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CrMcoK coKpalleHUMn

BulIAII - ot anrt. Biphasic Positive Airway Pressure, BPAP, BiPAP
BAIIl Bopra — Bu3ya/ibHO-aHaJIOroBas 1kasaa bopra

IH — npixaTenbHas HELOCTaTOUHOCTh

IOHK — me30KkcupubOHYKIeMHOBAsI KUCIOTa

JKEJI - )xnu3HeHHast eMKOCTb JIETKUX

VATI® — MHTMOUTOP aHTMOTEH3MH-TIpeBpalnamIero pepmenTa
WWBJI — nuBa3MBHas MCKYCCTBEHHASI BEHTUISILIVSI JIETKUX

kJla — KMJI04aabTOH

KT - xoMmmbioTepHast ToMmorpadust

KOK - kpeatuHdocdokmHaza (CMHOHMM — KpeaTMHKMHA3a)

JIAT' — nakratmeruaporeHasa

MPT — MarHUTHO-pe30HaHCHAasI ToMorpadust

HWBIJI — HemHBa3MBHAasI BEHTUJISLIMS JIETKIUX

O®BI1 - 06beM GopcHpOBAaHHOTO BBIIOXA 3@ ITEPBYIO CEKYHIY MaHeBpa (popCcrpoOBaHHOTO BbIIOXA.
[IIE — moTeHuManbl ABUraTeIbHbIX €IVHUII

[OPD - TlonmuMopdu3M IJIVH PEeCTPUKIVIOHHBIX (ParMeHTOB (CIOCO6 MCCaeTOBaHUSI T€HOMOIA
JITHK)

T1CB - nuKoBas CKOPOCTb BbIJIOXa

I1CK — nmrkoBasi CKOpOCTb KalllJist

[I®M - nmporpamMmma Gpu3UUECKOrO MeHEIKMEHTA

[ILIP — nonumepasHas 1jerHas peakuus

PHK - puboHyK/IeMHOBAST KUCIOTA

CullIAII - ot aur1. Constant Positive Airway Pressure, CPAP
CMA - criMHaIbHas MbIlIeyHasi aTpodus

CMA I - ciuHa/IbHAs MbllieuHast aTpodus, Thit

TCP — TeXHUYECKIMe CPeACTBA PeadbInTalum

@®KEJI - pyHKUMOHAMBHAS XM3HEHHAsI eMKOCTb JIeTKUX
VVP - ypoBeHb YOEAUTETbHOCTY PEKOMEeH ANt

VI — ypOBeHb OCTOBEPHOCTU JOKA3aTeIbCTB

OKT - snexTpokapauorpadums

OMI - anexkTpomMuorpadust

OHMT - snexkTpoHeiipoMmuorpadust

9XO-KT - axoxkapauorpadust

MLPA - MynbTUIUIEKCHAS] aMIUTMGUKAIS JIMTUPOBAHHBIX 30HAOB (0T aHmI. Multiplex Ligation-
dependent Probe Amplification)



NIPPV — HeuHBa3MBHAsI BEHTWISILIMS JIETKUX TIOJOKUTENIbHBIM JaBiaeHueM (OT aHrI. Noninvasive
Positive Pressure Ventilation)

SpO2 - carypaiust KUCTOPOAOM apTepuaabHO KPOBU, M3MEPEHHAsT HEMHBA3VBHBIM CIIOCOOOM C
TTOMOIIBIO ITYJIbCOKCUMETpUM (aHII. mean nighttime oxyhemoglobin saturation)



TepMI/IHbI n oripeaec/JieHus

ABTOCHITAII (aHrn. Auto-CPAP) — sTto CHIIAII (cM. fanee) ¢ aBTOMAaTMUecKoOil HACTPOIKOIL
JlaBJIeHVsI HATHETAeMOTO BO3/yXa, OTIpeesision[/ie YPOBeHb HeOOX0IMMOTO JaBIeHNs, TTOA0IIe
BO3AYIIHBIM MOTOK TOJBKO B MOMEHT OCTAHOBKM JIbIXaHMS, TIOCTETIEHHO YBEJIMUMBASI €r0 IO TeX
TI0p, TIOKa He MTPOU30MJeT BIOX;

BuIIAII (oT aurn. Biphasic Positive Airway Pressure, BPAP, BiPAP - npyxdasHas BeHTUISIMS C
TTOJIOKUTEbHBIM JIABJIEHMEM B JbIXATEIbHBIX IMyTSX — ITO allapar, CO3JAaloluii Ha BAOXe U
BbIJIOXe MAllMEeHTa JaBIeHye PasIMIHOTO YPOBHSI.

Tmneprpodust MMoKapaa — 3TO MAaTOIOTMYECKOe YTOJIIEeHME CTEHOK CepAIIa.

,HEHCI/ITOMETI)I/IH — 3TO HEMHBA3MBHBIN METOZ, orpenejleHnd MI/IHepaJ'[bHOI;'I TUIOTHOCTYU KOCTHO
TKaHNA.

Ounararys Kamep cepiiia — 3TO MaTOMIOrMUYECKoe YBeIMueHne 06bemMa Kamep cepara.

OuchyHKIMS MMOKapAa — 3TO HapylieHue ero GyHKIMM; OUCHYHKIMS ObIBa€T CUCTOIMYECKOI
(CHMKEHME COKPaTMMOCTY MMOKapaa), OMacTOIMYecKoii (3aMe[jieHue paccaabaeHuss MBbIIIIbI
cepAla) M 3JIEeKTPUYECKOi (HapylleHKue paclpOCTpaHeHMs] JIEKTPUYEeCKOi Aernoaspusanum u
pernonsipusaluun Mo CepPLeYHON MbIIIIE).

Kapauomuomnatusi — 3TO reTeporeHHasi TpyIIia acCOlMMPOBAHHBIX C MUOKApAOM 3aboyieBaHMIiA,
COIPOBOKAAIOIIMXCS MEXaHUYECKOI 1/MUJIV 37IeKTPUYecKoii AucdyHKIMei, 06bIUHO (HO He BCEraa)
MPUBOISIINX K TUIepTpoduy Wiu AwIaTaluy U UMEIIUX pas3jIudHbie (YacTO TeHeTuuecKue)
TIPUYMHBI.

KaHHOMETpI/IH 141 KanHorpad)m[ - 3TO U3MepeHune u LU/ICl)pOBOE OTO6pa)KEHI/Ie KOHIEeHTpauum min
MmapumMaJbHOTO AOaBJ/IEHUS YIVIEKMCJIOrO ra3da BO BAbIXa€MOM M BbIAbIXda€MOM Tra3e BO BpeMs
JbIXaTeJbHOI'O IMKJ/IA IMTallMeHTa.

KucnoTHO-0CHOBHOE COCTOsIHME (KUCJIOTHO-IIEIOYHOI 6ajaHC, KUCIOTHO-IEIOYHOe COCTOSTHUE,
KIIC) — aTO cOOTHOLIEeHMEe KOHLEeHTpauuii MOHOB Bogoporna H+ u ruppoxrcminbHbix rpynn OH B
OGMOIOTYECKIX KUAKOCTSIX OpraHmu3Ma.

KoHTpakTypa — 3T0 OrpaHMYeHMe TTAaCCUBHBIX ABMKEHNI B CyCTaBe.

[TaTonornyeckass yCTaHOBKA KOHEUHOCTM WM CerMeHTa KOHEYHOCTM — 3TO I1aTOJOTMYeCcKoe
MOJNOKeHVe KOHEeYHOCTM WMJIM ee CerMeHTa, BO3HMKIIee B De3ylbTaTe M3MEeHEeHMsS MBILIEYHOTrOo
TOHYCA IIPU COXpPaHEHHOM 00beMe IBUKEeHMIT B CycTaBe(ax).

HYJ'II)COKCI/IMETPI/IH — 3TO MeTOon, TTO3BOJISTIOLI NI OoIIpenejanTb coaep>KaHue 02 B KpPOBM U 4aCTOTYy
ITysibCa B MUHYTY.

CeprmeuHasi HeJOCTATOUHOCTh — 3TO CHIMKEHME CIIOCOOHOCTM cephla obecrieynBaTh HACOCHYIO
dynkuMI0. BBIBAET OCTPOI U XPOHUYECKOIA.

CulIAIl (or anrn.Constant Positive Airway Pressure, CPAP - MOCTOSHHOEe IIONOXMUTENbHOE
JlaBleHMe B [bIXaTeNbHbIX IYTIX) — O9TO MHAMBUAYAAbHBI MeIULMHCKMII ammapar ajs
aBTOMAaTU3MPOBAHHON JJIUTEIbHOI BCIIOMOTaTeNbHOM MHTpPaHA3albHOM BEHTWISLMM JIETKUX
TIOCTOSTHHBIM TOJIOXKUTENbHBIM JJaBlIeHMEeM, IPMMEHSIeMbli TallMeHTOM BO BpPeMSI HOUHOTO CHa.
CUIIAIT mpepcraBiseT 06OV HEOOJBIIONH KOMIIPECCOP, KOTOPBIM TOJAeT TMOCTOSHHBIN IMOTOK
BO3/yXa TIOJ, OMpeNeJeHHbIM IaBAeHMEeM B [bIXaTelbHble MyTU Yepe3 TIUOKYI0 TPYyoOKy u
repMeTUYHYI0 HOCOBYIO WJIM POTO-HOCOBYIO MacKy. Takum o6pa3om, OH He JMaéT JbIXaTelbHbIM
MyTSIM CMBbIKaThCsI ¥ OJIOKMPOBAaTh TIOCTYIUIEHME BO3AyXa (M HEOOXOAMMOTO OpraHu3My
KUCIOpoga). B pesynbraTe MCKIIOYaeTCs PUCK BHE3alIHOM CMEPTM OT OTCYTCTBUSI BO3[yXa B
IbIXaTeTbHBIX Y TSIX, & TAK)KE 06eCreunBaeTcsi HOPMaIbHBIN COH.

CKOJI1O03 — 9TO TPEXIUIOCKOCTHAs ehopMalys MO3BOHOUHMUKA.

