIX OTpaHMYCHUHN K IPUMEHEHHIO Mpernapara siBiseTcs Bec naiuenrta o6omuee 21 xr
[70, 84].
Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens docmogeprocmu doxkazamenvbcme — 4)

Kommenmapuu: OCHOBHBIMU OTpaHUYEHUSAMHU K IPUMEHEHHUIO ITpernapara sBiIseTcsl HaTnuue
antuTenl K AAVY9, Takke OrpaHMYEHUsSMH K IPUMEHEHHIO Ipernapata MOTYT SIBISTHCA
3aboneBanus neuenu, Hanuuue VIBJI, HUBJI Gonee 16 yacoB B CyTKH U OTCYTCTBUE (DYHKIIUU
IJIOTaHUS B pe3yJbTaTe Oyap0apHOT0 CHHIIPOMA, BsUTasi TETPAILIETHsl.

Knunnueckast 3ppeKTUBHOCTD Ha IPSIMYIO 3aBUCHUT OT TSDKECTU 3a00J1€BaHuUs, TIPU TAKEIOM
(GyHKIIMOHATBLHOM CTaTyce MaIeHTa U JUIUTEIIbHOM TeUeHUH 3a00JIeBaHUs BBEICHUE MperapaTa
MOXXET HE OKa3aThb JoukHoro »sddekra. TecTupoBaHMe Ha HaIMYME aHTUTEN K
aZieHoacCOMUpPOBaHHOMY BUpPYCy 9 cepotumna (AAV9) MomKHO OBITH MPOBEAEHO MAIlMEHTaM
JUTSL IOATBEPKACHHUST BOBMOKHOCTH OCYIIECTBIICHUSI T€HO3aMeCTUTENbHON Tepanuu. [Ipenapar
BBOJIUTCS BHYTPUBEHHO KalelbHO.

BBeneHne reHo3aMecTUTENBHON TEpanuu JOJKHO BBIIOIHATHCS B YCIOBUSAX CTAallMOHApa,
UMEIOIIETO WJIM OTHEJCHHUS peaHWMalluM, WM OTAEJIeHUs] HWHTEHCUBHOM Tepamuu. Jlo3a
npernapara u3MepsieTcsl B eIUHUIAX, Ha3bIBAEMBIX «BEKTOPHBIMU T€HOMaMU», U OTMPEIEIsSeTCs
JeYalldM BpauyoM C yUeTOM Macchl Tena pebeHka. Pekomennyemas 103a rpenapara cOCTaBIsSeT
1,1 x 1014 BeKTOPHBIX TEHOMOB Ha KHJIOrpaMM (Kr) macchl Tena. [Ipernapat BBoauTcs: peOeHKY
BHYTPUBEHHO (B BEHY) ITyTE€M OJHOKPATHOU (KameabHOW) HH(Y3UU B TEUCHUE TPUOIH3UTEIBHO
1 yaca.

Haunbonee wacteiMmu mobounbsiMu dPdextamu npumeHeHruss OHaceMHOTeH alernapBoBeka™
SIBJISIIOTCS  TIOBBIIICHWE ~ AKTHMBHOCTH  [EYEHOYHBIX  TpaHCAMWHA3 W TPOIMOHUHA,
renaTOTOKCUYHOCTh, PBOTA, MHUPEKCHS, TPOMOOIUTONECHUHU, a TaKKe PUCK TKEIOro, 4acTo
JeTaqbHOT0, MMMYHHOTO OTBETa B BHJE OCTPOM IIEUEHOYHOM HEIOCTATOYHOCTH WIH
TpoMOoTHYeckoi Mukpoanruonatuu (TMA). Bcem nanuenTam 3a 24 gaca 10 u mocie nHQY3HH
JEKapCTBEHHOTO TIperapara BBOISATCS CHCTEMHBIE KOPTUKOCTEpOUIbl  (MPEIHH30JI0H
nepopaibHO U3 pacuera | MI/KI/CYT UK SKBUBAJIEHTHAS J03a APYTOro INIIOKOKOPTUKOUAA).

Cxema, J103a, PeKUM U JIUTEIBHOCTh CTEPOUTHON Tepamuu ONpenessieTcs Ha OCHOBAHUU
BBIPDAKEHHOCTU  HEXEJATENbHBIX SIBJICHUI JIEKapCTBEHHOTO TpernapaTa OHACEeMHOTEH

31




abermapBOBEK), COCTOSHUS MAIMEHTa W C YIeTOM TpeOOBaHWH, yKa3aHHBIX B WHCTPYKIIMHU IO
MEIUIMHCKOMY TMPUMEHEHHIO. B CBSI3W C TEeM, YTO TIIFOKOKOPTHKOCTEPOUIBI OKa3bIBAIOT
BIIMSHHE Ha HMMYHHYIO CHCTEMY, JICYAIllMd Bpad MOXET CYECTh HEOOXOIMMBIM OTIOKHTH
IPOBEICHUE HEKOTOPHIX BUOB BaKIMHAIIMKA BO BPEMsI JICUCHUS MMPEIHU30JOHOM HIH IPYTUM
TIIIOKOKOPTHKOCTEPOUIOM. PekomeHayercss 3ammrta («IPUBHBKAa») OT PECHHPaTOpPHO-
cuniurraasHoro upyca (RSV — PC-supyc) [70, 85-87].

C | Pexomennyercs mpuMeHeHue npenapara Hycunepcen™ Ha qoknmanueckon ctagun CMA
50 malueHTaM C FeHETUYECKH IMOATBEPKACHHBIM JAMArHO30M C 2 MW 3 KONUSMHU IeHa
SMN2 B KayecTBe MaToreHETHUECKOM Tepanuu 3aboneBanus [98]

Vposenwv yoeoumenvrocmu pexomenoayuti C (yposens docmogeprocmu doxkazamenvbcme — 4)

C | Pexomennyercsi  mpuMeHeHue  mpemapatra OnacemHoren — alOemapBoBeK™  Ha
noknuHuueckor crtagun CMA 50 mnanueHTaM C TEHETUYECKH MOATBEPKICHHBIM
nuarHo3oM C 2 wim 3 kommsiMu reHa SMN2 B kauecTBe MaTOreHETUYECKOW Teparuu
3a0051eBaHUSI.
Vposenwv yoeoumenvrocmu pexomenoayuti C (yposens docmogeprocmu doxkazamenvbcme — 4)
Kommenmapuu: npumenenue npemnapara OHaceMHOTeHa abenapBoBeKa™ ObLIO U3YUEHO
B ucciaeposanuu SPRINT y nmanueHntoB B Bo3pacte <6 Henenb co CMA u HanmuuueM 2 unu 3
kot reHa SMN2 0e3 KIMHMYECKUX CHUMITOMOB. [IpoMeXyTO4HBIE pEe3yJbTaThl 3TOTO
UCCIIEIOBAHMS CBUAETEIBCTBYIOT O MOTCHUUAIBHBIX NPEUMYIIECTBAX PAHHETO Ha3HAYCHUS
npemapaTa miaaennam co CMA ¢ J0CHMIITOMAaTHYECKOM cTaaueii 3aboneBanus [19,20].

C | PexomenayeTcsi B Cilydae IPOBEACHHS HEOHATAIHHOTO CKPHHHUHTA M BBISIBJICHUU JCTEH C
1 xommeit rema SMN2 nHaszHauenne uMm OHaceMHOreH abemapBoBeKa™; B cliydae
BhIIBIIEHAA nered ¢ 2 win 3 xonusamMu reHa SMN2 masmauenme mm OHaceMHOIeH
abermapBoBeka* wunn Hycunepcena* wnm Pucaunmama® B KkadecTBe NpOBEICHUS
aTOreHEeTHYECKON Tepanuu 3aboneBanus [21, 22, 23, 68].

Vposenwv yoeoumenvrocmu pexomenoayuti C (yposens docmogeprocmu doxkazamenvbeme — 4)

C | Pexomenayercs B ciiyyae MpOBEJACHUSI HEOHATAIbHOTO CKPUHUHTA PU BHISIBICHUU JIETEN
¢ 4 wimm Oonee konmsimu reHa SMN2 mpucrambHOe HaAOMIOEHUE 32 BO3HUKHOBEHHEM
CUMITOMOB y MAallMEHTOB C T'E€HETUYECKU MOATBEPKIAECHHBbIM auarHozoM CMA 5q u
IpUMEHEHHUE Tepanuu rnocie MaHugecTaluy NepBbIX MPU3HAKOB 3a00I€BaHNs B KAUECTBE
POBEJICHHMSI MATOreHeTUYEeCKoM Tepanuu [33].
Vposenwv yoeoumenvrocmu pexomendayuti C (yposens docmogeprocmu 0oKazamenbcme — 5)
Kommenmapuu: npuMmeHenue npemnapara OHaceMHOTeH a0enmapBOBeKa™ OBLIO M3YYEHO B
ucciegoBanuu SPRINT y mamuentoB B Bo3pacte <6 Henmenb co CMA u HamuuueM 2 wuid 3
konuii rera SMN2 0e3 KIMHHMYECKHMX CHMIITOMOB. lIpomMexyTOuHBIE pe3ylbTaThl 3TOTO
UCCJIEIOBAHMS CBUJIETEIBCTBYIOT O MOTEHIMAIbHBIX MPEUMYIIECTBAX PAHHEro0 Ha3HAYEHUS
npermapata MianeHiam co CMA ¢ jocuMnToMaTHYecKoW cramueit 3aboneBanust [22].
[Ipumenenne Hycuaepcena®* wusyuanmoce B wuccienoBanun NURTURE y manmenToB ¢
FEHETHUYECKU MOATBEPKACHHBIM JUarHo3oM ¢ 2 uiau 3 komusiMu reHa SMN2 B kauecTBe
aTOTeHETHYECKOM Tepamnuu 3aboieBanus [98].

[IpaBuia Ha3HAYEHUS MATOTCHETUYECKOU TEPATIUM:

C | Pexomenayercsi KaK MOXXHO paHbIIE HAYMHATh MATOIN€HETUUYECKYIO TEPANHIO0 BCEM
naruerTam co CMA 57 nmocie MOJIEKYJISIPHO-TEHETUYECKOTO MOATBEPAKACHHS JUAarHo3a
C IIeJIBI0 JOCTHKEHHS] HAMJTYUIIero TepaneBTudyeckoro agdexra [88].

Vposenv yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Ka3amenbemes — 5)
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Kommenmapuu: y TNanuMeHTOB C TOKEIBIMU CUMIOTOMaMH 3a0ojeBaHUs (K KOTOPBIM
otHocsiTcs Hannuue MBJI, HUBIJI Goniee 16 yacoB B CyTKH M OTCYTCTBHE ()YHKIIMH IJIOTAHUS B
pe3ynbpTaTe Oynab0apHOTO CHHIpPOMA, BsJIas TETpaluieTus) HeoOpaTuMasl JIeTeHepaIus
JIBUTATEIIbHBIX HEWPOHOB M MBIIICYHONH TKaHM, BEPOSATHO, SBISETCS Hanbojiee BaKHBIM
(GhakTOpOM OTCYTCTBUSA OXKHJaeMor A((PEKTHBHOCTH WM BOCCTAHOBJICHHS (PEeHOTHIIA BHE
3aBHCHUMOCTH OT KOJIMYecTBa MpousBeAEHHOTO Oenka SMN, Habr01aeMoro npu NpuMEHEHHH
J1000T0 BapuaHTa Tepanuu. BeiOOp 0JHOTO U3 JIeKapCTBEHHBIX MPEnapaToB MaTOreHETHYECKOM
TE€panuu OINpPEAEINSIETCS pelleHHeM BpPa4e0HOr0 KOHCHJIMYMA C y4E€TOM KOJIMYECTBA KOMHU
SMN?2, ucxomHoro pyHKIMOHAIBHOTO CTaTyca MaIlMeHTa, yTH BBEJCHHUS, KPAaTHOCTH MpHUeMa
U JIaHHBIX ()apMaKO3KOHOMHUYECKHUX MCCIIEIOBAHNN

C He npumensite npenaparsl Hycunepcen® u Pucnumnam™ na mro6oit cranuu CMA 5(
NaMeHTaM C TeHEeTHYECKH MOATBEPKACHHBIM auarHo3oM € 0 u 1 konmei rera SMN2
B Kau€CTBE N1aTOT€HETUYECKON TEpaInu.

C He pexomenmyercs koMOMHUpOoBaHHas Teparus (Combination therapy) — HaznaueHue
Hycunepcena*/Pucnuminama®  mociae  omHokparHoil — Tepamuu  OHAaceMHOTeH
abemapBoBeK™.

C He mnpuMeHsaTH OTHOBPEMEHHO 2 TIpernapara IaTOTCHETUYECKOW Tepamuu ¢
OJIMHAKOBO# Toukoi nprtokeHuss — red SMN2 (Hycunepcen™ u Pucaummam™).

C PexomenyeTcesi mocienoBatenbHas Tepanus (Sequential therapy) — cmena tepanuun

Hycunepcen*® na Pucnumnam™ u Hao6oport. [Ipu cmeHe Tepanuu ciieayeT NpeKpaTHTh
IpHUEM IPebIyIIero NaToreHeTHYECKOro npenapara.
C Pexomenyetcsi nepexonnas tepanus (bridge therapy), npu kotopoit manueHTa jgeyar
Hycunepcenom™ nnu PucaunnamoM™ B TeueHHE KOPOTKOTO BPEMEHM MEpe]] HauajaoM
JeyeHusi OHaCEMHOT'eH a0ernapBOBeK™.
Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 0ocmogepHocmu 0oKazamenbcme — 5)
Kommenmapuu: 1o pelmieHU0 BpauyeOHOro KOHCHJIMyMa B OTHAEIbHBIX CIy4yasX MOXET
Ha3Ha4yaThCsl KOMOWHUPOBAaHHAs Tepamus TMPH OTCYTCTBHHM OXHAaeMoro »3¢dexra oT
IreHO3aMECTUTENbHON Tepanuu (HIWYMS SIU30J0B AalHOd M acHUpallud, HapacTaHUs
OynbOapHBIX M JABIXAaTENbHBIX HapylieHui). OTCYTCTBHE NOJOXKUTEIBHON KIMHUYECKOU
JTUHAMUKH dYepe3 TOoJI C OTCyTCTBHEM J(PEKTUBHOCTH TMPOBOJUMON Tepanuu (OIeHKa
JIBUTATEIHHOW (PYHKIIMU MO IIKAJle HEPBHO-MBIIIEYHOTO oOcienoBanus miuaneHies HINE-2,
CHOP-INTEND, RULM, HMFSE, T6MX, Hapacranue Oyiab0apHBIX H JbIXaTEIbHBIX
HApyILICHUH) SBISAETCA OCHOBAaHUEM U pEIIEHUS O IeJeCO00pa3sHOCTH JalbHenen
MaTOreHEeTUYECKOH Tepanuu (10 PEIIeHUI0 BpaueOHOTO KOHCHIINYMa).

4.1.2. CuMnroMaTH4YecKasi MeIMKaMEHTO3Hasl Tepanus

C | Pexomenjayercsi TpUeM Kaiblldsl TJIIOKOHaTa BceMm mnamueHntam co CMA 5(, ecin
BBISIBJIEHBI NPU3HAKUA OCTEONEHUM WM THIOKAJIBLIMEMHUH, I KOPPEKLHUU CHUKEHUS
IUIOTHOCTH KOCTHOM TKaHH [65].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)

C | Pexomenayercsi mpuem Konekampnudepona** Bcem mammeHtam co CMA 5q, eciu
BBISIBJIEHBI IIPU3HAKKM OCTEONEHUH WM HU3Kasl KOHIIEHTpauus BuTaMuHa D B kpoBu, ais
KOPPEKIIMH CHUKEHUS INIOTHOCTU KOCTHOM TKaHM [89].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)

C | Pexomenayercs mpuem 6udochonatoB Bcem manuerTaMm co CMA 5(Q eciau BBISBICHBI
NPHU3HAKK OCTEONEHUH HMIIM YaCThI€ MEPEIOMBbI I KOPPEKIUH CHIDKEHHS TUIOTHOCTH
KOCTHOM TKaHHU [65].
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Vposenw yoeoumenvnocmu pexomenoayuii C (yposens 0ocmosepHocmu 00Ka3amenbemes — 5)

C | PexomenyeTcsi TIpUeM IpenapaToB WHIHOMTOPOB MPOTOHHOTO HAacoca ISl JICUEHUS
ractpossodaranpHoro peduirokca (omernpaszon** u a3oMmenpazon**) Bcem mamueHTaM co
CMA 5Q B COOTBETCTBUHM C BO3PAaCTHBIMHM I1OKAa3aHUSIMH, €CJIM BBISABICHBI NPU3HAKU
COOTBETCTBYIONIMX 3a0o0yieBaHui [62].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Ka3amenbcme — 5)

C | Pexomenyercsi mpuMeHenue npenaparoB rpynmnsl RO3AL Axpenepruueckue cpencraa
B KOMOMHAIIMU C aHTUXOJIMHEPTUYECKIUMHU CPEACTBAMU, BKJIIOYAsi TPOMHBIE KOMOMHAIIUN
C KOpTHKOCTepouaaMu (6eTa2-aipeHOMUMETHK CEJICKTUBHBIA + M-XOJIMHOOIOKATOP) s
HeOynaizepHoii Tepanuu nanueHTam co CMA 5¢ npu BeIsIBIeHUH OpOHXOCIIa3Ma sl €T0
JUKBUauuK [62].

Vposenw yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmiu 00Ka3amenbemes — 5)

C | He pexomenayercsi IUTENbHOE MPUMEHEHHE MYKOIMTHYECKUX IMpenaparoB s
HeOynaizepHoi Tepanuu y nanueHToB co CMA 5( u3-3a OTCYTCTBHS JI0Ka3aTeIbHON
0a3bl U B CBSA3U C PUCKOM YCHJICHUSI CEKPETOPHOU HATpy3KH [62].

Vposenwv yoeoumenvnocmu pexomenoayuti C (ypogens 0ocmogepHocmu 0oKazamenbcme — 5)

C | He pexomenayercsi SMIUPUYECKUIN MpUeM aHTUOMOTHKOB manueHTam co CMA 5q s

peAoTBpaIIeHUsT WH(PEKIMOHHBIX OCJIOKHEHHN 0€3 Haluyus OCOOBIX MOKa3aHWH K

aHTHOaKTepHaTbHOU Tepanuu [62]

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)
Kommenmapuu: B T0 %e Bpems y marueHToB co CMA [ u gacto Gomneromux nainyueHToB

npyrux tunoB CMA ¢ odaramu XpOHHYECKOW MH(EKINH paHee Hadaao aHTUOMOTHKOTEPAITUH

py MHQPEKIIMOHHBIX 3a00JIEBAaHUSIX UMEET MPUHIIUITHATHHOE 3HAUYCHHE.

C | PexoMenayTcss UHBEKINH OOTYTHHUYECKOTO TOKCHMHA THUMA A B CIIOHHBIE JKEJIE3bI
nanueHTam co CMA 5q, crapmie 2 JieT, CTpaJalolluM OT TUIMEPCATUBALMK, C IEIbI0
YMEHBIIICHUS CTCIICHU BBIPAXXCHHOCTH TOr0 cuMnromMa [65].
VYposenv yoeoumenvnocmu pexomenoayuii C (yposens 0ocmosepHocmu 00Ka3amenbemes — D)
Kommenmapuu: Heobxoammasi J03a IMpenapara yCTaHABIMBACTCS B 3aBUCHMOCTH OT
Macchl Tela COIVIaCHO MHCTPYKIMU K mpemapary. llanmmeHTaM C rumepcaiuBaiiieid Takke
noka3aHa cananus nonoctd pra [90]. Mubekuun OOTYJIMHMYECKOTO TOKCHMHA Tuma A* B
CIIIOHHBIE KeJIe3bl HEOOXOIUMO MPOBOJMTH IOJI KOHTPOJIEM YJIbTPAa3BYKOBOTO HMCCIICIOBAHUS
CIIOHHBIX Kene3 [91].

4.2. JIpyroe JiedeHue
4.2.1. PecnupatopHas noaJep:KKa

OreHKa ¥ MOACPKKA PECTUPATOPHON (GYHKIIUU TOKHBI UMETh HAWBBICIIHI MTPUOPUTET B
BeneHun mamueHta co CMA 5q. KimoueBbiMu npoOiemMaMu, CBS3aHHBIMU C JBIXaTEJIbHOU
cuctemoil y nereit co CMA, sSBIAIOTCA ClEAYIONIUE: HapyIIEHUE OTKAIUIMBAHUS, TPUBOIAIIEE
K HEJOCTaTOYHOM OYMCTKE HUKHHUX JIBIXaTEIbHBIX IyTEH OT CEKPETa, THIIOBEHTUIISALINS BO BpEMs
CHA; HEJAOPA3BUTHE TPYJHOW KIIETKU W JIETKHX, TOBTOPHBIE MH(EKIIMU, KOTOPHIC yCHIHBAIOT
MBIIICYHYO CJIa00CTh.

OCHOBHBIMU MYTSAMH pEHICHUS ITUX 3a/Jad SBISAIOTCA OUYMCTKA JIBIXaTEIbHBIX MyTeH WU
HenHBa3uBHas BeHTWsAnus Jerkux (HUBJI). Crnemyer cobmrogaTe OCHOBHBIE TPUHIIMIIBI
OUHIICHUS JbIXaTCNbHBIX TyTel [36]:

— PyuHble U MexaHWYeCKHE BCIIOMOTATENIbHBIE CpPEACTBA BOCCTAHOBJICHMS KalllJIEBOM

GyHKIMM pPEKOMEHJIOBAHBI [UISl €XEAHEBHOTO HCIIONb30BaHUS Yy Oosee TAKENbIX
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nanueHToB. JIuia, ocylIecTBISIONIME YXOJ 3a MalUeHTOM, JOJKHBI ObITh OOy4YEHBI
MOJIb30BaThCS 3TUMU CPEICTBAMU;

Jluua, OCylIeCTBISAIONIME YXOJ 3a MAlMEHTOM, JOJKHBI TAaKXE€ BIAJETh TEXHUKOM
yAalleHusl JITOYHOTO CEKpeTa, BKJIOYash TMOCTYpajbHBIA JpeHax, MU  ObITh
UHOOPMHUPOBAHBl O METOJaX KHUHE3UOTEpaluu TPYJHOM KIETKU (ApEeHUpYIOUIUil
Maccax);

JlaHHBIE OKCUMETPHH SABISIOTCS MoKa3areneM ddexTuBHOCTH Tepanuu. OTCOCH MOTYT
OBbITH TMOJE3HBl [UIsl yHajeHus CeKpeTa IIocle TOro, Kak OKa3aHa I[IOMOIb B
OTKAIIJIMBaHUHU.

[IpaBujia pecnUpaTOPHON MOAACPKKHU:

VY nereit 1o 25 KT JOJDKHBI HCIIOJIB30BAaThCA MEKH AMOY ¢ kiarmanoMm Ha 40 cM.B.CT.
[MpaBuna AMOy-Tepanuu: MPOBOAUTH B Pa3HBIX 103aX — BO3ACHCTBOBATH HAa pa3HBIC
YYaCTKH JIETKUX (CHJIsI, B TIOJIOKEHUH JIeKa Ha JICBOM WJIM HA MPABOM OOKY), peOCHKY ¢
npoOjeMaMu TIIOTaHUSI C OCTOPOXKHOCTBIO JIeKa Ha CIUHE, JACPKATh PSIJIOM acIupaTop
JUIsl CBOEBPEMEHHOW CaHAIlMU, HATOILIAK, CBOOOJHBIM HOC/POT, HA BAOXE, KOJIUYECTBO
B10X0B 10 300 pa3 B cyTkH (pa3feinuTh HAa HECKOJIBKO MTOAXOA0B B TEUEHHE JHS), €CIU
pebeHOK Mall UM HE COTPYIHUYAET, ONPEEIUTh LUKII B0Xa U BbIJJOXA HA KOHIE KPUKa
pebeHka (KOHeIl KpUKa= BJIOX).

Kucnopon — crporo mo mnokazaHusiM (IpU OCTPOH U XPOHUUYECKOHM JbIXaTEIbHOMH
HepocratouHoctu copmectHo ¢ MMBJI/HUBJI, pexum BiPAP).

Ponutenun nmomwkubl ObITh 0O0yduenbl HUBIJI, orkanumBanuto, AmMOy-Tepanuu B
aMOyJIaTOpPHBIX WJIM CTallMOHApHBIX ycnoBusX. IIpum HaxoxnaeHun pebenka B OPUT
JIOTTYCKAETCsl COBMECTHOE MpeObIBaHNE peOeHKa ¢ POAUTENSAMHU IS X 00yUdeHUs TIepe]y
BBIMUCKOW. Ha mocumnToMHON cTaamu (IOCJIE YCTAaHOBIIGHUS IUArHo3a) — oOydeHHe,
nH(popMHpOBaHUE.

[Mokazanus st amutenbroit nomarnneit UBJI (MUBJI, HUBJI, pesxxumsr BIPAP): HouHas
TUNIEpKanHusg >45 MM.PT. CT. (YpECKOXKHas KAITHOMETPHUS), XPOHUYECKas JTHEBHAs
runepkanHus >45 MM.pT. CT., THEM B COCTOSIHMM MOKOsI, HOuHas runepkanaus PaCO2
>50 MM pr. cT. B Teuenue 30 MuHyT, ObicTpOE U 3HaunTenbHoe nagenue XKEJI (va 10%
3a 3 Mecsna), puTenabHoe cHmkeHne SpO2 <88% B TedeHue Oosee 5 MUHYT TOAPS
(upeckoxkHasE CyTOUHAS MTYJIHCOKCUMETPHS).

Hauano pecnupaTtopHOil TOAAEPKKHU: Yy «HECUIAUMX» NALUEHTOB - MPOAKTHBHA
BEHTWJISALIMS J]0 Hayala KIMHUYECKUX CUMITOMOB, MOJ00p BEHTUJISIIUU O] KOHTPOJIEM
YPECKOKHOW CYTOYHOM KAaIlHOMETPUU M YPECKOKHOM CYTOYHOHM IyJIbCOKCUMETPHH,
noa00p Kak MHUHMMYM JIByX Macok, Tpaxeoctroma u MMBJI — kak MOXHO pexe; y
«CUSIYUX» TAIMEHTOB - PaHHEE HA4yajo BEHTWISALHUH y MAIMEHTOB C KIMHUYECKHUMH
CUMIITOMaMU THUIEPKAHUM WM Ha KAalTHOMETPHUH, MCIOJIb30BAaHUE BEHTHIISILIUHU TPHU
WH(DEKIUU ThIXaTeIbHBIX IMyTeH, aCUpaIlMi U ONEPaTUBHBIX BMEIIATEIbCTBAX, TO00D
BEHTWISIIUA TOJI KOHTPOJIEM YPECKOKHOM CYTOYHOM KAlHOMETPUHU U UYPECKONKHOU
CYTOYHOU MyJIbCOKCUMETPHH, TIOJI00p KaKk MUHUMYM JIBYX MAacoK, TPaxeocToMa - Kak
MOKHO PEXe.

[Toka3aHusi K BapuaHTaM PECHUPATOPHON MOAJEPKKU B 3aBUCUMOCTH OT HUMEIOUIUXCS
ocnokHeHu y pebOenka co CMA: cnabelii BHOX — Memok AMOy, CHUXEHHUE
spdexkTuBHOCTH  Kamwis —  Memok  AMOy,  uHCy(daaTop-akcyddasaTop,
3JIEKTPOACTIPATOP; TUIIOTPO s/ nedopMarus rpyAHOH KIeTKH — Memok AMOy u HVBIJI
(IpOakTHUBHO), JbIXaTenbHbIe Hapymenus Bo cHe — HUBJI (pexumsl bunam) HOUBIO,
MOSIBJICHUE JBIXaTEIbHBIX HAPYUICHUH HE TOJHKO HOYBIO, HO M JTHEM - JOOaBJICHUE
HUBJI (bumam) gaem wiam mepeBon Ha kpyriocytounyio HUBJI/MUBJI (pexumsr
bunan); HekoHTposupyemble npixareiabHble HapymeHus Ha HUBJI — MUBJI uepes
TPaxeocTomy.
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— Ilpum pa3BuTuUM OCTpOH IBIXaTeNbHOM HemocTaTOuHOCTH y pebenka co CMA: Bcerna
npo6oBare HUBIJI ¢ uncydduaropom-skcyddasaropom nepen uHTyOanuendn UM MpH
JKCTyOaruu, He wucnoiab3oBaTh pexuMbl CPAP, He wuCcmonb30BaTh KUCIOpoa 0e3
HUBJI/MUBJI (pexumsl BiPAP), wucnons3oBarh B yXxojae OOYYEHHOTO pOJAUTEN,
MPOBOJIUTH YPECKOXKHYIO CYTOUHYIO KAITHOMETPHIO U MTYJIbCOKCUMETPHIO B AOMOTHEHUE
k KHIC nns pemenus Bompoca O peXHUMax M JAIUTEIBHOCTH HAXOXICHHUS Ha
HUBJI/UWBJI, npu nepeBoge uz3 OUTP B npyrue oTaeneHus Wik Ui JIUTEILHOU
nomamHern HUBJT unn MBI yepe3 TpaxeocTomy.