CyOMaKkCMMabHBIN PEXUM HATPy3KM — 3TO DPEXKUM, IJISI KOTOPOTO XapaKTepHbl OTCYTCTBUE
OJIBIIIKY, IyBCTBA YTOMJIEHUS U OOJTM B MBIIIIAX.



dnexrpomuorpadust (OMI, SHMI, muorpacdus, anexrpoHeiipomuorpadusi — MUO - MBIIIIBI U ...
rpado - muIry) - 3TO METOH, UCCAeNOBAHNST OMO3IEKTPUUECKUX TTOTEHIIMAIOB, BO3HUKAIOIINX B
CKeJIeTHBIX MBIIIIAX YeJOBeKa U SKMBOTHBIX TIPU BO3OYKIEHMM MBIIIEYHBIX BOJIOKOH;
perucrpauus JMeKTPUIeCcKoil aKTMBHOCTY MBbIIIIL,.

DHTepajbHOE MUTAHNE — 3TO BBeIEeHMe MUTATENbHbIX BEIIeCTB B KeMYTOYHO-KUIIEUHbIN TPAKT
(TIepopasibHO, Yepe3 30H[IbI ¥ CTOMBI) C IeJIbI0 TTOIIePSKaHUSI ¥ KOPPEKIIUM HYTPUTUBHOTO CTATyCa
B COOTBETCTBUM C TEKYIIMMMU TOTPeOHOCTIMM OOMBHOTO B 3HEPTMU, Oesike, BUTAMMHAX,
MUHepasiax U MUKPO3JIEeMEeHTaX.



1. KpaTtkas nHGopmanusa rno 3a0o1eBaHnIo0 WIN
COCTOSIHMIO (TPYIIIIbI 32a00/I€BaHMIT MJIV COCTOSTHMIA)



1.1 OnpeneneHue 3a00j1eBaHUS UM COCTOTHUS
(rpymnbl 3a00/1eBaHMi MJIV COCTOSTHMIA)

IIpokcuMasbHasl CIMHAJIbHAsE MbleyHass atpodust 5q (CMA) - 3TO TsDKesloe ayTOCOMHO-
peleccuBHOe HepPBHO-MbIIIEUHOe 3ab0/ieBaHMe, XapaKTepu3ywoleecs: IMTPOrpeccUpyoIMu
CUMIITOMAaMM BSUIOTO Tapajiuya ¥ MbIIIEYHOV aTpoduu BCIeNCTBME JereHepauuu o-
MOTOHEPOHOB IlepegHNX POTrOB CIIMHHOTO Mo3ra [1].



1.2 OTuonorus u naTtoreHes 3a0ojieBaHMs WIN _
COCTOSIHMSI (TPYIIIBI 3200/I€BaHUIT MJIM COCTOSTHMIA)

Pa3BuTHE TPOKCUMAIBHOM CIIMHAIBHOM MBIIIEUHOI aTpoduu 5q 06yCIOBIEHO MYTallMSIMI B T€HE
SMN1 (cokpaw,. oT auria, survival motor neuron), KOOZMPYHIOIIeM O6€I0K BbIKMBAEMOCTHU
moTtoHelipoHoB. T'en SMNI kapTupoBaH Ha Xpomocome 5 B jokyce 5ql2.2-q13.3 u umeer
LleHTpoMepHylo Komuio (SMNZ2). Oba reHa cocTosST u3 AeBATH 3k30HOB (1, 2a, 2b, 3-8) u
pasIMyuaroTcs IMIThI0 HyKIeoTuaamu B rnociaepoBatenbHoctu JHK [1, 2]. Kputndeckoil TOUKoi
SIBJISIETCS] 3aMeHa LMTO3MHA Ha TUMMH B 9K30He 7 reHa SMNZ2 (c. 840C>T), cosparomias caiT
CBSI3BIBAHMSI JJISI perpeccopa CIulaiicMHra. BcimencTBue 3TOro pasianMumsi B HYKIEOTUIHONM
10C/IeIOBaTe/IbHOCTY OCHOBHOW TpaHCKpUIT reHa SMNZ He CONEpXUT 3K30HA 7 U SIBIASETCS
(byHKUIMOHATBPHO HeMoMHOLeHHBIM [3]. OnHako reH SMN2 Takoke MPOAYLMpPYeT TOTHOPa3MepHBbIi
(byHKIIMOHATBbHBIN O€JTOK, HO B OTHOCUTEIHHO MaIbIX KommdecTBax (1o 10%).

K BOo3HMKHOBeHMIO TpoKCcuMaibHOV CMA npuBOIST MyTalluM B TeJIOMepHOI Konuu reHa (SMNTI).
OCHOBHBIM TUIIOM MYTalMii B 3TOM TeHe SIBJISIIOTCSI TOMO3UTOTHbIE Aelelyun 3K30HOB 7 uian 7-8,
KOTOpbIe BBISIBISIIOTC Yy 95% maumeHToB. OcCTanbHble 5% TalMEeHTOB SIBJSIIOTCS KOMIIAyH-
reTepo3UroTamMu 1o Jenenuy B ofHOM konuy reHa SMNI 1 TOUKOBOV MyTallMy B IPYroii, KpaiiHe
penKo — KOMIayHA-reTepo3UroTaMy Mo ABYM MUHOPHBIM MyTauuaMm [4]. Myrauyun rena SMNZ He
MOTYT ObIThb IpuuMHoii CMA, OmHAKO UMCIO €ro KOIMII Ha CErofgHsl SB/SIETCS OCHOBHBIM
MomuduKraTopom 3aboseBanus. [IpubausuTenbHo y 80% mromeit B momynsiiuuy HabmomaeTcs: 1-2
koru. st 5-10% 3mOpOBBIX JIIOIEN OmMMcaHbl cayday meenny reHa SMNZ2 B rOMO3SUTOTHOM
cocrossHuM. Y mauyeHToB co CMA pasHoo6pasue umcia Konuii reHa SMNZ2 ropasgo 6ombiie u
MOXKET BapbupoBaTh OT 1 [0 6 Komwmii. To HeOGO/MbIIOE KOAMYECTBO (PYHKIMOHAJIBHOTO OesKa,
MPOAYLIMPYEMOr0 I[€HTPOMEPHOI Komueir reHa SMN, CIOCOOHO CMSTYaTh TSKECTh TEUEHUS
3a60eBaHMs y MAIMEHTOB, MMEILIMX YBeJIMUYeHHOe YICI0 Konuit reHa SMN2 [5-8].

ITpogykTrom reHa SMN sBisieTcsl 0O€JIOK, COCTOSIIMIT M3 294 aMMHOKMCIOTHBIX OCTAaTKOB, C
MOJIEKYJIIPHBIM BecoM 38 k/la. Beslok QYHKIIMOHMPYET KaK B SIApaxX, Tak U B I[UTOILIasMe. B sapax
6eok  SMN  jokammsyeTcss B ChepoONomOOHbIX  CTPYKTYpaX, Ha3bIBa€MbIX TIeMaMu,
acCOLMMPOBAaHHBIX C TelbllamMyu Kaxass, BoBieueHHbIX B Metabomusm PHK. Benok SMN wurpaer
BaXKHYIO poJib B crutajicuure rpe-pPHK u 6roreHese MasbIX siiepHBIX PUOOHYK/IEOIPOTEVHOB, B
TeHHOJ 3KCIIPeccuM Ha YpOBHE TPAHCKPUIILMM, & TaKKe YyYaCTBYeT B aKCOHaJIbHOM TPaHCIOPTe
MPHK B anbda-moToHeipoHax [9].

CHukeHMe ypoBHS Oeyika SMN IpMBOOUT K aKCOHA/JIbHBIM JedeKTaM IBUraTeIbHbIX HEIIPOHOB,
BKJIIOUAsl yCeueHue 1/uin Ype3MepHOoe pa3BeTB/ieHMe aKCOHOB, 3aMeljieHl e POCTa, HapylleHUsIM
B HEPBHO-MbIIIEUHbIX CHHAICAX: HAKOIJIEHUI0 HeipoduIaMeHTOB B IPeCHMHAINTUYECKUX
TepMUHAISIX, GOPMUPOBAHNMIO HE3PEJIbIX MMOCTCMHANTUYECKUX TepMUHasei ¥ GYyHKIMOHATbHBIM
aHOMa/MsM, HapylleHuIo Ipolecca sHgounTosa [10, 11].

Moduguxamopsl  KauHUueckoz0 — meueHust  3abonegaHus.  KinuHuueckoe — pasHoobpasue
npokcuManbHoii CMA 5q MOXeT OObBICHITHCS HaIuMuMeM MOAUGUIMPYOINX (HaKTOpPOB.
MopauduKkaTopbl MOKHO pasfeiUuTh Ha B OCHOBHbIE TPYIIIIbI: BIMSIONIYE HA YPOBEeHb 6esika SMN
U, COOTBETCTBEHHO, HE OKa3bIBAOIIeE BIMSIHNMS Ha KOJM4yecTBo 6enka SMN.

@aKkTopbl, BAMSIOIIYE Ha ypoBeHb Genka SMN. Ha ceromHsi OCHOBHBIM MOAUMDUIIMPYIOIIUM
akropom CMA cuutaercs reH SMN2 - 41CJIO €ro KOTUIA U pa3/inuHble BHYTPUTE€HHbIE BAPUAHTBI.
VimMeroTcs JaHHbIe O KOPPEJIAIVY TSDKECTU TedueHus 3aboieBaHMs U ymcia Konuii reHa SMN2 [12].
Yem Gosnbliiie Komuii reHa SMN2, TeM, KaK MPaBUIO, MEHEE BbIPAXKEHbI KIVMHUYECKME CUMIITOMbI
CMA. Opnako ycraHoBieHue tuna CMA TO/NIBKO Ha OCHOBaHMM umciaa Konuii reHa SMNZ2

HEeIONTyCTMMO ¥ IIPOBOAMTCSI BPauyOM Ha OCHOBAaHMM BCeil COBOKYIIHOJ MHQOpMauum o
3a60/1eBaHMY Y KOHKPETHOTO TaiueHTa [12].