— IlporuBonokasanus s HBJI npu ocTpoit AbIxaTenbHON HEJOCTATOYHOCTH Y AETEH CO
CMA: moxk mt000# 3THONIOTHH, KOMA, HE CBsI3aHHAs C TUIIEPKATHUEH, MOKPOTa, KOTopas
HE CaHMPYETCs C MOMOIIBIO OTKALUIUBATENS, KIMHUYECKAss CMEPTh, HEAP(PEKTUBHOCTD
unu Henepenocumocts HUBJIL.

— IlIpaBuna ucnonp3oBanus oTKanumBaTess (HHCYyhdiisiTopa-skccydasTopa) 4epe3 MacKy,
UHTYOAIlMOHHYI0 TpyOKy, Tpaxeoctomy Yy gnereii co CMA: mpeaBapuTenbHO
UCIIOJIb30BaTh Py4YHbIE TEXHUKHU OTKALIMBAHUA, HATOWIAK (MpU OTKAILIMBAaHUU 4Yepe3
MacKy), He NpEBBIIIATh JaBJIEHUE II0 BO3pacTy, HayMHATh Ha BJOXE peOeHKa,
3aKaHYMBaTh Ha MOJIOXKHUTEJIBHOM JaBJICHUU, UCKIIOYUTH MPOTHUBOIOKa3aHus (Oysuibl,
Ip.), octopoxkHo npu 'OPb.

C | PexomeniyeTcsi OTCachlBaHUE CIIM3M U3 POTOINIOTKH, HOCA M BEPXHUX JIbIXaTEIbHBIX
IyTel M UCIOJIb30BaHNE MEXaHNYECKOI0 HHCYPIIATOpa-acuparopa JiexadnuM MnanueHTamMm
co CMA 5q u cunguum nauuertam co CMA 5q ¢ pecniupaTOpHbIMM HapyLIEHUSMU s
pOoGUIAKTHUKH JITOYHBIX OCJIOXHEHHUH ¥ THIOBEHTUJIAINH [62];
Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)
Kommenmapuu: >nekrpudeckasl acnupanus U UCIHOJIb30BaHUE MHCY(QIATOpa-acCupaTropa
JOJKHBI TPOBOAMTHCS Y KaKJOTO MalnueHTa ¢ Hed((HEeKTUBHBIM OTKalIuBaHueM. OCHOBHBIE
METOJbl IPEHUPOBAHMUS MOKPOTBHI JUIS JIeKAuUX M CHIASYMX HALMEHTOB — 3TO COYETaHHE
UCIIONIb30BAaHUSI ~ HECKOJBKMX  METOAOB:  MEXaHHYECKOTO  MHCY(IATOpa-acnuparopa
(oTKanuIMBaTeNs) M PYYHBIX KOMIIPECCHM IpyJHOM KJIETKH WJIM MOCTYPaJbHOTO JpEHaxa B
COUYETaHHH C DJIEKTPHUUYECKUM aCIIUPATOPOM. Y MalleHbKUX M HEKOHTAKTHBIX JIeTeil He0OX0IMMO
IPUMEHATh UHCYQIISITOPBI-ACIUPATOPBl ¢ PYHKIMEH TpUITEpa BA0OXA, YTOOBI HE TPABMUPOBATH
JeTKHe, €CIM TaKue JeTH 3aJCpKUBAIOT JbIXaHWE M CONPOTHUBISIOTCS OTKAIUIMBAHHIO.
OTHOCUTENBHBIM IPOTUBONOKA3aHUEM K HCIIOJIb30BAHUIO HHCY(QIIATOPA-aCIIMPaTOpa ABISIOTCA
XpoHHYEcKHe 3a0oyieBaHUs JIETKUX (Hampumep, sMmouzema). Mcmonb3oBaHnue MHCYdasTOpa-
acmuparopa B TaKOW CHUTyallUd JOJDKHO OBITh B3BELICHO IPOTUB BO3MOXHBIX PHUCKOB
THEBMOTOpAKCA.

C | Pexomennyercss HEWMHBa3MBHAs BEHTWIALUSA C JABYXYPOBHEBBIM IOJOKUTEIbHBIM
nasinenneMm (BiPAP) Bcem mamuenram co CMA 50 C cumnTomMamu AMCOYHKIIAN
JBIXaTeIbHOW MYCKYNATyphl [UIsi NPOQHUIAKTUKH TUHNOTPOPUM TPYyIHOH KIIETKH,
00JIerYeHUsI OABIIIKH U OOpHOBI C TUTIOBEHTHIIAIINEH [62, 64].
Vposenwv yoeoumenvrocmu pexomenoayuil C (ypogernvb 00cmogepHocmu 00Ka3amenbcme — 5).
Kommenmapuu: pemenne o6 ucnons3oBannn HYBJI npuHuMaeTcs WHIUBUYaTbHO B
KaXJOM KOHKpeTHOM ciydae. OHa 0e3yclIOBHO HEOOXOAMMa NMPH HAIWYUHU THIEPKAITHUU B
nueBHoe BpeMsa. Hounas HUBJI ymeHbIaeT cCuMnTOMBI HAPYIIEHHOTO IBIXaHUS BO BpEMs CHa
U ynydmaer kadectBo xu3Hu. HHMBJI nomkHa KOMOMHHPOBATHCS C TEXHHUKOW OYHMCTKH
neIxatenbHbIX myTeil. cnons3oBanue HUBJI ¢ Gonbiioii pasHuliel gaBiIeHUN Take B TCUCHHE
KOPOTKHUX THEBHBIX IIEPHOJI0B, MOKET YJIYUIIUTh PA3BUTUE TPYAHON KIETKH U JIETKHX, a TAaK¥Ke
YMEHBIIUTH JAeQopMaliio pedep U TPyAUHBI y JeKAUUX U CUASUUX NarueHToB. O0sA3aTeNnbHO
cleyeT MPOBECTH MHAMBUAYaNbHBIA monoop macok ans HUBJI. UnauBuayanbHbiil mogbop
MPOBOJIUTCSA MO PE3yJIbTaTy OCMOTpa peOeHKa ¢ BO3MOKHOCTBIO BHIOOpA M3 HECKOJIBKHUX THUIIOB
MacoK pa3HbIX pa3MEpoB C YYETOM aHATOMUYECKHX OCOOEHHOCTEH CTpOCHMS JIHIIA.
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O06s3aTeNnbHO UMETh U MCIIOJIB30BaTh MOMEPEMEHHO JIBE Pa3Hble MACKU OJHOBPEMEHHO, UTOOBI
CHU3HTH PUCK Pa3BUTHS MPOJSKHEH U AedOopMaluy JIMIEBOTO cKeneTa. THI MacKu 3aBUCHUT OT
BO3pacTa pebeHKa, ero MpeArnoYTeHU U UHBIX 00CcTOATENbCTB. ONTUMAIBLHO UCIOJIb30BaTh BCE
BUJIBI MacoK (Macka HOCOBas/ JIMIIEBas amnmapaTta HCKYCCTBEHHOW BEHTHUIISIUU JIETKUX
CPAP/BPAP, mHOrOpa3oBOro HCIOJB30BaHUSA, Macka pOTOBas ammapaTa HCKYCCTBEHHOU
BeHTwsinuu nerkux CPAP/BPAP). ITog6op nmapamerpos HUBJI nomkeH ocyecTBIATHCS MO
KOHTpOJIEM ITOKa3aTesei ra3oooMeHa (HouHas MyJIbCOKCUMETPHS, KAaITHOMETPUs, KalmHorpaus
WM WCCIENOBAHUE KHUCIOTHO-OCHOBHOTO COCTOSHHSI M Ta30B KPOBH), C YYETOM pPabOThHI
JBIXaTEIBHBIX MBIIII U CYOBEKTUBHOTO KOM(popTa mamuenTa [36].

C | He pexomenayercs HSMHBa3UBHAsI UCKYCCTBEHHAs BEHTUISILUS JIETKUX C TOCTOSTHHBIM
nasinenrneM (CiPAP) mammentam co CMA 5(Q € cumnToMaMu AUCOYHKIUN IbIXaTeaIbHON
MYCKYJIaTYphl JJisl 00JIer4eHHsI ONIBIIIKHA U OOpPHObI C THIOBEHTUIISIIINEH [62].

Vposenv yoeoumenvnocmu pexomendayuii C (yposensb 00cmogepHocmu 00Ka3amenbcme — 5)

C | PexomeniyeTcsi obecriedeHre pecrupaToOpHEIMA MOHUTOPAMH M aHECTE3UOJIOTHIECKUMU
cuctemamu  (ammaparamud  BiPAP-Tepamuun ¢ pacXogHBIMH  MaTepuagaMH U
MacKaMH/TpaxeocToMaMu, HHCyasTopamMu-3kccydiasitopamu, 3aekTpoorcocamu, TCP)
nanueHToB co CMA 5q C cumntomaMu TUC(YHKIIUU IAbIXaTEIbHONW MYCKYJIATyphl JJIs
OCYILECTBIICHNS] HEMHBA3UBHOW BEHTUJISILIUM JIETKMX U MO3UIIMOHMPOBAHUS HA oMy [62,
64].
Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)
Kommenmapuu: poauTenn NAUEHTOB JOJDKHBI ObITh 00€CHEeYeHbl MEIULUHCKUM
o0opyZOBaHHEM — MEIIKOM JbIXaTeIbHBIM pPEaHWMAlMOHHBIM Tuna AwmOy, mpH
HEOOXOJUMOCTH 3JIEKTPOOTCOCOM € aKKYMYJISITOPHOM Oatapeeil n u3aenueM MeIUIMHCKUM IS
nbpIxaTenbHOM Tepanuu (anmapatoM BiPAP-tepanuum) ans gomamrHero MOHHMTOPHUPOBAHUS
pecriupaTopHbIX GyHKIUN. PoguTenu moymkHBI OBITH 00YUYEHBI TPaBHJIaM X puMeHeHus [36].

C | Pexomenayercsi HSMHBAa3UBHAsI BEHTUJISALUA JIETKUX B COYETAHUU C TEXHUKOM OUMILIEHUS
JBIXaTEJIbHBIX MyTEH XOASUUM M cusfuuM nanueHtam co CMA 5¢ B OCTpBIX CUTyalUsIX
(nH(DEeKms ApIXaTeIbHBIX MYTEH) C MENbI0 MPO(MIAKTUKN Pa3BUTHS OCIOKHEHUMH [62].
Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)

Kommenmapuu: ecim B OCTPBIX CUTYalUsX BO3HMKAeT HEOOXOIUMOCTb NMPUMEHEHUs
HUBIJI, To nomxkeH ObITh paCCMOTPEH BOIPOC O HATMYHMHU CpeCTB i npoBenenus HUBJI noma.
Memok AMOy HCMONB3yeTCs HAa JOMY B KPU3HCHOM CHTYyallMu 10 Tpue3da CKopou (mpu
acnupauuu, oOTypaluu, OCTAaHOBKE JbIXaHUs, Op.) W Uil AMOy-Tepanmuu dYepe3 Macky,
SHAO0TpaXealbHYI0 TPYOKY U TPaXeoCTOMy (paclpaBieHHE U BEHTUIISALUS BCEX OTIEJIOB JIETKUX,
B TOM 4YHCIIe ITy00KuX, yiydmienue razoooMena (02, CO2), ynydieHue OTX0XKICHUS MOKPOTHI,
YKPEIJIEHUE JbIXaTeNbHbIX MBIIIL, TPOQUIAKTHKA Ae()OopMalUU I'PYyAHON KIETKH, CHaIeHHs
JeTKUX, JHUCIOKAIlMM OpTraHoOB CpenocTeHus, obneryaer mnepexonq Ha HUBJL, Ha
CaMOCTOSITENIBHOE JIbIXaHUE).

4.2.2. luerorepanus

C | PexomenjiyeTcsi KOHCY/IbTAllUsl Bpada-JUETONIOra Kaxable 3-6 MecsleB MallMeHTaM CO
CMA 5(q paHHEro JeTCKOro BO3pacTa M €XXEeroIHO — OCTAJIbHBIM MAI[UEHTaM JIJIsi OLEHKHU
COCTOSIHUS TUTaHus aetTeut [39].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 0ocmogepHocmu 0oKazamenbcme — 5)

B | Pexomenayercsi pacdyeT KaJOpUHHOCTH JUETHl (KOPPEKLUs KaJOPUHHOCTH WY,
MOTPEOJICHNsT JKUAKOCTH, MaKpO- W MHKpPOdJIEeMeHTOB) mamueHTam co CMA 5(¢ c
HapyLIEHUsIMHA HYTPUTUBHOTO CTAaTyca C LENb0 KOHTPOJISI 32 YPOBHEM NUTAHHUS [66].
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Vposenv yoeoumenvnocmu pexomenoayuii B (yposenv docmoseprocmu dokazamenvbcmes — 3)

C | Pexomenyercsi mogo0p oOILIEro MOJOKEHUs, a TAK)XKE TOJIOBBI U PYK JUIS JOCTHXKEHUS
BO3MOYKHOCTH CaMOCTOSITEIbHOTO IHMTAaHMs, B TOM YHCIE C HCIOJb30BaHUEM
CIeIMaNbHBIX MpUcnocobneHuit, namentaM co CMA 5Q ans ynydiieHus 0€301macHOCTH
u s dexruBHOCTH TIIoTaHus [39].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 0ocmogepHocmu 0oKazamenbcme — 5)

C | Pexomenayercss ”3MEHEHHE KOHCUCTEHIIMU UM B IIOJIb3Y NOJYyTBEPI0M MALlUEHTAM CO
CMA 50, ctpagatomum nucharvei, ¢ meablo KOMIICHCUPOBAHHUS JKEeBATEIIbHOM CI1ab0CTH
Y YMEHBIIEHUs NPOAODKUTENbHOCTH npuema nuuy [39]. KoHcynpranus jioroneaos u
(Gu3nyecKUx TepamneBTOB JUIsi OOydYeHHUs POAUTENEH JIOTONEAMYECKOMY MAacCaxy U
nogoopy 0Oe3omacHO AN [IOTaHUST  KOHCHCTEHLUMH THUIIM M KUJKOCTH,
HO3UIIMOHUPOBAHUS JJisl O€30MIaCHOTO INIOTAHUS U JIbIXaHUSI.

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 0ocmogepHocmu 0oKazamenbcme — 5)

C | He pexomenayercsi IPUMEHATh PYyTUHHO CMECH Ha OCHOBE AMMHOKHCIJIOT WJIM BBICOKOTO
ruponsa oenka nanueaTaMm co CMA 50 nns ynydiieHuss HyTpUTUBHOTO cTaryca [67].
Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens docmogeprocmu doxkazamenvbcme — 4)

Kommenmapuu: ]Jluetndeckue peKOMEHJIALUMU OCHOBBIBAIOTCA Ha WHIUBUIYaJIbHOU
neperocumoctd. Ilanmentam co CMA HeoOXOAMMO HHUTaHHE CMECSIMH Ha OCHOBE OCJIKOB
KOPOBBET0 MOJIOKA ¢ y4eToM Bo3pacra. KopmiieHne cMecsaMu Ha OCHOBE BBICOKOTO I'MAPOJIN3a
Oenka MJIM aMUHOKHUCIIOT TOKa3aHO MalMeHTaM ¢ ajuleprueld Kk OelkaM KOPOBBETO MOJIOKA, B
IIOCJICONEPAIIOHHBIA MEPUOJl W KPUTHYECKHE COCTOSIHMA C SIBICHUAMM HapyLIEHHOIO
NULIEBAPEHUS, IS JIEUEHUs] HYTPUTUBHON HENOCTATOYHOCTH, a TAK)KE IOJYYaIOIIUM ITUTAHUE
Yyepe3 Ha30MHTECTHHAIBHBIM 30H]] UJIM SHTEPOCTOMY.

C | Pexomenayercsi KOpMIICHHE CHCIMATbHBIME / J€I€OHBIMU CMECSIMH JIJISI SHTEPATIBHOTO
nuTaHus nanueHToB co CMA 50, monydarmuM KOpMICHHE Yepe3 30H1 WIH TaCTPOCTOMY
JU1si obecrniedueHrs cOAIaHCUPOBAHHOCTU MUTAHUS IO OCHOBHBIM IHUIIEBBIM BEIIECTBAM
[65].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)

C | PexomenayrTesi CMECH, CoOJepiKalllie MUINEBbIE BOJOKHA, mamueHtam co CMA 5q,
CTpaJaloNIMX 3anmopamu, s obnerdeHus nedexammu [39].
Vposenwv yoeoumenvrocmu pexomendayuti C (yposensb docmogepHocmu dokazamenbcms — 5)
B | Pexomenayercsi ycTaHOBKa HazoracTpaibHOro 30HAa mnamueHTaM co CMA 5q ¢
HapyLIEHUSMU IJIOTaHUS A0 YCTAHOBKHM I'acCTPOCTOMBI M IOCJEAYIOLIEro MOCTOSHHOIO
KOpPMJICHUSI 4epe3 TracTpocToMy s NpoGUIAKTUKH achupaluuu Hu oOecrneyeHus
aJIeKBaTHOTO NUTaHUs [66].
Vposenv yoeoumenvnocmu pexomenoayuii B (yposenv docmoseprocmu dokazamenvbcmes — 3)
Kommenmapuii: HalOXXEHUE TaCTPOCTOMBI PEKOMEHJOBAHO B cllydae HEOOXOIMMOCTH
KOpMJICHHS uepe3 30H]I Oojiee, 4eM 2 Mecsila A CHUKEHHUS PHUCKa TSAKEIbIX OCI0KHEHUH,
CBS3aHHBIX C JUIMTEIbHBIM CTOSHMEM 30HJa. B KauecTBe TracTpOCTOMHYECKHX TpPyOOK
MNPEeANOYTEHUE OTHAETCS CHEIUaIbHO pa3pabOTaHHBIM CHJIMKOHOBBIM WM IMOJHYPETaHOBBIM,
karerep QPones He wHcHoab3yercsd. MeTon HaloKEHUs TIacTpPOCTOMBI HPEANOYTHUTENBHO
MaJOMHBA3UBHBIA MYHKIMOHHBIA MOJI 3HIOCKOMUYECKUM KOHTpoJjieM. /o, BO Bpems u mocie
oTepaIy OCYIIECTRISICTCS pecnupaTopHas noaaepxka BiPAP u oTkanuinBanue.

38



B | PexoMenayercsi KOpMIIGHHE Y€pe3 HA30TACTPAIbHBIN 30H[ TSHKETOOO0IHHOTO MaIlMeHTa
co CMA 5(Q ¢ HapyIIeHUSIMH TI0TaHUs Tl TPOGUIAKTHKH acTIUpaIlid U 00eCTIeUeHHs
aJIeKBaTHOTO NMUTaHus [66].
Vposenv yoeoumenvnocmu pexomenoayuii B (yposenv docmoseprocmu dokazamenvcmes — 3)
Kommenmapuii: npu HEOOXOOUMOCTH JHTeNbHOTO (Oomee 1 Meccsia) MCHOIb30BaHUS
HA30TacTPaJbHBIX 30HJIOB TMPEANOYTEHHE OTAACTCS CUIMKOHOBBIM WM MOJWYPETAaHOBBIM
TpyOkam. 3ounel u3 IIBX wMeHstoTcss Kaxasle 3-5 AHEH, M3 CHIMKOHA/MOMUypeTaHa —
€KEeMECSYHO UJIM 1O MOKa3aHUsIM Yalle.

4.2.3. Pexkum u yxon

— OXpaHUTENIBHBIA PEXKUM; COOJIFOJCHNE ONTUMAJbHOW BIAXXHOCTH M TEMIIEPaTypHOTO
pexuMa B MOMEIICHUU; JOCTYIl CBEKEro BO3AyXa; MPOPUIAKTUKA OaKTepUaNbHBIX W
BUPYCHBIX 3a00JieBaHUM, BaKIMHAIUs, OTPAHUYCHHE KOHTAaKTa C HH(EKIHOHHBIMHU
OONBHBIMU, TIOJIYYCHHE IIKOJILHOTO U HHOTO 00pa30BaHUs OYHO, JUCTAHIIMOHHO WM Ha
JIOMY.

— VYXoa 3a KOXEW W CIM3HCTBIMU; CaHAIUsI POTOBOM M HOCOBOM IOJOCTEHM, BEPXHUX
JIBIXaTeNbHBIX MyTel; Tpo(pUIaKTHKA TPOJICKHEH.

— be3omacHoe MO3WIIMOHUPOBAHUE JI€XKa, CHISA, CTOS, NPO(HIAKTUKA KOHTPAKTYp,
nedopmanuii, CKOJIMO3a, acNHUpPalUU, OCTPbIX U XPOHHUYECKHX JAbIXaTEIbHBIX
HapyIIeHUH, racTpol3odareabHOro pedtokca, HyTPUTUBHON HEJOCTATOYHOCTH.

HALMOHAJBHBIN KJIMHUYECKHWHU MTPOTOKOJI
MEJUIUHCKNX BMEIIATEJIBCTB IIO HO30JIOTI'UH «50-
ACCOLIMNPOBAHHOHN CIIMHAJIBHOW MBIINIEYHOU
ATPODOUN»
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4.3. Xupypruueckoe jJe4eHue

C

Pexomenayercsi paccMOTPETh BO3MOXKHOCTh XHPYPTHYECKOTO BMENIATENhCTBA Ha
no3BoHOUHKKE marnueHTaM co CMA 5(Q c¢ TsxenbiM uckpusieHueM (yron Ko66a mms
00JbII0M KpUBU3HBI >50°) MM BBICOKOW CKOPOCTHIO TIporpeccupoBanus (>10° B rom) mist
coxpaHeHUs OallaHca TYJIOBHINA, KOPPEKIUU AeHOpMALUU TPYTHON KICTKH U yIyUlIeHUS
obmero kauectBa xu3Hu [39]. HeoOXomumMo OTIOXKHUTH BBIMOJHEHUE XUPYPrHYECKOTO
BMEIIIATEJICTBA Y JIeTeH 10 4-X JeTHero Bo3pacTta [39].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)

C

PexomeniyeTcsi pacCMOTPETh BOZMOXKHOCTh XUPYPTUUYECKOT0 JICUCHUSI HECTaOMIbHOCTH
Ta300eIPEHHOr0 cycTaBa y mamnueHToB co CMA 5Q, cTpanarmomniux oT 60JICBOTO CHHAPOMA,
st obneruenust 6oim [39].

Vposenv yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Ka3amenbemes — D)

C

Pexomenayercsi paccMOTPETh BO3MOXKHOCTh XHPYPrHYECKOTO JICUYCHHSI KOHTPAKTYp y
naueHToB co CMA 5Q, cTpagaroniux ot 60JI€eBOTO CHHApPOMA, AJisi oOJieryeHus: 60nu u
yBEIMUYEHHUS 00beMa JABKeHUH [39].

Vposenwv yoeoumenvrocmu pexomenoayuti C (ypogens 00cmogepHocmu 00Kazamenbcme — 5)

C

PexoMenayercss ycTaHaBIMBaTh TacTPOCTOMY M KOPMJIEHHE 4YE€pe3 TacTPOCTOMY Y
nanueHToB co CMA 5( mocie yCTaHOBJICHHUsI HEBO3MOXXHOCTH TPOTIAThIBAHUS THUIITH,
pHu OOJBIIIOM PUCKE aCUPAIIMOHHOTO CHHIPOMA U IIPH HYTPUTUBHON HEAOCTATOUHOCTH
[92]. Mo ycCTaHOBKH TacTPOCTOMBI HEOOXOIMMO BpPEMEHHOE KOPMJICHHE depe3
Ha30racTpaibHbIN WJIM HA30€IOHAJIBHBINA 30H/.

Vposenw yoeoumenvnocmu pexomenoayuii C (yposeno docmoseprocmu doxkazamenbeme — 4)
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C | Pexomenayercsi IOCTaHOBKA TPaxeoCTOMbI TeM mnauueHtam co CMA 5(, y KOTOpbIX
HEUHBa3WBHAs BEHTWIALUSA JIETKUX HEAOCTAaTOYHO d((eKTHUBHA WIM HEBO3MOXKHO
1o 00paTh MacouHbIi HHTEpdENc, s OCYIIECTBICHNUS NHBA3UBHOM BEHTUIISIINH JIETKUX

[39, 93].

Vposenwv yoeoumenvrocmu pexomenoayuil C (ypogernv 00cmogepHocmu 00Ka3ameibcme — 5).

Kommenmapuu: peunieHne o mepexoje Ha TPaxeoCTOMY JAOJKHO OCYIIECTBIISITHCS C

y4eTOM MHTEPECOB MAIMEeHTa U CEMbHU, KIIMHUYECKOTO CTaTyca, MPOTHO3a U Oy IyIIero KayecTBa
XKU3HHU. TpaxeocTomMa He NOJDKHA HAKIAAbIBaThCS TOJBKO C LEIbI0 CaHALMM JIBIXAaTEJbHBIX
nyteid. TpaxeocToMmy craBaT Toraa, korna pedeHok Hyxnpaercs B HUBJI monbmie 18 uacos.
Bompoc 0 BeHTHIISIIMK TOCPEICTBOM TPAXEOTOMHUH MOXKET ObITh PACCMOTPEH B CIIydae 4acThIX
IIHEBMOHUH Y JIEKa4UX MAUEHTOB, OJTHAKO CJIEAYET UMETh B BUY, YTO 3TOT IIOAXOJ HE BCErAa
IPUBOJMT K YJIY4YIIECHUIO Ka4yeCTBa JKM3HU M YMEHBIICHHIO KOJHMYECTBA TOCHUTAIM3aLui. B
JA1000M cilydae, TPaxeoTOMHs MPOBOJUTCS B MJIAHOBOM MOpPSAKE (HE B OCTPBIX CHUTYalMsX).

[IpuMeHeHNE TPAXCOTOMHUH V CUISYNX MAIMSHTOB HE SABIIICTCS ONPaBIaHHBIM.

5. TocnuTaJu3amum ¢ YY€TOM BHUJI0B OKa3aHUA MeIUIUMHCKOMH MOMOIIIHU

5.1.

5.2.

5.3.

5.4

Iloxa3anus AJ8 NMJIAHOBOW TIOCHUTAJHM3AIMM B JETCKOeE HEBPOJOTHYECKOE
oTacJICHUuE:

Bce marueHTel co CMA 5q 1 pa3 B roa mis (GyHKIIMOHAJIBHOW JBUTATEIbHOU
OLICHKHM, O0OcCJeloBaHUS Ha HajJM4ue OCJIOXHEHWH 3aboyieBaHus —
peCUpaTOpPHBIX, KOCTHO-CYCTaBHBIX U TaCTPOIHTEPOJOTHUECKHUX, a TAKKe UL
POBECHHS peaObHINTaIIH.

Bce manueHTsl co CMA 5q ans MHTpaTeKaJbHOTO BBeJIEHUs HycHHepceHa*. B
MEXJyHapOJHON MNpAaKTUKE HYCHUHEPCEH® MOXET ObITh BBEIAECH B YCIOBUAX
JIHEBHOT'O CTAallMOHApA.

Bce manueHTsl co CMA 5q, TpeOyromue o0cieoBaHus Mepea Xupyprudeckum
OpTONEANYECKUM BMEIIATEIbCTBOM.

IToxa3anus K BbINMKMCKE MAIMEHTAa MOcJjIe MJIAHOBOI rocnuTajau3aliu B 1eTCKOe
HEBPOJOTHYECCKOEC OTACJTICHUE:

BBINIOJIHEHWE IJlaHa oOcieoBaHUsl TMalMeHTa, B TOM YHCIE OI€HKa
pECIUPATOPHBIX HAPYIICHU;

MPOBEICHUE PeaOMIUTAIIMIOHHBIX MEPOIIPUSATHI;

YeTKHE PEKOMEHIallUU M0 JajibHelIeMy HaOI0IeHUIO U JIEYEHUIO.