Eme omuu mMomuduumpytomuii gakrop CMA, cBSI3aHHbINI HENIOCPEICTBEHHO C I[EHTPOMEPHOI
komueii reHa SMN, - 3T0 ofHOHYKIeOTHAHAas 3aMeHa €.859G>C B 3k30He 7 reHa SMN2, KoTopast
MPUBOAUT K 06pPa30BaHMIO HOBOTO IHXAHCEP-CBSI3bIBAIOIIErO CaiiTa CIUIACMHTA, Pe3yJbTaTOM
Yyero SIBJISIeTCS BK/IIOUeHMe B TPAHCKPUMNT ¢ reHa SMNZ sk30Ha 7. [JaHHBIV BapMaHT acCOLMMPOBAaH
C yBeJIMUYEeHreM B KPOBM KOJIMYECTBa MojHOpasMepHoro 6enka SMN y maryeHnToB co CMA II-I11
tuna [13].



Ipyrue daxkTopsl, BIKSIONIKE HAa YpoBeHb Oesika SMN, mpuBemeHsb! B Tabnmuiie 1.
Ta6muua 1

IoronmHuTeabHbIe (AKTOPHI, BAMSIIONIE Ha YPOBEHb O0eyika SMN

®dakTop SddekT
CnnaitcuHr-perynupytolive Gaktopsbl Tra2p 1 YBENUUYMBAET BK/IOYEHME 3K30Ha 7
| NPUBOANT K 3K30H-CKUMMUHIY 3K30Ha 7
SF2/ASF 1 YBEIMYMBAET BKJIIOYEHME IK30Ha 7
hnRNPA1 1 MHrMBMPYeT BKOYEHNE 3K30Ha 7 reHa SMN2
dakTopbl, perynvpytowue CREB1 1 yBenuumBaeT TpaHckpunuuio 6enka SMN
TpaHCcKpuUnuuio
STAT3 1 CcnocobCTBYET poCTy akCOHOB
IRF-1 1 yBenuumBaeT ypoBeHb 6enka SMN
PRL 1 yBENMYMBaET NPOAOIKUTENBHOCTb XU3HU Y Tsxenbix CMA-Mblwein
MeTunuposaHue 1 CHMXaeT ypoBeHb 3KCrnpeccun reHa SMN2
npoMoTOpHON  obnactu
reHa SMN2
Crabunusaums MPHK U1lA 1 yMeHbluaeT ypoBeHb 6enka SMN
HuR/p38 1 yBENUYMBaET NPOAOIKUTENBHOCTb XU3HW Y Tsxenbix CMA-Mblwein
®dakTopsbl, BAnsawowme Ha PKA 1 MHrMbupyet gerpagauunio 6enka SMN
NOCTTPAHCASLMOHHYI0 MOANDUKALINIO
GSK3 | YMEepeHHO yBenn4MBaeT BbKMBAEMOCTb
DK30reHHble paKTopbl FonopaHune 11| Oka3biBaeT MoSIOXKUTENIbHOE BIUSIHVE Ha BbDKMBAEMOCTb
'mnokcus Il YBenuumBaeT ypoBeHb nonHopasMmepHoro 6enka  SMN.
[bixaTenbHas noaaepxka yfyylaeT CUMITOMaTUKY.
OKCnAaTUBHbIW CTpecc 11l YeunueaeT nporpeccuposaHue 6onesHmn

O,ZLHaKO, BJIMSIHME OOJBIIMHCTBA U3 3TUX Cl)aKTOpOB OLIE€HMBaAJIOCh in vitro. B skxuBom opranmsme
MeXaHM3Mbl B3aMMOAEICTBUS HAMHOTO CJIOXKHEee U Tpe6y}oT I‘.HYGOKOI‘O n3ydyeHums.

@aKTopkI, He BAUSONIME Ha YPOoBeHb 6eaka SMN. MonnudukaTopos, He acCOIMUPOBAHHBIX C TEHOM
SMN u ero mpomyKToM, Takke OueHb MHOro. C KaXKIbIM TOJOM OTKPBIBAETCS BCe Oosblie

MeXaHM3MOB. B IociemHee BpeMsl MHTEpeC MPUKOBAH K Psoy OeIKOB, YAYUIIAIOIIMX ITPOILECC
SHAOLUTO3a B CUMHAICAX, T. K. HEIABHO ObUIO YCTAHOBJIEHO, YTO MMEHHO 3HJOIUTO3 SIBJISIETCS
OJTHVIM U3 KJTIOUEBBIX HapyIIaeMbIXx MeXaHu3MoB mpy CMA. DTy 6eJIKU IpeCTaBIeHbl IJIACTMHOM
3 (PLS3) u xoponmHom (COROIC) [14], wueiipokanpiiuaom penbra (NCALD) [15] wm
KaJIbLIMITHEBPMHOIION00HBIM 6enikoM (CHP1) [16].

Oco0blit MHTepec mpeacTasisieT MeTuaupoBanue THK, kak Hanbosee cTrabuibHas MOAUGUKALINS,
U3MEHSIONAsl XapakTep SKCIIPecCUM TreHOB. Bbla BbISIBIEHA CBSI3b METWJIMPOBAHMUS Psiia TEHOB
(SLC23A2, NCOR2, DYNCI1H]I), KoTOpble MOTYT OBbITh BOBJ€UeHbI B naToreHes CMA, U TSIKECThIO
3aboneBanus [17-19].



1.3 dnimaeMuosorusa 3a601eBaHUsI UIU COCTOSIHUS
(rpymmnbl 3a00/1eBaHMT MJIV COCTOSTHMIA)

PacrpocTpaHeHHOCTh ITPOKCUMAIbHOM CIIMHAIBLHOI MBIIIEUHOI aTpodum coctaBiseT 1 Ha 6000 -
10 000 HOBOpOXRAeHHBIX [20]. [laHHBIE 10 pacIpOCTpaHeHHOCTH 3a60eBaHusT B PO OTCYyTCTBYIOT.
Yacrora HOcuTenbcTBa 3abonmeBanusi — 1/40 — 1/50 B momynsaiuu B uenom [21,22]. Tlo maHHbIM
OI'BHY MI'HII mmenu akamemuka H. I1. BoukoBa yacToTa HOCUTe/NIbCTBA MyTaliunu B reHe SMNI B
Poccunm - 1/36 denoBeK M pacueTHas 4YacToTa pOXAeHus pebenka co CMA 1 nHa 5184
HOBOPOXXIEHHBIX [23].



1.4 Oco6eHHOCTY KOAMPOBaHUS 3a00/IeBaHUS VI

COCTOSTHMSA (IPYIIIbI 3a00/1eBaHMIL MM COCTOSTHUI)

1o MexxayHapOAoHOM CTaTU4YeCKOM Kiacuduranum
O0oJIe3HeV U IMPo0IeM, CBI3aHHBIX CO 3JOPOBHEM

G12.0 Jerckas criMHaabHasI MbltiieyHas atpodusi, I tum [Bepmaura-Tobdmana]

G12.1 Ipyrue HacaeACTBEHHBIE CITMHAIbHbBIE MbITIIEUHbIE aTPODNUM



1.5 Knaccudukanys 3a6oneBaHNs UV COCTOSTHUS
(rpyuisl 3a00/1eBaHU WJI COCTOSIHUN)

Knuanueckast kmaccuduranusi 3aboieBaHMsT OCHOBBIBAETCSI HA BO3pacTe [ebioTa, TKeCTH
TeueHUs 3a00/1eBaHMST U MPOIODKUTENbHOCTY X13HM [20]. (Tab. 2)

Ta6nuia 2.

Knuandeckas kiaccudukaius MpoOKCMMAaIbHOM CIIMHAIBHOM MbIIIEYHOI aTpodun 5q.*

Tun CMA BospacT nebrota Oxupaemass nNpoOAOIKUTENBHOCTb [BuratenbHble HaBblkn**
XKU3HU

CMA 0 BHYTPUYTPO6HO Ao 6 MecaueB Het
CMAI no 6 mecsaues Ao 2-X net HecnocobHoCTb Aepxatb ronosy,
(OMIM#253300) nepeBopaynBaThCs, cuaeTb 6e3

noAzep>KM
CMA II 6-18 mMecsues 70% poxusatoT Ao 25 net CcrnocobHoCTb cnaeTb 6e3 noaaepxKn
(OMIM#253550)
CMA III crapwe 18 mecsues 10-40 net nocne MaHudecraumm CrMocobHOCTb  CTOSTb W X0oAWUTb  6e3
(OMIM#253400) noaAepXKu

*cymectByetr 1 CMA IV Tuma, HO Ipy 3TOM TuUIlle 3a6o/ieBaHue MaHUGECTUPYeT BO B3POCIOM
BO3pacre

**[pu ecTeCTBEHHOM TeUeHUY 3a00IeBaHUsI



1.6 KiimHnyeckass KapTyHa 3a00/IeBaHUS UIN _
COCTOSIHUA (IPYyIIIbI 3a00/IeBAaHU VIV COCTOSIHUN)

IpokcuMasnbHasl CIMHAAbHAST MblmeyHass artpodust 0 Tuma, winm BpoxmeHHas CMA ¢
IMOCJIEPOIOBOI achuKCHeil — Hanbosiee TSKeNbI BapMaHT TeueHus 3a6oneBanus. Ha 30-34 Heperne
6epeMeHHOCTY OTMEYAIT MaJIOMOJBIIKHOCTb Tuiona. [Tocsie poKAEeHUs NBVKEHMS MPAKTUYeCKU
OTCYTCTBYIOT, HaJIMuyMe KOHTPAKTYpP, TPYOHOCTU C TVIOTAaHMEM U AbIxaHUeM — 6e3 obecrieueHust
JIbIXaTeIbHOI MOAIEePKKM pebeHOK rmorubaet [24].