Iloxa3anus JJ18 IUIAHOBOW TIOCMUTAJM3AIMM B JETCKOE XUPYpPIruiecroe
oTacJICHUuE:

nanueHTsl co CMA 5q, TpeOyroIue moCTaHOBKH TaCTPOCTOMBI,

nanueHTel co CMA 5q, TpeOyronme yCTaHOBKH TpPaxeoCTOMBI, HWHOTA
TPaxeoCcToMa YCTaHABIMBAETCS 110 SKCTPEHHBIM MIOKa3aHUIM, U peOCHOK TpeOyeT
SKCTPEHHOM TOCMUTAIN3alNN

Iloxa3anus s SKCTpeHHOﬁ rocnuraJam3anmum.
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PazButue y manuenta co CMA 5q «0ObuHBIX» 3a007eBaHull (OCTpasi BUPYCHAs
uHeKUs, OPOHXUT, TACTPOIHTEPUT C 00E3BOKMBAHUEM, ANICHIUIUT U IPYTHE
OCTpbIE  BOCHAJIUTENbHbIE  TMPOLECCHI),  HENPEABUACHHBIE  IEPEIOMBI,
3aIJIaHUPOBAaHHBIE  XMPYpPrHYECKHe MOpoLeAypbl  (Hampumep, YCTaHOBKA
KEJITYJIOUHOT0 30Ha, OCTEOTOMUS Oelipa), HO MPOTEKAIOLIUX TAKEI0, YUUTHIBAs
0COOCHHOCTH OO0JIE3HH.

Lenpio yxona 3a MalMEeHTaMU B OCTPOW CHUTYallMU SIBJISETCS HOPMaH3aIUs
razooOMeHa IMyTeM MPEayNpeKIeHUs aTeleKTa3upOBaHUS U  OYHILECHHS
JBIXaTeNbHBIX MyTei. B GonbpIIMHCTBE CilydaeB, MO BO3ZMOXHOCTH, 3TH 3a7aud
JOJDKHBI pEeHIaThCsl ¢ MOMOIIBI0O HEMHBA3UBHOM BEHTHIISILIMY JIETKHX.

Pa3Butue TSKENbIX  KU3HEYTPOXKAIOIIMX  JbIXaTEIbHBIX HApYyIIEHHH C
TUIOBEHTUIISIIMEH M amHod, 0e3 COMyTCTBYIOUIMX 3a00JeBaHHUM, NMPH ITOM
JbIXaTeIbHbIe HApYyIIEHUs TPeOyIOT peaHMMAaI[MOHHBIX MEPONPUITHI, MOKa3aHa
rOCIUTANINU3AIMS B MEJIULMHCKAE OPTaHU3alluM, UMEIOIIUE B CBOCH CTPYKType
OT/CJICHUE aHECTE3WOJIOTUM pPEeaHMMallud WX OJoK (manaTy) peaHuMalud U
UHTCHCUBHOW Tepanmuu M 0oO0OecredyMBaroliue KpPyrJIOCyTOYHOE MEIULUHCKOE
HaOJIIOIEHUE U JIeYECHUE IETEN.

[Ipy BBHINOJHEHHMH NPOTOKOJIOB HEOTJOKHOW MOMOIIH HEOOX0aUMO
CBSI3BIBATHLCHA ¢ MYJbTHAMCHUILIMHAPHOW Opuranoii (HEBPOJIOTHYECKON U
MyJIbMOHOJIOTUYECKO}), BKJIIOYas, Kak MpaBUJIO, Bpada-HEBPOJIOTra, KOTOPHIH
OCBEJIOMJICH O TE€YCHHH OO0JIE3HM W MOTEHUHUAIBHBIX MpoOieMax KOHKPETHOTO
MalyeHTa.

Kucaopoa y nanuentoB co CMA 10/12k€H NPUMEHATHCS € 0CTOPOKHOCTBIO.
Bropuunas runokcemusi, OOYCIOBJICHHAs THIIOBEHTWJIALMEH, MOXET OBITh
cryTaHa ¢ TUIIOKCeMHeH, OOyCIOBIEHHON IPYrUMHU NPUYUHAMHU, TAKUMHU Kak
3aKynmopKa CIOU3bI0 WM areiekTa3d. KamnomeTpusi uim muccieIoBaHue
KHCJIOTHO-OCHOBHOTO COCTOSIHMSI M Ta30B KPOBH TNOMOXKeT BbIOpPaTh
NPaBWJIBHBII Pe:KMM MPUMEHEHH s KHCJI0POo/aa.
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HAITUOHAJIBHBIN KJIMHUYECKU MTPOTOKOJI
MPOPUTAKTUKHA U PEABMJINTAIIMHU IO HO30JIOTUH
«50-ACCOIIMMPOBAHHOM CIIMHAJTbHON MBIIIEYHOM
ATPODUN»
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6. IpoduiakTuka W JUCHAHCEPHOe HAOJIONeHNEe, MEIUIMHCKHE TOKA3aHUS W
nponmonomwarmn K I]pl/IMeHeHl/llO METO/JA0B l'lpO(l)l/IJ'[aKTl/lKl/I

C | Pexomenayercsi BBeacHue npenapara JO6BB16 #nanueuzymad** Bcem mammeHTam co
CMA 5Q B TeueHHe MEPBBIX ABYX JIET KU3HU, & TAKXKE HCIOIH30BAHUE BAKIIMHBI JJIs
NpodUIAKTUKA  MTHEBMOKOKKOBBIX ~ HMHGPEKIUU™* ©, eXKerogHo, BaKIWHBI I
npo(UIAKTUKK TPUINA [MHAKTUBUPOBAHHOM|** C Henbio NMpoPHUIAKTUKA HH(EKIUi
JIBIXaTeNbHBIX TyTeH [62, 94, 95].
Vposenw yoeoumenvnocmu pexomenoayuii C (yposens 0ocmosepHocmu 00Ka3amenbeme — 5)
Kommenmapuu: npenapar JO6BB16 #nanuBu3zyma0d** nmpuMeHsIOT BHYTPHMBIIICYHO,
IPEINOYTUTENILHO B HapyXHYI0 O0KOByI0 o0nacth Oenpa. PasoBas moza — 15 mr/kr. Cxema
MPUMEHEHUS COCTOUT M3 5 MHBEKLHH Ipenapara, NPOBOAUMBIX ¢ MHTEpBaJoM B 30 gHEl B
TEYEHHUE CE30HHOTO MOIheMa 32001€BAEMOCTH, BBI3BIBAEMOU PEeCIIUPATOPHBIM CHHIIUTHATHHBIM
Bupycom [28]. CoryiacHO KaleHIapio BaKI[MHALIMH, MAIUCHT JODKCH MMOJYYUTh MEPBbIC 3 03Bl
BaKIMHBI 1 MPOQUIAKTUKN MHEBMOKOKKOBBIX MH(EKIM 10 roma, u 4-10 Ao03y mocie 12
MecsaleB. Bcee ocrajgbHble BakuuHbl BBOAATCHA JgeraM co CMA 5q coruaacHo
HannoHa/ibHOMY NPUBHBOYHOMY KaJIeHIaPI0.

C | PekoMeHayeTcsi MOJICKYJISIPHO-TEHETHUECKOE HCCIeoBaHui MyTanui B reHe SMNI1 y
08, W  TPEUMIUIAaHTAI[MOHHAs TeHEeTHYecKas JIUAarHocTuka -HMOpuoHa (c
HCIIOJIb30BAaHUEM SKCTPAKOPIIOPAIHHOTO OIJIOJOTBOPEHHUS) POAUTENISAM IMalUeHTa CO
CMAS5(Q, a Takxe mapaM, B KOTOPBIX KaXIbli U3 TAPTHEPOB SBISECTCS MOATBEPKICHHBIM
TeTEPO3UIOTHBIM HOCHUTEIeM penenuu 7 win 7-8 3kx30H0B reHa SMNI1, ¢ memnsio
pEIOTBpAIICHUS TOBTOPHOTO poxkaeHus pedenka co CMA B cembe [39].
Vposenv yoeoumenvnocmu pexomenoayuii C (yposens 0ocmosepHocmu 00Ka3amenbemes — D)
Kommenmapuu: npoenenue npenaranpsioi JJHK-nnarnocTuky Bo3aMOXHO Ha pasHBIX
cpokax OepemeHHOCTH: 8-12 Hemenb (BOpcuHBI XOopuwoHa), 15-18 Hemenbp (aMHHMOTHYECKas
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KUIKOCTh), 20-24 Henmenu (MymoBUHHAs KpoBb). ONTUMaTBHBIM SBISETCS HCCICIOBAHHE
OuonTaTa XOpHOHA: MpU HEOIArOMPUATHOM MPOrHO3e OEPEMEHHOCTh MOXET OBITh MpEepBaHa B
CPOKH OOBIYHOTO METUIIMHCKOTO abopTa.

7. MeauuuHcKasi  peadMJMTANMs,  HCHOJb30BAHHE  TEXHHYECKHUX  CPeACTB
peadnInTaANNU, KOPPEKIUS OPTONeUYECKUX HAPYIIIeHU

duznueckas Tepanus U peadrInTanus, IpOBOAMMbIE Ha PETYJISIPHON OCHOBE, TO3BOJISIOT
OPOJUTUTh MPOAOKUTENIBHOCTh KU3HU, YIy4IIUTh KAauyeCTBO JKM3HU TAIMEHTOB, WX
(GYHKIIMOHATBHBIN U COIMANIBHBINA CTATYC.

Peabunuranus Heobxommma BceM paetsMm co CMA, HO B 3aBUCHMOCTH OT
(GYHKIIMOHATBHOTO COCTOSHUS TMalMeHTa, a He OT THmma 3abomeBanms (CMA 1, II, I1lI),
oTpeeNnsieTcss HeOOXOANUMBIA 00BbEM, YacTOTa MPOBEACHUS U METOAbI peabunuranuu. [lanHas
byHKIHOHATbHAS Kiaccu(UKaus MO3BOJSAET KOHKPETU3UPOBATh 3a7aud peadMIUTAlUU IS
OTIPENIEJICHHOTO MAIlUeHTa C YYETOM €T0 BO3MOKHOCTEH:

* JIe)Kaune (MO3aHsS HeaMOyJIaTopHasl CTaaus);

* cuasune (paHHss HeaMOyaTopHas CTaaus);

* xoasure (aMOyaTopHas CTaIus).

Bcem marmmentam co CMA pekomMeHayeTcss ocCMOTp (KOHCYJIbTAIMs ) Bpada 1o JIeueOHOM
bu3KynpType W Bpada-pu3MoTeparneBTa IS COCTABJICHUS IUIaHA 3aHATHH TIO0 JieueOHOMH
¢u3kyabTYpE U (PU3HOTEpANIUN.

7.1.1. Metoasb! peadunutanuu CMASq neasiTes:
— HeTexHHYeckue (K HHUM OTHOCATCS (U3MYECKas Tepamus: jedeOHas (PU3KYIbTYypa,

Maccax; pacTsHKEHUE MBIIII U Ap.) U

— TexHH4eckue (OPTE3UPOBAHHUE U KOPCETHPOBAHUE TYJIOBUIIA K KOHEUHOCTEH ), BKITFOYAs

XUPYPrUUECKYI0 KOPPEKIHUI0 OpTOMEAMYECKHX MpoOiieM, MPENmSITCTBYIOMMNX HX

pe3yIbTaTUBHOMY BBITIOJIHCHHIO, & TAKXKe APYrHe METOAbl (HAOKEHHE ITUPKYISIPHBIX

TUIICOBBIX  MOBA30K; pOOOTH3MpPOBAaHHAs MeXaHOTepamus Mpu  3a00JeBaHUAX

nepudepruvIecKoil HEpBHON CHCTEMBbI, MPUMEHEHHE TPEHAXKEPOB pPEaOMIMTAIIMOHHBIX;

njaaBaHbe U puznorepanms).

7.1.2. MeponpusiTusi, HanpaBJieHHbIe HA KOPPEKIUIO U MOJAeP:KKY KOCTHO-
MBIIIIEYHOM CHCTEMbI
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Ilenu

JIOJITOCPOYHBIC IIEJIH — ITOBCETHEBHAS paboTa ¢ peOeHKOM (COBMeCTHas paboTa
(GbU3NYECKOro TepaneBTa-KypaTopa, poauTeIeH U HHOTa CaMoro peOeHKa)
KPaTKOCPOYHBIC U OTCPOUCHHBIE IIETH — KYpPC PEadMIINTAINY B peaOMINTAIMOHHOM IICHTPE

3aoauu

HE JIONYCTUTH ()OPMUPOBAHUS IPUBBIYHOTO MTOPOYHOTO MOJIOKEHUS KOHEYHOCTEH U UX
CETMEHTOB, M, KaK CIICJICTBUE, PAHHUX KOHTPAKTYD;

3aMeTUTh MPoIiecc aTpodru MBI OT O€3/1eHCTBYUS,

MPEMSITCTBOBATH JICTCHEPATHBHOMY YKOPOYCHHIO MBIIIICYHBIX BOJIOKOH;

POUTATH (PYHKITHOHALHYIO aKTHBHOCTD MAI[UECHTOB;

MPEMSTCTBOBATH PA3BUTHIO KOHTPAKTYP CyCTaBOB KOHECYHOCTEH;

YBEJIMYUTH TIOJIBUKHOCTh MAIIUCHTOB (COXPAaHUTH/TIOBBICUTH 00BEM U aAMILTUTYTY
JIBIKEHUM );

JaTh BO3MOXKHOCTH (DH3HOJIOTMYECKOMY PA3BUTHIO M (DYHKIIMOHUPOBAHUIO BHYTPEHHUX
OpPTaHOB U CUCTEM.

Meponpuamusa (oouwgue npunyunot)

nedyeOHast Pu3KyIbTypa BceM namuentaMm co CMA 5q ¢ nenbro yBenuueHus o0bema u
AMIUTUTYBI IBYKCHUN U MPOPUIAKTHKY PAa3BUTHS KOHTPAKTYP

Macca)k I'pyJHOM KJIETKM MEeIMLMHCKUN BceM nanueHnTam co CMA 5q ¢ pecniupaToOpHBIMU
HapyUICHUSIMH U U1 TPO(UIAKTUKU JIETOUHBIX OCJI0KHEHUH ¥ TUIOBEHTUJISILIUU

nedyeOHast GU3KYyIbTypa Mpu 3a00JI€BaHUSIX BEPXHUX JIbIXaTEIbHBIX MTyTeH (KHHE3UOTEpaIus
IpyAHOHN KJIETKU WIN NOCTYypajbHBIA JpeHax) BceM nanuentam co CMA 5q ¢
pecnMpaTOPHBIMU HAPYIIEHUSMU U JIJISl MPOPHIAKTUKH JIETOYHBIX OCJIOKHEHHUH 1
TUTIOBEHTUJIS TN

MexaHoTepanus BceM namuentam co CMA 5q ¢ 1enpio yBenu4eHus: 00beMa 1 aMIUIUTYIbI
JBYD)KEHUH U TPOUIIAKTUKU PAa3BUTHUSL KOHTPAKTYP (HEOOXOIMMO MPOBEICHUE PACTSIKEK,
COTIPOBOXKAAEMBIX JIETKMM Macca)keM (pa3orpenaroliee 1eiCcTBUe), JNIMTEIbHOCTD 3aHATUI
3aBHUCAT OT KOHKPETHBIX TOTPEOHOCTEH MaIeHTa, COCTOSIHUS CYyCTaBOB U IIeJIeH
peadbunuTaumn).

nedyeOHOe TIaBaHue B Oacceiine BceM manueHTam co CMA 5q tun 2 u 3 a1 o6sier4eHus
nswkenuil. Temnepatypa Boabl B Oacceline nomxHa 0b1Th 30-33°C (onTUManbHbIe
TEeMIEepaTypHbIe paMKHU I HAaWTy4IlIero MeTabonr3mMa MbIIIIT).

nedeOHast PU3KYIbTYpa ¢ UCIOJIBb30BAaHUEM aMapaToB U TPEHAKEPOB BCEM MAIlMEHTaM CO
CMA 5q s noaepskaHusi IBUTaTeIbHOM aKTUBHOCTH M TPOMMIAKTUKY PA3BUTHUS
KOHTPAKTYp

napaduHoTepanus naueataM co CMA 5q ¢ dopmupoBaHueM KOHTPAKTYP 711 yMEHBITICHUS
CTETICHU BBIPAKCHHOCTH KOHTPAKTYP

BO3/IeHiCTBHE JIeueOHOI rpsa3bio (030kepuT) naruentam co CMA 5q ¢ popmupoBanueM
KOHTPAKTYP JUIsl YMEHBIICHUSI CTENIEHU X BbIPAKEHHOCTH

TPEHUPOBKA C OMOJIOTHUECKOW 0OPAaTHOM CBS3BIO 1O JIEKTPOMHUOTPAPUU (MHOCTUMYJISIINS)
narueHTam co CMA 5q s mojaepskanust pyHKIIMOHAIBHBIX BOZMOKHOCTEH MBIIIIIT
MeXaHOTepamnus 1 poOOTU3MPOBAaHHAS MEXaHOTepamnus BceM narpentam co CMA 5q amns
coXpaHEeHHUs 00beMa IBMKCHHH IS (BEJIOTpeHaXKep, HAaOOp peaOuIUTAIIMOHHBIX U3ICTTUI
IpY HapyIICHUSX OMOPHO-/IBUTATEIBHOTO alllapara, NeANaTpUIECKU U Ipyrue TpeHaxKephbl
peadbunuTaloHHbIe, JOPOXKKa OeroBasi CTaHJapTHAs MEXaHUYEeCKas UM C
IIEKTPOIUTAHUEM )

HaJIOXKEHHE LUPKYJIIPHON I'MIICOBOM MOBA3KU nanueHTam co CMA 5q ¢ KOHTpakTypamu B
KOJIGHHBIX U TOJICGHOCTOIIHBIX CYCTaBax Ul yBEIMUECHUsI 00beMa IBHKCHUN B HUX
(ruricoBaHME KOPOTKUMH KypCcaMH - Ha 5 THEW yepe3 2 JTHA).
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— YCIyTH IO MEAMIIMHCKOW peaduINTaluy JeTeH ¢ HEHpO-OpTONeANIECKON MaToIorHel
METOaMu JiedeOHOro TenupoBanus nauerTam co CMA 5q tum 3 ¢ 11efbl0 yMEHbIIEHUS
Harpy3KH Ha MBILIIIBI

7.2. MeponpusiTusi B 3aBUCHUMOCTH 0T (P)YHKIMOHAJIBHOI0 CTATyCA MAIHEHTA
7.2.1. PeaOMauTaAlMA «JIEKAYUX» MANMEHTOB

Obuwgue npunyunol.

— TpaBWIBHOE TMO3WIMOHUPOBAHME — U30€raTth TMOJOKEHUS <«Jie)Ka Ha CIHUHE C
MOBEPHYTHIMU HAPYXKy OepaMuy, MOJIOKEHHE peOeHKa B TTOCTEH U Ha JII000H apyroi
MOBEPXHOCTH JIOJDKHO OBITh  (YHKIIMOHAIBHO BBITOJHBIM U  TPEAOTBpAIlaTh
BO3MOXHOCTh PEaJIM3AIIMU TTOPOYHBIX YCTAHOBOK U UX OCJIOKHEHHH.

— YacThIe CMEHBI TIOJIOKECHHUS TeJla B TTOCTEIH;

— WCTOJBh30BAHHE MOJIPYYHBIX CPENICTB, KOTOPBIE MOTYT JIETKO M3MEHSTH CBOIO (hopMy H
MIPUHUMATh BEC KOHEYHOCTH Ha ce0sl, TeM CaMbIM HMHUTHUPYS aHTHUTPABUTAIIMOHHOE
neiicTBre (MaTpac, HAMOIHEHHBIN IPOCOM).

— CTUMYJIALIMS TOBCEIHEBHOW AKTUBHOCTHU: WUTPhl M JIPYTUE AKTUBHBIC 3aHATUS KaK C
WCIIOIH30BAaHUEM CITEIIUATIBHBIX MPUCIIOCOOIEHUH (HampuMep, 00JIerYeHHbBIE UTPYIIKH;

— BepTUKaNW3amus Jekaunx mnanmueHTtoB co CMA 59 ¢ menpio npodriiakTHKA
OPTOTEANYECKIX OCIOKHEHUH OCHOBHOTO 3a00JI€BaHUS U CO3MAHUS (PU3UOTOTUIECKUX
YCIOBHH IS HOPMAJIBHOTO Pa3BUTHUS W (YHKIIMOHUPOBAHHS BHYTPECHHUX OPTraHOB
(BepTUKanIM3aIys MAMEeHTa B OMOpe JJIsi CTOSIHUS HeoOXoIuMa cyMMapHO He MeHee |
yaca B JIeHb B 3aBUCHUMOCTH OT BO3MOXKHOCTEHW peOeHKa, JJIA MaIMeHTOB, KOTOPHIC
HUKOTJIa HE MOTJIU CUJETh, MOXKET OBITh MTOKa3aHa BEPTUKAIIN3AIINS, HAYMHASI C BO3pacTa
14 mecsiieB).

— TIpeObIBaHWE B TOJOXKEHUU «CHIs» JexkaunMm marueHta co CMA 5 ¢ 1menbio
npoQUITAKTUKA OPTONEANYSCKUX OCIOKHEHUU OCHOBHOTO 3a00JICBaHHS W CO3JaHUS
(U3MOIOTUYECKUX YCIOBUH 1T HOPMAJIbHOTO pa3BUTUS U (DyHKIIMOHUPOBAHUS
BHYTPEHHUX OPraHOB.

Hemexnuueckue memoouwt peadbunumauuu:

—  yOpaKHEHHS JieueOHON (PU3KYIBTYpHI C UCTIOIB30BAHUEM MOIBECHBIX CUCTEM C IIETBIO
yYBEIMUEHUSI 00beMa U aMIUTATY/bI IBMKCHUA U MPO(DUIAKTUKYA Pa3BUTHS KOHTPAKTYP
(ymoOHO WUCIONIb30BaTh PE3WHOBBIC WM TPSMUYHBIC JIGHTHI JUIS TTOABCIIMBAHUS
CErMEHTOB KOHEYHOCTEH ).

— MEIUKO-TIOTOTIeANYecKass TMmporenypa npu aucharusx ¢ Ledbl0  TPEHHPOBOK
YKEBATEIIPHBIX U TIOTATEIBHBIX MBIIII, COXpaHeHHUE/yydlieHue GyHKINA 1 )KeBaHUS 1
[JIOTaHUs, TPEAOTBPAIICHUS/TIPOPUIAKTUKA YEIIOCTHBIX KOHTPAKTyp, TPEHUPOBKHU
CHJIBI TIPUKYyCa (TEXHUKH JIOTOTICIMYECKOTO Maccaxa; yIpaxHeH!s, KOTOPbIE TTOMOTal0T
3aICUCTBOBaTh M TPEHUPOBATh MBIl KEBAHUS M TJIOTaHUS, B TOM YHCIE C
WCIIOIH30BAaHUEM JIOTONIEUYCCKUX 30HIOB; OOy4YeHHE TOCTYpPaJIbHBIM TEXHUKAM,
o0JIervaronuM TIoTaHue, JHI] 110 YXO/Y)

— MEIUIMHCKUI Maccak JUla C ILEJIbI0 TPEHUPOBOK >KEBATENbHBIX M IVIOTATEIbHBIX
MBIIII,  COXpaHEHHWe/ynydlieHne  (QYyHKIUH U KEBaHHS W [JOTaHUSA,
MPEAOTBPAIICHUS/TIPOPUITAKTUKH YSIFOCTHBIX KOHTPAKTYP, TPEHUPOBKH CHITBI IIPUKYCA.

— o0muii MaccaxX MEIUIIMHCKUN, MEIUIMHCKHA MacCcaX BEPXHUX U  HIDKHHX
KOHEUYHOCTEW, MEIUIMHCKUNA Macca)k CIHUHBl C IENbl0 YIYYIICHHUS COCTOSHUS
MBIIIEYHOTO arrapara v A1 TpoPHIaKTUKA Pa3BUTHS HEHPOOPTOIIETUICCKHUX TIPOOIeM
(Maccaxx MODKEH OBITh 0€3 Ype3MEpHON CHIIBI BO3JCHCTBHSI Ha MBIIIIBI, HArpy3Ka
JOJKHA OBITH Pa3yMHOM, HE BBI3BIBATh YTOMJICHUE MBIIIIIT)
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Texnuueckue memoowvt/cpeocmea peavunumayuu (TCP):

peabUINTAlMOHHbIE U aJalTHPOBaHHbBIE JUISI MHBAIMIOB H3Jeius (3aJHE-OMOpHBIE
OTIOPHI VISl CTOSTHUS ¢ BOBMOXXKHOCTBIO HakyioHa oT 90° mo 180°) (omopsl Ay CTOSTHUS
JOJDKHBI UMETh ()YHKIIMOHATBHBIN MTOATOIOBHUK, (PUKCATOPBI KOPITyca Ha YPOBHE TPyIU
1 Ta3a; (UKCATOPbl HUYKHUX KOHEUHOCTEH Ha YpPOBHE HIXKHUX TpeTel Oeiep U KOJIEHHBIX
CYCTaBOB; MIOJICTABKY JUIsl CTOII C PETYIUPOBKOM IO YITTy HAKJIOHA; MPUCTABHOU CTOJIUK;
BO3MOXXHOCTh BEPTHKAJIM3aLMU B ONOPE ISl CTOSHUSA B IOJIOKEHHWH 'pa3BEIEHHBIX
Oenep" (momonHHWTENbHAS QYHKIHS Yy OMOp M CTOSHUS), YTO  CHOCOOCTBYET
(hopMHpPOBaHUIO Ta300€PEHHBIX CYCTABOB U MPO(DHIIAKTHKE BHIBUXOB Ta300€IpEHHBIX
CYCTaBOB).

OpTe3bl JIsl KOHEYHOCTEH U TYJIOBUIIA, a TAKKE CHEIUATU3UPOBAHHBIC U
a/IalTUPOBAHHBIE ISl MHBAJIUOB NMPUCIOCOONEHUS AJIs MO3UIIMOHUPOBAHUS (BaJIHKH,
(hopMOBaHHBIE MOAYIIKU PA3TUIHOMN KECTKOCTU M KOHPUTYPALUU, HTPYIIKH) C [ETHIO
MPHUIAaHUS TPUIIOAHATOTO, (YHKIIMOHATIBHOTO MOJI0KEHHs ¢ HeoOXoAuMOoH (ukcarueit
TYJIOBUIA M TOJACPKKOW TOJNOBBI M JUId NOOYXIeHHs peOEHKa K JBUTaTebHOU
akTUBHOCTH. CyMMapHO€ BpeMsl HaXOXJIEHHUs B opTe3ax 10 8-12 4acoB B J€Hb.
KOMHAaTHbIE M MPOTYJIOUHBIE KPECIA-KOJSICKA C PyYHBIM IPUBOJOM C JAOMOJIHUTEIBHON
¢dukcanueit (Moaaep>KKO) TOJNIOBBI U TEJa, OHU W3TOTABIMBAIOTCS MHAWBHUIYAILHO IO
00BEMHOM TPEXMEPHOU MOJICIIH 3aJHEH TTOBEPXHOCTH TeIa.

opre3 TynoBuia (QyHKIIMOHAIEHO-KOPPUTHUPYIOIIETO KOPCETa), U3TOTOBICHHOTO JIJIst
pebeHKa MHANBHUIYAIBHO IO CIENKY C MCIOIb30BaHUEM BHITSDKEHUS meTiéii [ muccona
3a TOJIOBY WJIM B TOPU3OHTAJIBHOM IOJOKEHHU C ycTpaHeHHeM Jaedopmanuii B
MOJIOKEHUH CHJISL C IIENIbI0 MPEMSTCTBUS 00Pa30BAHUIO CKOJIMOTHUYECKOU NedhopMaIiuu
MMO3BOHOYHMKA (KopceT i marueHToB co CMA wucnonb3yercs (yHKIIMOHAIBHO-
KOPPUTHPYIOLINI «C OMOpPOW Ha Ta3», COXPAHSIOMMN OalaHC MMO3BOHOYHOTO CTOJO0A,
MPeOTBpaAIAlOINi  KOJIOKOJI000pa3Hyto AedopMalvio TPyIHOW KIETKH U He
HapymIarmuid (QyHKIUI0 BHEITHETO JBIXaHUS — BO3MOXKHO, MOTPEOYEeTCS] «OKHO s
IBIXaHUSD W OTBEPCTHE JUIsl racTpocToMbl npu e€ Hanuuuu). CymmapHoe Bpems
HaxX0XJICHHUS B KOPCETE BOZMOXKHO 710 6-8 4acoB B JICHb.

€XKEJIHEBHOE HCIOJIb30BAHUE OPTE30B HAa HIKHUE KOHEYHOCTH, HW3TOTOBICHHBIX
WHIUBUAYATbHO (Hampumep, TYTOPbl Ha TOJEHOCTONMHBIE CYCTaBbl — JUISl CHJCHUSA,
TYTOPBI Ha BCIO HOTY — /I CHA) JexxauyuM nanuenta co CMA 5¢ st npenoTBpalieHus
U 3aMeJJIeHus Iporecca 00pa3oBaHUs KOHTPAKTYP CYCTaBOB KOHEUHOCTEH.