ITpokcuMasbHasT CIIMHAAbHAS MbIlleyHass aTpodust [ tmma, i 6one3Hs Bepaunra — F'obdmana
BO3HMKAET B BO3pacTe OO 6 MeCsIeB UM XapaKTepU3yeTCs TSDKeNON MBIIIEeYHON C/1aboCThio.
BonmbHble [1eTM He CIIOCOOHBI J€pKaTh TOJOBY, TEPEeBOPAYMBATHCS, CUIETh 0e3 TMOIIePXKKIU.
[TpokcuMaspHasl, CMMMETPUYHASI MbIIIEUHAs] CJ1ab0CTh, OTCYTCTBME MOTOPHOTO Pa3BUTUS U
MbIIlIeYHAs] TUTIOTOHUS SIBJISTIOTCSI OCHOBHBIMM KJIMHMUYeCcKUMU fpusHakamu CMA 1 tuna. Yacto
OTMEeUaloT HajMuMe KOHTPAKTYP B KOJEHHBIX U JIyue3arsiCTHbIX CyCTaBaX, pexke — B JIOKTEBbIX. B
HeOHAaTaJbHOM IIepuoJie MM B TeueHMe IepPBbIX TPeX MecsleB KM3HU JIeTU CO CMepTelbHbIM
MMPOTHO30M MCITBITBIBAIOT TPYAHOCTM C COCaHMEM M IJIOTAaHMEM U YacTO JeMOHCTPUPYIOT
ImnadparmanpHoe npixaHyue. Cama amadparma He BOBJEKaeTCs B IATOJOTMYECKUil IMPOIecc A0
nocieqHeit craguy TedeHus 3aboneBaHus. HapymieHusi IOTaHMS MOTYT TPUBOIUTH K
acMmMpanyoOHHON THeBMOHUY U JIeTAJIbHOMY MCXOMy. YV TAI[MeHTOB HaOMonaoTCsT (hacuKyIsaInun
MBIIIII SI3bIKA U TTOCTYPaTbHBIN TPEMOD IableB. BOMbIIMHCTBO 60/MbHBIX AeTeit co CMA I Tuma 6e3
MeIMUIITHCKOTO COTIPOBOKIEHMS ¥ 0COO0ro yxoza rnmorunbaeT B BO3pacTe 10 ABYX JjeT [25].

ITpokcuMasbHasl CIMHaAbHAs MbllneuyHass arpodwust II tmuma mam xpoHuueckass CMA (6onesHb
Iy6oBuiia) umeeT Gosiee MO34HEe Havyalo B Bo3pacTe 6-18 MecsieB U MeHee TSKeloe TeueHMe.
Takue IeTy COXPaHSIOT CIIOCOOHOCTD CUJIETh U YIePXKMBATh TOJIOBY CAMOCTOSITeTBHO. Y MMalyieHTOB
co CMA II uab6mopatoTcs (GacMUKYISIINY MBI, SI3bIKA, TPEMOpP IaablieB BBITIHYTHIX PYK,
dacuyxynsipable M GUOPUIUISIPHBIE TIOAEPTUBAHMST MBIIIL TPOKCHMATbHBIX OTJI€I0B KOHEUHOCTE!,
BBIPAKEHHBIN CKOJMMO3, (JIAOOCTh MeXpebGepHOil MYCKylIaTypbl, nuadparMaibHOe AbixaHue. Y
JleTeil BO3HMKAIOT TPYIHOCTY TMPU Kallyie ¥ TIyOG0KOM ABIXaHUM BO BpeMs CHA ISl MO PsKaHusI
HOPMAaJIbHOTO YPOBHSI KMUCI0POJA U OMOKCUIA yriepona [26, 27]. Pa3BuBawTCS U NMPOrpeccupyoT
ckejieTHbIe medopMarnyiu. XapakTepHbl TaKKe IJI0OX0V COH HOUbIO, YCTAJIOCTh MOC/IE HOYHOTO CHA,
COHJIMBOCTb B ITHEBHOE BpeMsI, BO3MOXXHO Pa3BUTHME YTPEHHE rUrnepTeH3un, (Te ke M3MeHeHusl,
HO B Gosiee cTapiieM Bo3pacTte, passusaiorcst npyu CMA III tuma).

Hauano mpokcumanbHOl CIMHAMBHONM MbIieyHo# atpoduu III tTuma (roHOmIeckass dbopma), Uiau
6onesnu Kyrenbbepra-BenaHep, BapbupyeT B BO3pacTe HauUMHas ¢ 18 Mecs1ieB 1 0 IOHOIIECKOTO
Bo3spacra. IMaunenTtbl co CMA III coXpaHSIOT CIIOCOOHOCTh MePeaBUraThCs CAMOCTOSITEIbHO, HO
MOTYT YacTO MafaTh WIM MCIIBITHIBATH TPYAHOCTM IIPU TOIAbEME U CIyCKe IO JIeCTHuIile, Oere,
HaKJIOHE, TTObeMe M3 TONOKEeHUS Cupsl. HyskHMe KOHEeYHOCTU IMpU JaHHOM Tuile 3a60eBaHus
TopaskeHbl CuIbHee, yeM BepxHMe. Y nauyeHToB co CMA III Takke coxXpaHsSIeTCs TpeMop IaiblieB
BBITSIHYTBIX DYK [26-28].

IMpu Bcex Tumax CMA MOryT MmopakaTbCs OCHOBHbIE TPYIIIbI AbIXaTeJbHbIX MBIIIL, BK/IIOYAsI
MBIIIIIBI BAOXa ¥ BbIIOXa M OylIbOApHYI0 MYCKYJATypy, MPM ITOM CTeIeHb IOPaKeHUs U
MeXaHM3Mbl, BeAylye K HapyIIeHNIO ObIXaHMs, MOTYT Pa3jauJyarbcsl B 3aBUCUMOCTU OT Tuna CMA
u craguyu 3aboneBaHus. [lepBOHAYATbHO TMIIOBEHTU/ISIUM, OOYCJIOBJIEHHAS HAapyIIeHWEM
JbIXaHMS Pa3BMBAETCs BO CHe, HO IIOTOM U B THEBHO€ BpeMsl. [MITOBEHTUISILIMS BO CHE IPUBOAUT K
pasBUTMIO atHO3. HapylleHus: ObIXaHUS — OCHOBHAsI NMPUYMHA BO3HMKHOBEHMSI OCIOKHEHMI U
cvepTHOCTU TauueHTOB co CMA I m CMA II; kpome TOro, OHM TakKe MOTYT pPa3BUBATBHCSI Y
HeOO0IbIIOoN Joau MmauueHToB co CMA III.

ITpu Bcex Tmmax CMA MOXKeT BBISB/ISITbCS KapOMOJOTMUecKasl MaToNorusl (HapylleHus puUTMa
cepara, KapauoMUOIIATHS U T.J.).



2. IuarHoCTUKA 3a00/1€eBaHUS UV COCTOSIHUS
I'PYIIIbI 3200/IeBaHUI UJIM COCTOSTHIIT)
MeAUIMHCKME IIOKa3aHus ¥ MIPOTUBOIMOKAa3aHUS K
MIPUMEHEHNIO METOd0B JMarHOCTUKU



2.1 J)Kanoo0b1 M aHaAaMHe3

OcHOBHbIE Xaj00bl ¥ aHAMHe3 OIMCcaHbl B paszene «KianmHuueckas KapTuHa». Huske mpuBemeHbl
3KaJ1006b1, TPEOYIOIIME OTAENTBHOTO YTOUHEH NS :

¢ PekoMeHAyeTCSA YTOUYHUTH >Kajobbl HAa Xpall M 4YacTbie MPOGYKIEHWUS BO CHe, yTpPeHHUue
rOJIOBHbIE 6OJIM, COHIMBOCTb B TeUeHMe IHS, y poauTeneil mauyeHtToB co CMA 5q crapiuero
BO3pacTa [Jis1 paHHeli IMarHoCTUKY TMIIOBeHTW/ISILIMY M allHO3 CcHa [29].

VpoBeHb yoequTerbHOCTU peKoMeHAaIMii B (ypoBeHb JOCTOBEPHOCTH TOKAa3aTeTbCTB — 3)

¢ PekomeHAayeTcsI YTOUHSITh YaCTOTY MH(PEKIVIOHHBIX 3a00eBaHMII M aHTUOMOTUKOTEpanum 3a
noutenHue 6 - 12 MecsieB (B 3aBUCMMOCTM OT KPaTHOCTM HAOMIOOEHMUS) Y POIUTeNeit
nanyeHToB co CMA 5q 11t afieKBaTHO OI[eHKY COMAaTUYeCcKOoro cTatyca naiueHTos [30].

VpoBeHb yoeauTenbHOCTH pekoMeHaaiuii C (ypoBeHb TOCTOBEPHOCTHM JOKA3aTeIbCTB — 5)

¢ PekoMeHAyeTCS YTOUHSTD XKa00bl HA HAPYIIEHUS [IOTAHMUS SKUIKOCTU /WU TBEPHAON TTUIIN,
OIIyIIeHMe 3aCTpeBaHMsI MUILM B TOPJie BO BpeMsI IIOTaHMs, KallleJb UM TolepxuBaHue 10, BO
BpeMd MM 1ocJie IIOTaHus, HAJIMuue XpUILJIOoro MM «BJIAXKHOI'0» IrojiocCa Iocjie akTa IJioTaHu#d,
a TaKke BIMSHME Mpolecca Mpyrema MUIIY Ha KauyeCTBO XMU3HU Y pofuTeneli nanyueHToB co CMA
5q pnst uckmovuennst nucdarum [20].

VpoBeHb yoeauTeabHOCTY pekoMeHaanmii C (YpOBeHb JOCTOBEPHOCTH OKA3aTENbCTB — 5)



2.2 dusuxKajJbHOe 00cjIegJoBaHue

Knunuueckoe o6cnedosarue CMA skniouaem 6 ce6s1 npogedeHue Qu3UKAIbHO20 0CMOMPA ¢ akyeHnom
Ha KOCMHO-MbIWEUHYI0 CUCMeEMY, U CBS3AHHBbIX C Hell (YHKYUOHANbHBIX HapyuwleHuli. Bwlioop
ucnonws3yemoix 06csedosaruti 6ydem 3asucems om acnekmos, Komopole 60yee akmyaibHsl s Kaicooli
cmeneHu msxecmu. JlaHHble (QU3UKATLHO20 00C1€008aHUS ONUCAHBL 8 paszdene «KAUHUUECKAS
kapmuHa». Huxce ompaxceHst 0c06eHHOCMU U3UKAIbHO20 00CN1€008aAHUSA:

¢ PeromeH[yeTcst o1jeHKa (GM3MYECKOTO Pa3BUTHSI (M3MepeHe MacChl TeJla U POCTa) B AMHAMUKE
ranyeHTy co CMA 5q A1 O1leHKY HyTPUTUBHOTO cTaTyca [31].