Peaﬁl/lﬂl/lTaHI/lﬂ «CUAAYUX>» MMAIUCHTOB:

Oouwgue npunyunsi:

MOBBIIIIEHNE MOOMIIFHOCTH MAIEHTOB;

3aMe[UIeHHE TPOTPECCHPOBAHMS  MBIMICYHONH C€1a0oCTH, TOTepH (QYHKIUH U
dbopmupoBanus arpoduii 6e3neicTBIS;

yAy4IlleHHe PYYHON MaHUITYIISAIUH;

CO3MaHUE YCIIOBHH AJISI Pa3BUTHS M HOPMAJIBbHOTO (DYHKIIMOHMPOBAHHS BHYTPEHHHX
OpraHoB;

pa3paboTKa cycTaBoOB M MPO(pUIAKTHKA 00pa30BaHUs KOHTPAKTYP;

(bopMHpOBaHUE U MOAJIEPKAHUE CUMMETPUYHOCTH T103bI;

NPEIYIPExACHUE CKOTHOTHUECKON ehopMaliiy O3BOHOYHUKA U TTepeKoca Tasa;
oOyueHue OBITOBBHIM HaBbIKAM U HaBBIKAM CAMOOOCITY>KUBAHHS B CPE/IC.

Ocoboe 3HaueHue B pu3nyecKoi Tepanuu yaensercs: GOpMHUPOBAHUIO0 CHMMETPUYHOCTH
03Bl 1 MUHUMU3AIMH PA3InYUN B PA3BUTOCTH U (PYHKIIUN MEXIY MPaBbIMHU U JICBBIMU
KOHEYHOCTSIMHU.

Hemexnuueckue memoont peaﬁuﬂumauuu:
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3pI‘OT€paHI/I}I JJIA OKa3aHusA IMTOMOIIN HaI_II/IeHTy B HOBCG,Z[HGBHOI\/'I KHU3HU, paSBI/ITI/IH n
HOI[,Z[Gp)KaHI/IH CIKCIHCBHO I/ICHOJ'IB3yGMBIX WM HABBIKOB.

MEIHMKO-JIOTOTIeAUYecKasl mpoleaypa npu aucharusx, Kotopas OyAeT MONe3HOM s
MalUeHTOB BeeX KIMHNYECKUX TUIOB CMA |-I11 (TexHuKH TOTONIEIMYECKOTO Maccaxa;
pra)KHeHI/I}I, KOTOpBIe IIOMOrarT 3a,Z[€I>'ICTBOBaTI> nu TpeHI/IpOBaTI: MBIIIIBI KEBAHUA U
JIOTaHUs, B TOM YHCJ€ TEXHHKH C BO3MOKHOCTBHIO HCIIOJIB30BAHHUS JIOTONEINIECKIX
30HA0B, BKJIIOYasa 06yquHe HOCTypaJ'IbeIM TCXHHUKaM, O6J'I€I“IaIOH_[I/IM TJIOTaHUC, JIUIL
0 yXOAy) C TIEJbI0 TPEHUPOBOK IKEBATEIBbHBIX M  IJIOTATEIBHBIX  MBIIIIII,
COXpaHeHHue/yTy4llIeHne byHKIHI 54 JKEBaHUS 51 JIOTaHUS,
MPEAOTBPAIICHUS/TIPOPUITAKTUKH YSITFOCTHBIX KOHTPAKTYP, TPEHUPOBKH CHITBI IIPUKYCA.
MEIUKO-JIOTONIEANYECKass  Iporeaypa  C WCIIOJIb30BAaHUEM  WHTEPAKTHUBHBIX
MH(POPMALMOHHBIX TEXHOJOTUH (MPUMEHAETCS NpPU 3aHATHAX 10  YIYYIICHUIO
ApPTUKYJISIIUA M KOPPEKIIMHM PEUYEBBIX HAPYIICHWH, MOXKET WCIOJIb30BaThCs MpHU
IIPOBEJCHUM APTUKYIISIIMOHHOW TMMHACTHUKH).

MEAMIIMHCKUI MaccaXk JHIA, MEIUIMHCKOTO Maccaka IIEH C IENbI0 TPEHUPOBOK
YKEBATEIIPHBIX U TIOTATEIBHBIX MBIIII, COXpaHeHHUE/yydlieHue GyHKIWA 1 )KeBaHUS 1
IOTaHUSA, NPEAOTBPAILCHUS/TIPOPUIAKTUKN YEIIOCTHBIX KOHTPAKTYp, TPEHUPOBKHU
CHUJIBI TIPUKYCA.

o0mui Maccak MEIUIIMHCKUN, MEAUIIMHCKUA MacCcaXX BEPXHUX U  HIDKHHX
KOHG‘IHOCTGI’I, MG,Z[I/II_II/IHCKI/Iﬁ MacCaX CIIMHBI C LICJIbIO y.)'[y‘-II_HeHI/IH COCTOAHUA
MBIIIEYHOTO arrapara v A1 TpoPHIaKTHKA Pa3BUTHS HEHPOOPTOIIETUICCKHUX TIPOOIeM
(Maccaxx MODKEH OBITh 0€3 Ype3MEpHOW CHIIBI BO3JCHCTBHSI Ha MBIIIIBI, HATrpy3Ka
JOJKHA OBITH Pa3yMHOM, HE BBI3BIBATh YTOMJICHUE MBIIIIIT)

u ap.).

Texnuueckue memoovt/cpeocmea peavunumavuu (TCP):

CHETHAIM3UPOBAHHBIE OPTE3bl — OPTONEINYCCKUE alMaparhl Ha HIDKHUE KOHEYHOCTH
U TyloBuile cuasuuM mnanueHtam co CMA 5(Q 06e3 KOHTpakTyp IS MOAJACpKaHUS
BEPTHKAIBHON TIO3BI M CIOCOOHOCTH K TEPEIBIKEHUIO C TMOMOIIBIO CPEICTB
JOTIOTHUTEBHOU omopkl. [IpeObiBaHNE B CTOSTYEM TMOJIOKEHHUH JIOJKHO TMOOIIPSATHCS,
MOJACPKUBAEMOE TTOJIOKEHHUE CTOSI JOJHKHO COCTABIATH A0 60 MUHYT.

OpTE3bI TYJIOBHINA — KOPCEThl (PYHKIMOHAIBHO KOPPUTHPYIOIIHE (TPYA0-TIOSCHUYHO-
kpectroBsie — Tumna 1 SLO) mist yimydieHuss OCaHKH U IBUTATEIIbHBIX (DYHKITUH.
OpPTOTICIUYECKUE armapaTbl — OOJErdy€HHBIN anmapaT Ha HUKHUE KOHEYHOCTH U
TYJIOBHUIIE WJIW anmapaTrhl Ha TOJICHOCTOIHBIN U KOJCHHBIM CyCTaBbl, WM allliapaThl Ha
BCIO HOTY, WJIH anmapaT Ha HIDKHUE KOHEYHOCTH U TYJIOBUIIE JJIsI PEIUTIPOKHON XOIhObI
(RGO) - cumsunm manumentam co CMA 5Q, o6mamaronuM A0CTaTOYHONW CHIION, IS
o0JIeTYeHHs CTOSHUS U XOABOBI C IIOMOIIBIO APYTUX JUIL.

CpeICTBa TEPEABIIKEHUS, aJalTUPOBaHHbIC (MHIUBUAYyAIH3UPOBAHHBIE Kpecia-
KOJISICKH C PYYHBIM TIPUBOJIOM C JIOTIOJIHUTENIbHON (prkcaruent (moaep kKo ) TOIOBB U
Tena, KOMHATHBIE W MPOTYIIOUHBIC, U WU3TOTOBICHHBIC WHAMBHUAYAIbHO MO O00BEMHOMN
TpEXMEPHOU MOZACIM 3aJHEH TOBEPXHOCTHU TeJa JIOKEMEHTBI, YCTAHOBJICHHBIC Ha
KONECHYI0 0a3zy Kpecla-KOJSICKM COOTBETCTBYIOIIETO pa3Mepa W Ha3zHAUCHUs) IS
oOecneueHns o0Iell MOOUIBHOCTH.

PeaﬁunuTauuﬂ OJIA «XOAAYUX>» MAIUMECHTOB

Oouwgue npunyunsi:

INPUOPUTETHOCTh MPUHIUIOB JO3UPOBAHUS (HU3MYECKOW HArpy3Kd M BHEAPEHUS
¢bu3nveckoil Tepaniy B TOBCEAHEBHYIO KU3Hb peOCHKA.
MOBBIIIIEHUE BHIHOCIMBOCTH/TOJIEPAHTHOCTH K (PU3UUECKUM Harpy3Kam.
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Hemexnuueckue memoont peaﬁuﬂumauuu:

o0muid Maccak MEIUIIMHCKUN, MEIUIIMHCKUA MacCcaXX BEPXHUX U  HIDKHHX
KOHEYHOCTEH, MEIUIMHCKUI Macca)k CIHMHBI C LEJIbI0 YIYUHIEHHS COCTOSHHS
MBILIEYHOTO anmapara u Jjs Mpo(UIaKTUKY pa3BUTHS HEHPOOpTONIeAnYECKUX MpolieM
(Maccak NTOJDKEH OBITH 03 Ype3MEepHOM CHJIBI BO3ICUCTBHS Ha MBIIIIBI, Harpy3Ka
JOJDKHA OBITH Pa3yMHOM, HE BBI3bIBATh YTOMJICHHE MBIIIIII).

Texnuueckue memoowvt/cpeocmea peadounumayuu (TCP):

CpeICTBa MepeABIKEHUS aJalTUPOBAHHBIX (TPOCTH M MHOTOOIIOPHOM TPOCTH, XOAYHKOB
KOJICCHBIX U APYTrUux CpCACTB, HaH60nee IIOJTHO OTBC€YHAKOIITUX HOTpGGHOCT}IM nanucHTa,
anmmaparoB RGO (cm. y cumsaumx manmeHToB) XomsuuM mamueHTtamM co CMA 5q,
TpeOyIOUIMM JOMOIHUTENBHOM OMOPHI PH X0b0€, € IETbI0 COXPAHEHUS IBUTATEIbHON
AKTUBHOCTH.

opromenuueckas oO0yBb, HMMEIOMUM JedOopMalMi CTOM, C TIEJIbI0 OOJeTYeHUs
,Z[BI’IFﬁTG.HBHOﬁ AKTUBHOCTH.

OpTe3bl — ammaparbl WM TYTOPbl Ha TOJCHOCTOIHBIE CYCTaBbl COBMECTHO C OOYBBIO
xomsiuuM TanmeHTam co CMA 50, umerommm aedopmariuu CTom, ajis oOnerdeHus
XO/IbOBI.

CpeICTBa TEpPEABIKCHUS, AaNTUPOBAHHBIE — KPECIA-KOMSCKH AaKTHMBHOTO THUIIA
xomstauM naresTaM co CMA 5¢ Tum npu orpaHUYeHHON BEIHOCIMBOCTH peOSHKA UITH
HGOGXO,Z[I/IMOCTI/I NEpCABUIKCHUA Ha 60JII>H_II/I€ PaCCTOAHUA JJIA YBCIIMYUCHUSA
MOOWIBHOCTH ITallMEHTA.

peabuINTAMOHHbIE M aJalTHPOBaHHbIC AJIi WHBAIMIOB M3IENUsS — ONOPbI s
CHUACHMUA, OTBCUAOIIIMX BCEM Tpe6OBaHI/I5IM MMpaBUJIILHOTO MO3UIHUOHUPOBAHUA
(mOTIOTHEHHBIX OOKOBBIMU (DUKCATOpPAaMH KOPITyCca Ha YpPOBHE TPYAH, PETYIATOPOM
HaKJIOHa CIIMHKHU, MOMJIOKOTHHUKaAMH C MCXAaHU3MOM pPCryJIupoOBaHHA BBICOTHI,
MOJCTAaBKOM 11 CTON C MEXaHHW3MOM pETYIHpPOBaHUS yIiia HAKIOHA) XOASYUM
naruentam co CMA 5q as npouIakTUKH.

opTe3 TyloBHIIA — (YHKIMOHAJIHHO-KOPPUTUPYIOIIMH KOpPCEeT MpH HaJUYdu yIia
nedopmaruy MO3BOHOYHHKA, U3MEPEHHOTOo o metoxy KoGb6a, 15 u Gonee rpamycos,
M3TOTOBIIEHHOTO TIO CIIETIKY C TPYAHOM KJIETKU peOeHKa, Ik COXpaHeHus OasiaHca.
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HAIIMOHAJIbHBIN KJIMHUYECKUM MIPOTOKOJI
MAJJIMATUBHOHN MEJIUIIMHCKOM MOMOIIIH IO
HO30J0TUH «50-ACCOIIMUPOBAHHOHN CIIUHAJBHOU
MBIITEYHOM ATPOD U »
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Tamxkent — 2024

8. IMannuaTuBHAS MeAUIUHCKAS MoMoIb [36]

IlamnmuaTuBHAS TTOMOINL — moaxoa, LmEJIbI KOTOPOro SABJACTCA YIYUYIICHUE KadyeCTBa

JKW3HU TALMEHTOB U WICHOB MX CEMEW, OKa3aBIIMXCS MEpeN JIMIIOM YIPOXKAIOMIEro >KU3HU
3aboneBanus. [maBHas 3amada MAJTMATUBHOM TIOMOIMM — JOCTH)KEHHUE, TMOJIEPKKa,
COXpPAaHEHUE U MOBBIIIEHUE, HACKOJIBKO 3TO BO3MOXHO, KaUe€CTBa KU3HU NALUCHTA.

C

PexomMenyercs ”HBa3UBHAs BEHTUJIALMS JIETKUX nanueHTam co CMA 5( ¢ HanoxxeHnem
TpaxeocToMbl Tmpu oOTcyTcTBUU d(pdekra or HUBJI unm HEBO3MOXKHOCTH €€
OCYIIECTBJICHUS JJIsl HOJIEp KaHus KU3HU naruenTa [104].

Vposenw yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Ka3amenbemes — 5)

C

PexomMeniyeTcsi BKIIOUCHHE B MPOLIECC MPUHATHS PEIICHUH 1O MaJUTMATUBHON MOMOIIN
Ha BCeX 3Tamax 3ab0/IeBaHUs C MPEIOCTaBICHUEM IOJHOW U KOPPEKTHOW MH(pOpManuu
ponuteneit namuenToB co CMA 5¢ anst TOro, 4To0bl TOMOYb 3aKOHHBIM MTPEICTABUTEISM
pebeHka craenath WH()OPMUPOBAHHBIM BBHIOOP B TOJIB3Yy OKa3aHUS €My MaJTMAaTUBHOU
IIOMOIIIY B COOTBETCTBUH C UX YOSIKICHUSAMH U mpennouTeHusivu [105].