VpoBeHb yoenuTenbHOCTU pekoMeHaaiuii C (ypoBeHb TOCTOBEPHOCTHM IOKA3aTeIbCTB — 4)

KommenTapumn: YV naineHToB co CMA 4acTo OTMeuarTcsl U3MeHeHUSI B HYTPUTUBHOM cTaTyce. Y
JeKaunux IMalMeHTOB U MalMeHTOB C aucdarueil MOBBIIIAETCS PUCK HETOCTATOYHOCTY ITUTAHMS.
Cupnsiume M Xo[suue TalMeHThI MTOIBEPKEHbI PUCKY M36bITOYHOI MacChl TeIa/0KUPEHNIO B CBSI3U
CO CHVDKEHMEM SHEProTpaT 13-3a YMEHbIIEeHNSI aKTUBHOCTY TIPU yTPaTe CIIOCOOHOCTY K XOnb6e.
IMocne ycranosienusi guardo3a CMA BceM mainyeHTaM PEeKOMEHAYeTCs KOHTPOJIMPOBATb POCT U
Maccy Teja C MepMOAMYHOCTbIO He MeHee 1 pasa B 3-6 MecsleB y JeTeil MJIaAllero Bo3pacra u
€XeroJHO y ieTel crapIiero Bo3pacra U uaille 1Mo MoKa3aHUsIM.

¢ PekoMeH[IyeTCs olleHKa (QYHKIMM KeBaHUS U IJIOTaHus nanyeHTy co CMA 5q Ijist MCKITIOueHUST
nucdarum [20, 32].

VpoBeHBb yoenuTersHOCTU pekoMmeHganuii C (YpPOBEHb JOCTOBEPHOCTH KOKA3aTENIbCTB —4)

KommenTtapum: OThesnbHOe BHMMAaHMe IPU OCMOTPE YesieTcs] BO3MOXKHBIM HapyIIeHMSIM
[JIOTAHMSI TIPM KOPMJIEHUM — CHMKEHWIO M OTCYTCTBMIO TJIOTOYHOTO ¥ HeOGHOro pediieKkcos,
0CabIeHHOMY COCAHMIO Y MaJIeHbKOTO pebeHKa, TPYLHOCTSIM C JKeBaHMEeM U IPOIIaThbIBAHMEM
TIATIA, YBETMYEHNUIO JTUTEIbHOCTY ee TIpyeMa, HAJTMYMIO KOHTPAKTYPbI UeTI0OCTHOTO CYCTaBa.

¢ PekomeHAyeTcs1 KIMHMYECKas] OlleHKa AbixaHusl manueHTy co CMA 5q Ajisi MCKIIOUeHMS
Ha/IMuysl ObIXaTe/lbHbIX HapylleHui [33].

VpoBeHb ybenuTenbHOCTU pekoMeHAaluii C (ypoBeHb TOCTOBEPHOCTHM OKA3aTEIbCTB — 4)

KommenTapuu: [leprogMUHOCTb MPOBeNEHMS OLIEHKM M MOHUTOPUHTA JbIXaTeTbHbIX
(byHKIIMIT 3aBUCUT OT KIMHMYECKOTO COCTOSTHMSI Y CTETIEHM ITPOTPeCCUPOBAHMS O0TIE3HN Y KasKIOTro
607pHOr0. YacToTa IPOBEIEHMSI OLIEHKM COCTaBJIsSeT B CpemHeM OOMH pa3 B 3-6 MeCsIeB y
HeTsDKebIX mainueHToB co CMA II u CMA III. JIpixaTenbHble (QYHKIMM OLIEHMBAIOTCS PeEXe Y
MMalieHTOB, CIIOCOOHBIX K CaMOCTOSITEIbHOMY IIepenBMKEHII0, B CTAOWJIBHOM COCTOSIHUM, C
6OoJIbIlIeli YACTOTOI Y JIesKaIMX TaI[MeHTOB, C HECTAOWIbHBIM TeueHreM 3aboneBaHus. C 4aCTOTOIA
1 pa3 B 3 mecsilia MOXeT MPOBOAUTCS OlLleHKa IbIXaHUs y MalMeHTOB, MMOTYYaIluX MHBA3UBHYIO
BEeHTWISILMIO JierKux. 15 neteii, Haxopsyxcs Ha HVBJL, skenaTesibHO MPOBOAUTD OLIEHKY 1 pa3 B
mecsil. I[pu CMA I, eciu pe6eHOK He HaxomuTcss Ha HUBJI, mpixaTeibHble HapyLIeHMS MOTYT
HapacTaThb OYeHb GBICTPO, ¥ MHOTHA TpebyeTcs emie Gojee vacTtas Mx oleHKa. OlieHKa BKIIOYaeT
orpefiesieHe I[BeTa KOXKHBIX TOKPOBOB, 3(M(MEKTMBHOCTM OTKANUIMBAHMSI, YACTOTHI IbIXaHUS,
U3MepeHre OKPYKHOCTU TPYAHOV KJIETKU, ONpeaeeHe S5KCKYpCUM TPYIHON KIeTKM, TPpU3HAKOB
IVCHYHKIMY ObIXaTeIbHOV MYCKYJIATYPhl (HaJlMUMe MapagoKCaTbHOTO IbIXaHMsI, MCIIOTIb30BaHME
BCIIOMOTaTe/IbHOV AbIXaTeIbHOV MYCKY/IaTyPBhI).

¢ PeKoMeHJyeTCs OCMOTD II03BOHOYHMKA MauueHTy co CMA 5q /sl MICKITIOUeHMsT CKOMMO03a U
kudo3a [34, 35].

VpoBeHb yoenuTebHOCTI pekoMeHatuii C (ypoBeHb JOCTOBEPHOCT TOKA3aTeNbCTB — 4)

KommenTapunu: Ilpu Bcex dopmax CMA pa3BMBaIOTCS CKeJleTHbIe Hedopmanyiu.
VickpuBiieHMe II03BOHOYHMKA, C IIOHV)KEeHHBIM MbILIEYHBIM TOHYCOM, HeIIPePbIBHO IIPOTPeCcCUpPyeT
Ha TPOTSDKEHUM Bceii sku3HM. Takke y GOMBIIMHCTBA MAllMEHTOB Pa3BUBAETCS KUQO3 TPYyIHOTO
OT/[e1a N0O3BOHOYHMKA Pa3HOV CTelleHY BbIPaKeHHOCTU.

e PekomeHayeTcss oOlleHKa (YHKIMOHATBHOTO [JBUTATEIBHOTO CTAaTyca II0 peIeBaHTHBIM
(byHKUMOHATBHBIM MIKAJIaM M BpeMeHHBIM TecTaM maiueHTy co CMA 5q mjisi orpezeneHust



MCXOMHOTO CTaTyca MalyeHTa, a Takke [ MOHMTODMHIA IBUTaTeNbHbIX (QYHKUMI U IJis
oneHKM 3 GeKTUBHOCTY MaTOTeHeTMYECKO Tepanuu [36-39].

VpoBeHb yoeauTenbHOCTH pekoMeHaaiuii C (ypoBeHb TOCTOBEPHOCTHM JOKA3aTeIbCTB — 4)

KommenTapun: Illkanbl npusenens! B [Ipuioskenuu I'l. JKenmatenbHo, UTOObI OIIEHKY I10
[IKajaMm TMpOBOAWIN CepTUGUIIMPOBAHHBIE CIIELMANIUCTBI PEryISIpHO KaskAble IIeCTb MecsiieB
MPOBOAUTb OOCIeIOBaHUS, €C/IM HEeT OCOObIX OOCTOSITENbCTB, TPEOGYIOMIMX OPYroifi YaCTOTI
Hab6moaeHus1. [JuHaMuueckoe o6cienoBaHye pebeHKa 1o CreuaabHbIM IIKaaaM 0COOEHHO BaXKHO
mpu  omeHke 3G(EKTUBHOCTM  IOMyYaeMO}  TapreTHOV  Tepamuu. IIpM  OTCYTCTBUU
cepTUGUIMPOBAHHOTO CIELIMATNCTA KeJaTelbHO HAMpPaBUTh MAlMEHTa B TOT LIEHTD, TOe TaKue
CIIeLMaICThI eCTh.

¢ PekoMeHAyeTCsI OIEHUTh IIOTpebjieHMe U BbIBEIEHMEe U3 OpraHuM3Ma MUKPOIJIEMEHTOB,
0COOEeHHO Kaibliusl M BuTamuHa D, manyentam co CMA 5q ¢ HapyluieHUSIMU HYTPUTUBHOTO
cTaTyca IJig KOHTPOJS 3a COCTOSIHMEM KOCTHOV TKaHu [20].

VpoBeHb yoeauUTeNbHOCTY pekoMmeHaanmii C (YpOBeHb JOCTOBEPHOCTH OKA3aTENbCTB — 5)

¢ PekomeHIyeTcsl yCTAaHOB/IEHVE TUIA CIIMHAIBHOM MbIIEUHON quctpodun 5q HA OCHOBaHWUM
KIVHUYECKO} KapTUHBI 3a00/IeBaHMsI B COOTBETCTBMM C KiIaccuduKalyeii BceM MalMeHTaM C
MOATBEPKAEHHBIM (KIVMHUYECKY U/UIM TeHeTUYEeCKN) OVAarHO30M i OIpeleseHts MPOoTrHO3a
3a6omneBanust [20].

VpoBeHb yoemuTenrbHOCT pekKoMeHaanuii C (YpOBEHb JOCTOBEPHOCTY TOKA3aTEIbCTB — 5)

KommenTtapun: Tunsi CMA 5q (CMA 1, CMA 2 u CMA 3) cmoTpeThb B pasfmene 1.5
Knaccudnkaiiys 3a601eBaHmUsT MM COCTOSTHUS (TPYIIITBI 3a00I€BaHMIi UV COCTOSTHUIA)



2.3 JIabopaTOpHbIe TMArHOCTUYECKHUE
UCCIeA0BaAHUSA

e PekomeHayeTCs1 MOJIEKY/ISIPHO-TEHETUUYEeCKoe MUccaegoBaHue MmyTtanuii B reHe SMNI Bcem
rmamyeHTaMm ¢ rogospeHueM Ha CMA 5q c 1LieJibi0 BBISIBJIEHMS OeJely 5K30HOB 7 wiu 7-8 u
MOJIEKY/ISIPHO-TeHETUYECKOro MOATBepXKaAeHus auarnosa [40].