Vposenv yoeoumenvnocmu pexomenoayuii C (ypoeens 00cmosepHocmu 00Ka3ameibcme — 5)

C

PexoMenyercsi okazaHue JOCTYITHON MAJUTHATHBHOW MEIMIIMHCKOW ITOMOIIH ITAITHCHTaM
co CMA 50, KOMIIJIEKCHO OCYIIECTBISIEMON COTPYTHUKAMH MEAUIIMHCKUX OpPTaHU3aIuil
U WX T[OApa3JeiCHUN, OKa3bIBAOIIUX  CICIHAIM3UPOBAHHYIO  MAJLUTHATUBHYIO
MEAUIMHCKYIO TIOMOIIb JETSIM, B PETyIsIpHOM B3aWUMOACHCTBUU C CeMbeW s
oOecrieueHUs MOTPEOHOCTEH MAMEHTa U €r0 3aKOHHBIX MPEICTABUTEIICH Ha Pa3IMYHBIX
sramax 3aboyeBanus [62].

Vposenv yoeoumenvnocmu pexomenoayuii C (yposeno 0ocmosepHocmu 00Ka3amenbemes — 5)
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Kommenmapuu: nmanauaTuBHAs MOMOIIb MOXXET OKAa3bIBaThCA Ha BCEX ATanax BEACHUS
naierTa co CMA: mnpu TNOCTAaHOBKE JMarHo3a, BO BpeMs MPUHATHS KIIOYEBBIX
TEpaNeBTHUECKUX PEIICHUH, TP BO3HUKHOBEHHH JKHU3HEYTPOKAIOIINX COCTOSHHM, a TaKKe B
TepMHUHAIbHOU (haze 3aboneBaHMs.

C

Pexomenjyercsi BceM JETAM CO CIIMHAIBLHON MBIMIEYHON aTpodueid, HyKIaloIUMCs B
OKA3aHUM MAJUIMaTUBHOM MEIMIMHCKOM MOMOIIM, IPOBOAUTH NATPOHAXK BBIE3IHOU
MaTpOHAXHOW  Opurajol  OTAEICHUS BBIC3MTHOW MATPOHAXKHOW  MAJUTMATUBHOMN
MEIUIMHCKON MTOMOIIX JIETSIM C LEIbI0 OKA3aHUs MMaJUIMaTUBHOM CIENUATIU3UPOBAHHOMN
MEIUIIMHCKOM MTOMOIIH ASTSIM B aMOyratopHoii hopme [106-109].

Vposenwv yoeoumenvrocmu pexomenoayuti C (yposens docmogeprocmu doxkazamenvbcme — 4)

C

Pexomenayercsi  BKJIIOYCHHE  IJIJAHOBOH  OLGHKM OOJMM  COIVIACHO  IIIKAJIaM,
COOTBETCTBYIOIIUM BO3pacTy W YPOBHIO HEPBHO-TICHXMYECKOTO pa3BUTHS peOeHKa,
nanuenTam co CMA 5q nns mogbopa o6e36onmBanus [110].

Vposenwv yoeoumenvrocmu pexomendayuti C (yposens docmogeprocmu doxkazamenbcmes — 4)

9

. IIpuHIUNBI OPraHu3anuu MeAUIMHCKOH noMouu nanueaTam co CMA 5q

[ToctanoBka nuarnoza CMA cTaBUT MHOT'O BOIIPOCOB IE€pel POACTBEHHUKAMU MAllMEHTa

U nepen crneuyuaainucCrtamMu, pa6OTaIOH_II/IMI/I C TaKUMHU IMalIlMCHTaMHU. MHuorouucieHHbBIE HpOGJ’I@MBI,
BO3HUKAIOIIME TIPU OOHApYKEHWU W pa3BUTHHU 3a0oseBaHuss CMA, mis penieHuss KOTOPBIX
TpeOyeTcst rpaMOTHAsi OpraHu3anus Mpolecca MOMOIIY IPU YYaCTUU MYJIbTHANCHUIUIMHAPHON
KOMaH/Ibl CIELUAIUCTOB U COOJIOIEHNE OCHOBHBIX MPHUHIIMIOB U MOJAXOJIOB K €€ OKa3aHHIO.
JlaHHBIE IPUHIIUTIBI JOJDKHBI COOIIIOIaTHCS HA TIOOOM 3Tare OKa3aHUs MEIUIIMHCKOW MTOMOIIIH,
KaK B MOMEHT IIOCTaHOBKH JMAarHo3a, Tak ¥ Ha JItoOOM dTane HabJtoIeHHs MalleHTa.

[TaueHT W ero NpeACTaBUTENHM JOJDKHBI IOJydaTh IMOJHYI0 HH(QOpMALHUI0 O
3a6OH€BaHI/II/I, €ro TCUCHHH, IIATOICHC3C, IPOrHO3aX, OCIOKHCHUAX W MCTOJAX
BO3MO’KHOU Teparnuu.

Huarnos CMA MOJIpa3yMeBaeT BO3MOKHOCTh OKa3aHus MEPBUYHOM,
CHGHH&HH3HPOB&HHOﬁ U MAJINAaTUBHOU IIOMOIIX Ha BCEX dTAaliax 38.60JI€B8.HI/I$I.

[Ipu mocranoBke nuarHo3za CMA, ceMbsi TOJDKHA OBITh HANpPaBJICHA K CHEIUATHCTY,
UMEIONEMY OIBIT paboTel ¢ mamueHTamMu co CMA, oOnmamaromero CoBpeMEHHOU
uHpopMalmeil o0 TedeHWH 3a00JEBAaHUS M BO3MOXKHOCTH YYacTHs B KIMHUYECKUX
UCTIBITAaHUSAX (HOBBIX JIEKAPCTBEHHBIX MPENapaTOB W/WIM TEXHUYECKUX YCTPOMCTB).
Takke BaXHBIM SIBIIICTCS HHOPMHUPOBAHUE CEMEH O CYIIECTBYIOIIMX OOIIECTBEHHBIX
OpraHM3aIMAX, paOOTAOIINX C ATOW TPYNION MAIUEHTOB.

K nabmogmenuro 3a mamueHtom co CMA  nmomxHa  OBITh  TIPUBIICUCHA
MYyJbTUJUCHUIITIMHAPHAA KOMaHJa CICHUAJIUCTOB B COCTAaBC: BPAadY-HCBPOJIOI, Bpay-
neauaTp/Bpad-TepaneBT, Bpay-T€HETUK, CHELUUAIUCT MO PECHUPATOPHONU MOIIEPIKKE
(Bpa4-1yIbMOHOJIOT W/WJIH Bpay-aHECTE3MOJIOT-PEaHMAaTOoJIOT ), Bpau-KapAHOJIorT, Bpad-
TPaBMaTOJIOT-OpPTOIEl, Bpau-XUPypr, Bpau MO MEIUWLHUHCKOM peaduiuTanuu U Bpad-
dusnoTepaneBT, Bpau-AUETONOT, BPAY-TACTPOIHTEPOTOT, a TaKKE COTPYIHUKHU
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MEIUIINHCKAX OpraHHU3aIHi (m ux MoIpa3/IeJICHHH ),
CHGI_[I/IaJII/I3I/IpOBaHHyIO HaJIJII/IaTI/IBHyIO MGI[I/II_II/IHCKYIO IIOMOIIIb

JICTSM.

OKa3bIBarOmue

Hpyrue

CIICOUAIMCTBl JOJIKHBI IIPUBJICKATBCA 110 MEPEC BO3HUKHOBCHHUA CHCHI/I(l)I/I‘IeCKI/IX

npobiem.

Bpau-HeBposior, Kak CHENIMaTUCT B OO0JIACTH HEPBHO-MBIIMICYHBIX 3a00JIeBaHUH,
OCYIIIECTBIISIET OCHOBHOE HaOmoneHue 3a nanuertramu co CMA. OO0s3aHHOCTH Bpaya-

HEeBpOJIOTA!

1. oOcnenoBaHue U MOCTAHOBKA TUATHO32

2. wH()OPMUPOBAHHE CEMBH O 3a00JICBAHUU

3. CcOCTaBJIEHHE TJIaHa MHOTONPO(PMILHOTO HAOIIOACHUS
4

Ha6J'IIOI[eHI/Ie 3a ManUMEHTOM, OLCHKAa JWHAMHKH W CTCICHHU MIPOrpeCCUPOBAHHUA

3a00JIeBaHUA MIPH PETYISIPHBIX OCMOTPAx
5. Ha3HaueHUue MOJIEepPKUBAIOIIEH Tepanuu

Ha orane oxa3zaHus conequalM3upOBAHHOWM MEIULMHCKON TMIOMOIIM Bpad-HEBPOJIOT
NPUHUMAET y4yacTHE B OIleHKE (DYHKIIMOHAJbHOTO COCTOSHUS MalueHTa (OLEeHKa MO LIKajliaM
HEPBHO-MBIIMIEYHBIX HapymieHuid npu CMA). Ilpu cocTaBieHUU MmiiaHa MHOTONPO(HIBHOTO
HaOIIoeHNS, Bpay-HEBPOJIOT OMpEAeNseT KpaTHOCTh HAONIOACHUS y APYTHX CIEHaINCTOB
MHOTOMPO(QMIBHOW KOMAaH/Ibl, COOTBETCTBEHHO TEKYIIEMY COCTOSHUIO ManuenTa. [Ipu kaxmaom
OCMOTpPE BpayY-HEBPOJIOI OCYIIECTBIISIET IEPEOLIEHKY TEKYIIEr0o COCTOSHUS IMalueHTa U B
COOTBETCTBHHU C 3TUM BHOCHUT KOPPEKTHPOBKH B IJIaH MHOTONpOQUIbHOro HabmoneHus. B
CBOMX PEKOMEHIAIUSAX Bpad-HEBPOJOT YKa3bIBA€T HEOOXOIWMBIC MAlUCHTY TEXHUYECKUE
cpencTBa peaOUIUTAMK, MEIUIIMHCKYIO anmnaparypy, CpelicTBa OPTONEeINYECKOW KOPPEKIINH,
JIEKapCTBEHHBIE NPENapaThl, U3AEIUS MEAULUMHCKOTO HA3HAYEHHUS U Jp. B COOTBETCTBHUM C
BBISIBICHHBIMU TIOTPEOHOCTSIMU MAI[MEHTA.

CO6J'IIOI[CHI/IC IIpUHOUIIA «PpaHHETO BMEIIATCIIbCTBA, qTo

noJipa3yMeBacT

npodUIaKTUKY HEN30S)KHO BOSHUKAIOIUX OCTIOKHEHUN Ha (POHE pa3BUTHS 3a00JIeBaHUS
U paHee MPUMEHEHUE TEXHUYECKUX CPE/ICTB peaduInTaluy, MEAUIIMHCKON anmnapaTypsl

U APYruX METOA0B TEeparuu.

KpuTepun oneHKH KauyecTBa MeIHIIMHCKON NOMOLIHU

Ne Kpurtepun xauecrBa Onenka
BbITNIOJIHEHHU S

1 | IlepBuYHBI OCMOTP M KOHCYJIBTALIUS Bpaua-HEBPOJIOra BCEM MAllUEHTAM Ha/uer
¢ nogo3penueM Ha Hannune CMA 5q

2 | MosnekynsipHO-TEeHETHUECKOE HcciaenoBanue Mytanuii B rene SMN1 Ha/uer
BCEM MalueHTam ¢ nogo3penuem Ha CMA 5q

3 | Onpenenenue yncna konuit rera SMN2 y nanuenTa ¢ HoATBepkKICHHBIM Ha/uer
reHeTnyeckum auarnozom CMA 5q

4 | KoHcynpranus Bpaya-reHeTHKa IPU OCTAHOBKE AMAarHo3a Ha/uer

5 | MonekysipHO-TeHeTUUECKOE UCCIICIOBAHNE HA HOCUTEIHCTBO MyTaIlUi Ha/aet
B reHe SMN1 poautensm u BceM cuOcaM NAIMEHTOB C T€HETHUYECKHU
MOATBEPKACHHBIM auarHozom CMA 5(

6 | Omenka GYHKIMOHAJIBHOTO JBUTATEIBHOTO CcTaTyca peOeHKa 1o Ha/aet
pEJIeBaHTHBIM IIIKAJaM U BPEMEHHBIM TeCTaM

7 | Onenka GyHKIMH )KEBaHUSI ¥ TIIOTAHUS Jla/mer

8 | Ouenka ¢pyHKIMHU ABIXAHUS C TPOBEACHUEM MYJIbCOKCUMETPHH Ha/uer

9 | OcMOoTp ¥ KOHCYNbTallMs Bpada-MyJbMOHOJIOTa MpPH KIMHUYECKUX Ha/uer
MIPU3HAKaX HAPYIICHUN JIbIXaHUs

10 | OcmoTp ®  KOHCyJAbTallMsl  Bpada-TpaBMarojora-opTonena  IpHu Ha/aet
IIOCTAHOBKE JMarHo3a M Jajee [0 II0OKa3aHWsAM JUJIsl OLEHKH
MIPOTrPECCUPOBAHMS  CKEJIETHBIX jaedopMaluid, BbIOOpAa TEXHOJOTHI
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OpTE3UPOBAHUS U TMOCTYPAJIbHOIO KOHTPOJS, a TAK¥XKE JJIs pPELICHUS
BOIIPOCA O MOKa3aHUAX K XUPYPTUUECKOMY OPTONEeINYECKOMY JICUCHHIO

11 | PanHee Hayajl0 NATOrE€HETUYECKOW Tepanuu BceM nanumeHtam co CMA Ha/uer
50 mocie IMOCTAaHOBKM KJIMHUYECKOTrO0 JMarHo3a C 00s3aTelbHbIM
TCHETUYECKUM NOATBEPKACHUEM

12 | MonekynspHO-TEHETUUECKOE HcclieqoBannii myTanuid B reHe SMN1 y Ha/aet

110718, ¥ MPEUMIUIAHTAMOHHAs TeHeTUYeCKasl JUarHOCTHKa SMOpHOHa
(c  HCTONB30BAaHUEM  AKCTPAKOPIOPATBHOTO  OIUIOAOTBOPEHHUS)
poautensam nanueHTa co CMAS(, a Takke napam, B KOTOPBIX KaXAbli U3
HNapTHEPOB SBISIETCSI MOATBEP’KACHHBIM T'€TEPO3UTOTHBIM HOCHUTEIEM
neneuuu 7 win 7-8 3x30HOB reHa SMNI1, ¢ menpio npeaoTBpameHus

MTOBTOPHOTO poxaeHUs pedbeHka co CMA B cembe
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