VpoBeHb yOeauTelbHOCTM peKoMeHAalMii B (YpoBeHb JOCTOBEPHOCTH TOKA3aTeIbCTB — 2)

KommenTapum: «30/10TbIM CTaHAAPTOM» MOJIEKY/ISIDHO-TEHEeTMYEeCKOro ucciaenosanus npu CMA
5q sB/ISIeTCSl KOJMMYECTBEHHBIN aHaAM3 — aHaau3 uuciaa Komuit reHoB SMNI u SMNZ2. JlaHnHOe
uccienoBaHue npoBoauTcs metogamu TP B peajibHOM BpeMeHM WM KojimuecTBeHHOro MLPA-
aHanM3a. [IMarHo3 TMOATBEPXKOAeTCsl Npyu OOHAapY)KeHMM [ejelyuyu 95K30HOB 7 win 7-8 B
TOMO3UTOTHOM COCTOSTHVM (T.€. B 00€MX KOTIMSX reHa).

e He pexomenpayetrcsi ucnonb3zoBarh [ILP-TIIP®-aHanmn3 M gpyrMe KavyeCTBEHHbIE MeETOHbI
MCCIemOBaHMs KaK MeToma BbIGOpa malyeHTam cC romospeHmeM Ha CMA 5q ¢ 1enbio
MOATBepXKAeHMs quarHosa [41].

VpoBeHb ybenuTenbHOCTU pekoMeHAaluii C (ypoBeHb JOCTOBEPHOCTHU I0KA3aTENbCTB — 3)

e PekOMeHJyeTCsI BbIMOJHSITh IMOUCK TOYEUYHBIX MyTaluii B reHe SMNI MeTOOOM MPSIMOTO
aBTOMAaTUYECKOro cekBeHMpoBaHus mo CoHrepy malyeHTaM C BbISIBJIEHHON Jenelnyeir B
reTepo3UroTHOM COCTOSIHMM C LieJIbI0 YCTAHOBJIEHMS AyiarHosa [42].

VpoBeHb yoeauTenbHOCTU pekoMeHaaluii C (ypoBeHb TOCTOBEPHOCTHM TOKA3aTEeIbCTB — 2)

KommenTapunu: Hainune nenenyy B reTepO3UTOTHOM COCTOSIHMM OIIpelesisieTcsl Kak Hajauuue
onmHoii kommu reHa SMNI. O6GHapyskeHMe MAaTOT€HHOI MyTalMy BO BTOpPON Komuu reHa SMNI
noaTeepxkpaet nyario3 CMA.

e He pekomeHpayeTcsi ycTaHOB/IeHMe ayarHosa CMA 5q maumeHTaM € OTCYTCTBMEM Jeleluiu
9K30HOB 7 win 7-8 rena SMN1 [20].

VpoBeHb yoenuTenbHOCTH pekoMeHaaiuii C (ypoBeHb TOCTOBEPHOCTHM OKA3aTeIbCTB — 4)

KommenTapun: OTcyTCcTBME Ienieluy 9K30HOB 7 min 7-8 reHa SMN1 onpepensieTcsl Kak Haauuue
2 u 6onee komnmii reHa SMNI mertomamu TP B peaJibHOM BpeMeHM WK KoinuecTBeHHOro MLPA-
aHa/mM3a. B cayyae KPOBHOPOACTBEHHBIX OGPAKOB PEKOMEHYeTCs IPOBECTM IMOMCK TOUEUHBIX
myTauuii B reHe SMNI MeTOAOM MPSIMOTO aBTOMAaTUYeCKOTO0 CeKBeHMpoBaHusi o CaHTepy Aaxke B
cydyae OTCYTCTBUS Jiesiel[M 9K30HOB 7 unu 7-8 reHa SMN1.

e PekomeHayeTcsl onpepeneHne uyuciaa Konmii reHa SMNZ y mauyeHTa C MOATBEPKIEHHbIM
reHeTuyeckuM auarHosom CMA 5q AJig onipeiesieHust TPOrHO3a TeueHus 6oesun [43].

VpoBeHb yoenuTenbHOCTU pekoMeHAaluii C (ypoBeHb JOCTOBEPHOCTHU IOKA3aTEeNbCTB — 5)

KommeHnTapumn: Heo6xoqumMo moMHUTH, 4YTO THIT CMA y KOHKPETHOTO TalyieHTa He MOXeT ObITh
YCTAHOBJIEH T10 YMCIy KOt TeHa SMNZ2, OH omnpezensieTcsl TOJIbKO KIMHUUYeCKU. PeKomMeHayeTCst
YUMTBIBATh UMCJIO KOMMII reHa SMNZ mpu TPOrHO3e TedeHMs] 3a60/ieBaHMSI, IMOCKOIbKY 3TO
BAKHBIN (DaKTOp, OMpenesiomuii TSKeCTh KIIVMHNYECKO KapTUHbBI. PEKOMEHyeTCcs OrTOBapUBATh
MpY KOHCYJIbTUPOBAHUM MALMEHTOB U UX CeMell, YTO HeCMOTPSI Ha CUJIbHYIO CBSI3b KOIMYECTBA
Kkonuit SMNZ ¢ IPOTHO30M, UMEIOTCSI UCKITIOUEHMSI.

e PekoMeHIyeTCsI MOJIEKYISIPHO-TeHeTUUYecKoe MccliefoBaHMe wyrtauuii B reHe SMNI
pOOMTeNSIM TTallieHTa C TeHeTUUeCKUM Mo TBepkaeHneM Haanunsi CMA 5q KommyecTBeHHbIMU
metonamu (TILIP B peanbHOM BpemeHu unu MLPA-aHanmu3oMm) IJjis TIPOTHO3a OEeTOPOXKAEHMUS
[44].

VpoBeHb yOeauTeTbHOCTY peKOMeHAalMii A (YpOBEHb TOCTOBEPHOCTHM OKA3aTeIbCTB — 1)

KommenTapumu: MonekynsipHO-TeHeTUYeckoe McciefoBaHue MyTanuii B reHe SMNI Taxkxke
I0KAa3aHO pPOAUTENSIM YyMepliero pebGeHKa C TMpeAroNoKUTEeNbHbIM auarHo3om CMA wu
OTCYTCTBMEM €ro Guosormyeckoro marepuana ajas JHK-guarHoCcTMKM, B TMOBTOPHBIX Gpakax



poauTeneit 6GONbHBIX JeTell — UX HOBBIM CyIIpyraM (ec/Iu IJIAaHUPYETCS AeTOPOKAeHMe), CYTIpyram
B3pOC/IbIX ManyeHToB ¢ CMA mpu IUIAaHUPOBAHUM NETOPOXKAEHMUS; OIU3KUM DPOACTBEHHUKAM
(cMOChI TIALIMEHTOB M CUOCHI POAUTENEN TAIMHTOB) [Jisi MPOTHO3a MX IMOTOMCTBA; JOHOpPaM
CliepMbl U SMLEKIETOK MpPU  SKCTPAKOPIOPAJIbHOM  OMOJOAOTBOpeHMM. MOseKyIsipHO-
reHeTMYecKoe ucciaefoBaHue Mmytaunuii B rene SMNI, Kak ¥ NPy psife OIPYTrUX 4acThIX ayTOCOMHO-
peleccuBHbIX ~ 0OOJie3Heil,  peKOMeHJyeTcs  IIpu  IUIaHMpPOBaHMM  OGEpeMEeHHOCTM B
KPOBHOPOZCTBEHHbIX GpakaxX. Heo6xomMMo MHGOPMMUPOBATh POAMUTENEN OeTeil C MOJIEKYISIPHO
Bepu@UIIMPOBAHHBIM IMATHO30M), a TakoKe Tapbl, B KOTOPBIX KaskAblii M3 MMapTHEPOB SIBISIETCS
MOATBEPKAEHHbIM TeTepO3UTOTHBIM HOCUTeneM paeneuuu 7 uau 7-8 3k30HOB reHa SMNI, o
BO3MOXXHOCTU MIPOBEeAEHNS peHaTaabHOM (BO Bpems 6epeMeHHOCTH) 170,071
NpeaUMIUIAaHTALMOHHOM (C MCIIOAb30BaHMEM SKCTPaKOPMOPaJIbHOTO oruiogoTtBopeHust) JHK-
IuarHocTuky (cm. pasmen IlpodpmirakTuxa).

e He pekomeHAyeTcsi MCKIOUaThb auarHo3 CMA y MalyeHTOB C HETUIIMYHON KIMHUYECKOI
kaptuHoii CMA 5q Ha OCHOBaHMM YMePEHHO TTOBBIIIEHHOV aKTMBHOCTY KpeaTUHKMHA3HI [45].

VpoBeHb yoeauTeabHOCT pekoMmenainii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTelbCTB — 3)

KomMmeHTapum: YpoBeHb KpeaTMHMHA3bl (KpeaTudocdokmHasza, KOK) 0O0bIYHO HOPMAaJIEH WIN
TOBBIIIEH He3HAUMUTEIbHO, TEM He MeHee ONMCAaHbl efVMHMYHbIe c/ydyau C BbICOKMM (B 10 pas)
TIOBBIIIEHVEM YPOBHS aKTUBHOCTY (hepMeHTa. Takum 06pa3om, MOBLINIEHE YPOBHS (hepMeHTa He
00613aTeIbHO MCKIIouaeT nuarto3 CMA.

° PEKOMEHI[yeTCH nmanyeHTaM C YCTAaHOBJIEHHBIM OMAarHO30M CMA 5q, 0COOGEeHHO InanyeHTam Cco
CMA I, ucciaegqoBanmne KMCGIOTHO-OCHOBHOTIO COCTOAHMA M ra30B KPOBM IJII OHEHKM CTEIIEHU
KOMITIeHCal M ObIXaTe/IbHbIX HapyI.HEHI/H‘/JI n onpeneneHns TaKTUKN pechpaTopHOﬁ OO € PXXKU
[46].

VpoBeHb yoemuTebHOCTM pekoMeHaanuii C (YpOBeHb JOCTOBEPHOCTY TOKA3aTEIbCTB — 4)

KommeHTapum: V3MeHeHMSI B KUCJIOTHO-OCHOBHOM paBHOBeCMM BO3HMKAIOT Ha [JaJieKo
3alleflIMX CTaAMSAX [bIXaTelbHOM HeJOCTaTOYHOCTM. JKenmaTelbHO [/ CBOEBPEMEHHOM
JUArHOCTMKY MCIIONb30BaTh 60Jiee MHPOPMATUBHbIE MHCTPYMEHTATbHbIE METOMIbI MCCIeJOBAHIS
(KarmTHOMeTpPHUIO U ApP. - CM. HVWXKe). JleKOMIeHcalys AbIXaTe/lbHbIX HapylIeHUlA KOHCTAaTUPYeTCS
MIpY HAIMYNY TUTIePKAaTHMUY U alliA03a.

* PekomeHpyeTcsl BCeM IallMeHTaM C YCTAaHOBJeHHbIM auarHosom CMA 5q ompeneneHue
coziepsKaHMsl IMIOKO3bI B KPOBU JJIS1 UCKJIIOUEHUS] TUTIOTTIMKeMuM [47].

VpoBeHb yoemuTenbHOCTH peKoMeHaanuii C (YpOBeHb JOCTOBEPHOCTH TOKA3aTEIbCTB — 4)

KOMMEHTapI/lI/IZ IIpY HAJIMYUN IIPU3HAKOB KeTOoala03a AOIMOTHUTE/IbHO ITOKa3aHO OoIlpeaeieHne
KeTOHOBBIX TeJl.

¢ PekomeHpayercsi ucciefoBanue ypoBHS 25-OH ButammuHa [l B KpoBM BCeM Mal[MeHTaM C
YCTaHOBJIEHHbIM AuarHo3oM CMA 5q 1Sl MCKITIOUeHMsT BO3SMOYKHbBIX HapyllleHMii ero o6MeHa u
nowienyoiein koppexkunu [20].

VpoBeHb ybenuTenbHOCTU pekoMeHaaluii C (ypoBeHb JOCTOBEPHOCTHM IOKA3aTeIbCTB — 5)

KoMMeHTapum: CyiiecTByeT KOHCEHCYC IO TIOBOAY HEOOXOAMMOCTM TIPOBeAeHUs HAHHOTO
MCCIeIOBaHMSI TIO MeHbIleli Mepe 1 pa3 B rof.



2.4 THCTpyMEeHTa/IbHbIE JUAarHOCTUYEeCKMe
VICCIeNOBaHUA

2.4.1 lncTpyMeHTaAbHbIE MccIeqoBaHus aasa nuarHoctTuku CMA 5q

¢ PekomeHayeTCs aJIeKTpoMuorpadmst UTOJbYaTast u 3JIeKTpOHeipoMumorpadus
CTUMYJISIIIMOHHAS (OJHOBpEMEHHO) TalieHTaM C pa3BUTHEM CUMIITOMOB IPOKCUMAaIbHO
MBIIIEYHOM C1ab0CTM, C OTCYTCTBMEM WMIM CHIDKEHMEM CYXOKMIbHBIX pediekcoB mocie 18
MecsiieB (xapakrepHo ayist CMA III), a Takske mpu 6ojiee paHHEM Pa3BUTUY ITUX CUMIITOMOB, HO
6e3 TUIMMYUHBIX KIMHUYecKux mnposiBiennii CMA I u II Tuna c 1ebio yCTaHOBJIEHMS JMarHosa
[48, 49].

VpoBeHb yoenuTenbHOCTU pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTHU TOKA3aTeNbCTB — 4)

Kommenrapumn: [Ipu obcremoBanHmy manyeHTOB co CMA [OMKHBI MPUMEHSITbCS MTONbYaTast
anektpomuorpabust  (BMI) U CTUMYISIIMOHHAs  37eKTpoHelipommorpabmst  (SHMI).
CtumynsgumonHas OHMI mo3BosisieT OLEHUTh OTBET MOTOHEMPOHOB CIIMHHOIO MO3ra Mpu
nccinenoBauuu F-ponmH. Ilpu ctumynsuuonHoin JDHMI onpepensitotcs u3MeHeHust F-BOmH:
M0SIBJIEHMe TUTaHTCKMX F-BOJH, MapHbIX 1 TOBTOPHBIX F-BO/IH, My pacceinaHHbiX F-BOMH min ux
orcyrcTBre (670ku F-BomH). CKOPOCTM TIPOBEIEHMSI MMITY/IbCA UM aMIUTUTYAbI M-OTBETOB IO
neprdeprueckuM OBUTATEIbHBIM BOJIOKHAM MOTYT ObITh KaK HOPMAaJbHBIMMU, TaK M HEMHOTO
CHIDKEHHBIMM 3a CYeT BTOPUYHBIX aKCOHJIbHBIX M3MeHeHMil. Wrompuatas OMI mossossieT
MCCIeA0BaTh KOHKPETHYIO MBILILY M OINpENeJUTb CTelleHb AeHepBalMOHHON akTMBHOCTU. [Ipu
uroapuaToit OMI  xapaKTepHO: YyBeJlMUeHMEe aMIUIUTYAbl MHTepPepeHLIIOHHOM KPUBOIA,
pa3peskeHHOCTh  MHTep(EepeHIMOHHO  KPMBOIi, TMOSIBJIEHMS]  PA3AMYHBIX  IOTEHIMAJOB
CIIOHTaHHOJ aKTMBHOCTH, CKJIaIbIBAIOIIVXCSI B TAK Ha3bIBa€MBblil «PUTM YaCTOKOa» [49].

¢ PekoMeHAyeTCI MarHUTHO-PE30HAHCHAs TOMOTpadus MBIIIEYHO CUCTEMbI TAIlMEHTaM C
MMPOKCUMAJIbHOM MBbIIIEYHO! TUIIOTOHME! ¥ MBIIIeYHOM CIab0CThlo, HEe MMEeIIUM
reHeTUYeCKOro IMOATBePKAeHNS I1MarHo3a, ¢ 1ebio auddepeHnmanbHoi guarHoctuku CMA 5q
M OPYTMX HepBHO-MbIIIEYHbIX 3a60meBanmit [50].

VpoBeHb yOequTeIbHOCTU peKOMeHAAIMIi A (YPOBEHD IOCTOBEPHOCTHU IOKA3aTEIbCTB — 2)

Kommentapuyu: MPT  Mbll — BbISIBIASIET JKMPOBOE  3aMeleHMe  MBbIIIEYHOW  TKaHU.
Busyanmusupyercs XapaKTepHBII IMaTTEPH TOPAKEHUSI — TUTIEPTPOPUS ¥ OTHOCKUTENbHAs
coxpaHHocTh m. adductor longus (OJMHHOJ TOJOBKY aAIyKTOpPa), KOTOPBIA SIBJISIETCSI TOBOJIBHO
crienMUUYHBIM [IJIT CIMHAJbHOM MbIlIeuHOi aTpoduu. OmHAKo crenuduueckuii IaTTepH
MOpaskeHMsl TIPOSIBJISIETCST Ha TO3OHel cTamuy 3abojieBaHMsI, B caMOM Hauajie 3a60JIeBaHUS U Y
MajIeHbKUX JieTeli BbISIBUTD ero JOBOIbHO TPYLHO.

¢ PekoMeHAyeTCcs OUOINCUMS MBIIIIbI TAlMeHTy C aTUIMYHBIM BapMaHTOM CIIVHAIbHOA
MbllleuHoi atpodun, ecau auarHo3 CMA 5q He TOATBEPKIEH TE€HETUUYECKU, C IIeJbio
nuddepenumanbaoro auardoda CMA 5q 1 ApyruxX HEPBHO-MBbIIIEYHBIX 3a601eBaHmii [51].

VpoBeHb yoeauTenbHOCTH pekoMeHaalmii C (YypoBeHb TOCTOBEPHOCTHM OKA3aTeIbCTB — 4)

¢ PekoMeHAyeTCS MaTOJIOTOAHATOMUYECKOE WCCIeNoBaHMe OUOTICUITHOTO (OTIepaIMOHHOTO)
MaTepuasa MbIIIIEYHO TKAHY C TPUMEHEHVEeM MMMYHOTUCTOXMMUYECKUX METO/IOB MalMEeHTY C
aTUMMYHBIM BapMaHTOM CIIMHAJbHOIM MbIIIeYHOol aTpoduu, ecmm auarHo3 CMA 5q He
TOATBEPsKIeH reHeTMYeCK!, ¢ Leblio auddepeHianbHoro auartosa [51].

VpoBeHb ybenuTenbHOCTU pekoMeHAaluii C (ypoBeHb JOCTOBEPHOCTHU IOKA3aTEIbCTB — 4)

Kommenrtapum: IIpu mopdonornueckoM MCCIeAOBaHMM OMOTTAaTa MBI Yy TAIMEHTOB CO
CIIMHAJBHOM MBIIIEYHO! aTpodueli BBISBISIOTCS Hecmenuduyeckue TMPU3HAKU ITyYKOBOI
aTpoduu U TPYNMMUPOBKY MBILIEUHBIX BOJIOKOH. BOTBIIMHCTBO YBeTMUYEHHBIX MBIIIEUHbIX BOIOKOH
oTHOCsATCT K | Tumy. Bce MMMYyHOTMCTOXMMMYECKVE MapKepbl OYyAyT HOPMAaIbHBIMMU.
VAbTPaCTPYKTYPHbIE U3MEHEHUS TAKKE OYAyT HecrenupuaeckKuMu

2.4.2 lucTpyMeHTalbHBIE UCCIE0OBAHUS JJI JUATHOCTUKY KaPAUOJIOTUIECKUX
ocnoxkaennii CMA 5q




e PeromeHpmyeTrcsi peructpanus snekrpokapavorpammbl (OKI) Bcem maumentam co CMA 5q ¢
4acToToi 1 pa3 B rop, a Takke Ilepes OlepaTMBHBIM OPTOIleIMYECKMM BMeIlaTeIbCTBOM IJIsI
MCKITIOUEeHWST HapyIeHuii putMa cepaua [52].

VpoBeHb yOemUTeNTbHOCTH PeKOMEH ANt B (ypoBeHb TOCTOBEPHOCTY OKA3ATENIbCTB — 3)

Kommenrapunu: YV mnaumeHtoB ¢ CMA 1 Tuna mnpeBaiMpyIOT BPOXKAEHHBbIE CTPYKTYpHbIE
HapymeHus (medeKkTbl Meperopofok, AedeKTbl BBIHOCSIIMUX TPAKTOB). Y TaIMeHTOB C MeHee
TspkeapiMu popmamy CMA mpeBasMpyioT IpMoGpeTEHHbIE HApYIIeHUsT pUTMa, HanuboJiee yacTo —
HapyIIeHMs WHULIMAUUY PUTMA. [Ipy TOSBAEHWM >KaJod WMIM KIMHUYECKOV CUMITTOMATUKU
MMOpPakeHMs] CepIeYHO-COCYAMCTOM CUCTEMbI BOMIPOC KpPaTHOCTY HAOMIOOEHUIT pelraeTcs
UHIUBUAYAIbHO Y KaXXA0TO MalieHTa.

¢ PeromeHpayercs sxokapauorpadus (9XO-KI') maimeHTy ¢ ycTaHOB/IeHHBIM AyarHo3zom CMA 5q
He pexxe 1 pasa B rof Jjisl UCKIIOUEHUS WIM OLEHKM CTeleHM TSDKeCTM M MOHUTOPUHTA
BPOKAEHHON WM TPUMOOPEeTEHHO maTonorun cepua [53].

VpoBeHb yoenuTebHOCTI pekoMeHatuii C (ypoBeHb JOCTOBEPHOCTY TOKA3aTeNbCTB — 4)

KommeHTapumn: BpoxneHHble NOpOKM cepAna wuHorma BerpevawTces npu  CMA L.
Kapamnommonartus yaiie HabII0mAaeTCs y MAMEHTOB CO CIIMHAIBHON MBbIIIEYHOI aTpodueit 1 u 2
TUIIOB M IIpOTeKaeT II0 TUIIY AWUIATAUMOHHOM. B TSDKeNbIX Caydasix MOXKET pa3BUBAThCS
Klaccuyeckass KapTUHa JIETOYHOM TIuIlepreH3suu (OApIIKa, LMAaHO3, TeMOLMHaMUYecKue
HapylleHus: BIUVIOTb IO OTeKa JIerKUMX M3-3a COaBJAeHMS DaClIMpPeHHbIMM MPaBbIMM OTHeNaMU
JIEBOT'O SKeJyIOUKa M CHMKeHMsI 9BaKyaTOPHOI CIIOCOGHOCTH JIeBOTO Xenmymouka). OXO-KI' Takske
peKoMeHIoBaHa MalyeHTaM ¢ MeHee TsprenbiMu opmamvy CMA 5q mpyu Hamuuum KIMHUYECKUX
CUMIITOMOB, a TaKke BceM nanyeHTam CMA 5q B kauecTBe 06CIeJoBaHUS Mepe]] XUPYPruuecKum
BMeLIaTeIbCTBOM.

2.4.3 THCTPyMEHTaJIbHbIE MCCIeTOBAHUS AJIs JUATHOCTUKY ocnoxkHenuii CMA 5q co
CTOPOHBI ONIOPHO-ABUTaTEIbHOI CUCTEMbI

¢ PeroMeHZAyeTCsA PEHTTeHOAEHCUTOMETPHUS (TIOSICHUYHOTO OTHesa TT0O3BOHOYHMKA TMAIMeHTY C
nuarHo3oMm CMA 5q crapiie 6 JieT ¢ 4acTOTOJ 1 pa3 B Tof, /sl MCKJIIOUEeHMSI OCTeoInopo3a. Takke
pEeKOMeHIyeTCsl TIpOBelleHMe OTOro MCCAefOoBaHMSI TPU TIOATOTOBKE K OPTOIEANYeCKOMY
XUPYPIrUYeCKOMY BMeIIaTeabCTBY [54].

VpoBeHb yoenuTebHOCTI pekoMeHaluii C (ypoBeHb JOCTOBEPHOCT TOKA3aTeIbCTB — 4)

KommenTtapumu: Ilpyu o6GHapyskeHMM OCTeOIOpO3a B IIOSICHMYHOM OTAee I103BOHOYHMKA
II0Ka3aHa PeHTTeHOAeHCUTOMeTpus Bcero Tena. [nasg mauyeHToB co CMA XapakTepHa BbICOKAs
YacToTa IepesioMOB M OCTeoleHMM. JlaHHble DPUCKM OOYCJIOBAEHbl HEe TOJIbKO MBbIIIEYHOMN
€1a60CThI0 M HM3KOJ MOABMKHOCTBIO MAILMEeHTOB, HO U TeM, UTO TeH SMN urpaet omnpezeneHHYIO
poJib B MeTabonu3Me KOCTHOM TKaHu [54].

¢ PekomeHayeTcs1 peHTreHOrpadusi MO3BOHOYHMKA, CIIeIVa/IbHbIe UCC/IeIOBAHMS U TTPOEKIUHA C
usmepenuem yria Ko66a manmenty co CMA 5q ¢ HapylieHMeM OCAaHKU W/WUIU BUAVMBIMU
medopManusiMu TPYOHON KIETKM ¥ TIO3BOHOUHMKA ISl UCKIIOUeHMS KU(OCKONIMo3a u
orpeneseHs fajibHeIeli OpToneIMuecKoi TaKTUKM BefeHus nanyueHTa [55].

VpoBeHb yoemuTenbHOCT pekKoMeHmanuii C (YpOBEHb JOCTOBEPHOCTY TOKA3aTEIbCTB — 4)

KommenTapunu: PeHTreHorpaMma MO3BOHOUHMKA (LI€/HOTO, TPYJIHOTO M MOSICHUYHOTO OTHE/I0B
IMO3BOHOYHMKA C 3aXBaTOM Ta3a ¥ Ta300eJpeHHbIX CYCTABOB) BBITIOJHSIETCSI B IepeaHe3agHeil 1
GOKOBOJ MpoeKuusax. McciemoBaHue IPOBOAUTCS B Haubojgee BO3MOXKHOM BePTUKAIbHOM
MOJIOKeHMM TalleHTa, TPUMHMMAaeMOM He3aBUCUMMO OT BCIIOMOTATelbHbIX YCTPOWCTB (T.e. CUAS Y
JeTeli, KOTOpble MOTYT CUIETb CaMOCTOSTeNbHO, cTosI ipu CMA 111, nexka y nexkaunx MnamjeHTOB)
IJIST OMpemeeHNUs] M KOJMYECTBEHHON OIEHKM CTermeHM medopMalyy [MO3BOHOYHMKA KaK BO
(bpoHTaNbHO, TaK ¥ B CAarMTTAJIbHOI IUIOCKOCTSIX. PeHTreHorpaMma Ta300elpeHHBIX CYCTaBOB
HeoOXomyMa NP KIMHMYECKO) MaHudecTauuu IIPU3HAKOB, TaK KaK y MaiueHToB ¢ CMA
pacrmpocTpaHeHa HeCTabMIbHOCTh Ta306epeHHOTOo cycTaBa [53]. PeHTreHorpadusi mo3BOHOYHMKA
rmpoBoauTcs mamueHTaMm co CMA I u CMA II co ckonnosom >20° (peHTreHorpadus mo3BOHOUHMKA
B IIPSIMOJ MPOEKLMY B TIOJIOKEHUU CUIS M Jiexka) 1 pa3 B 6 Mec., M 3aTeM e3KeroHO ocje MOTHOTO
pasBUTHUS CKeJieTa JJIST KOHTPOJSI 3a AMHAMMKONM KM(OCKOIMO3a ¥ OIpeneeHNusT IajabHeien
OpTOIenNYeCcKOoil TaKTUKM BeAeHUs MalyeHTa. [Ipy OTHeNbHbIX MOKa3aHUsIX (TOSIBJIeHe HOBbIX



KIIMHNYECKUX l'IpOHBJ'IEHI/II;'I MaToJaoOIrMm "M MuX OTpULlaTE/IbHasA ,ELI/IHEIMI/[Ka) ucciaegoBaHmue
IIPDOBOOUTCS dYallle. HpI/I 3TOM 4YaCTOTa OCMOTPOB OO/DKHa OBITh orpenesieHa l'IpOCl)I/IJ'IbeIM
CrieqaInCTOM UM MYJIbTUAVCIUIVIMHAPDHBIM KOHCUMIIMYMOM.

2.4.4 IHCTpyMEeHTAJbHbIE UCCIEeAOBAHUS N1 TUArHOCTUKY ocaokHeHnit CMA 5q co

CTOPOHbLI JbIXaTeJIbHOI CUCTEMbI

e PekomeHayeTcs NpulleIbHAsT PeHTreHOTrpadusi OPraHOB TPYIHON KIETKM BCEM IMAlMeHTaM CO
CMA 5q Kak MMHMMYM pa3 B 2 rofia Ajisl UCKJTIOUeHusT aTesiekTa3os [30].

VpoBeHb yoeauTenbHOCTH pekoMeHaauii C (YypoBeHb TOCTOBEPHOCTHM JOKA3aTeIbCTB — 5)

¢ PekomeHAyeTcs1 TIpoBeleHMe KarmHOMeTpuu mnamyeHtam co CMA I Tuma mjis onpeneneHust
HaJIMYMST Y OLEHKYU TUITOBEHTWISALIY [56].

VpoBeHb yoenuTenbHOCTU pekoMeHAaluii C (ypoBeHb JOCTOBEPHOCTHU TOKA3aTENbCTB — 5)

KoMmMmeHTapum: [jis1 JieXkauux IALMEHTOB 3TO 00C/IemoBaHMe OO/DKHO IPOBOAUTHCS 1 pas B 3
MecsIIIa, 1T MeHee TSDKeJIbIX TallIEHTOB — PeXe.

¢ PeKOMEHIyeTCsI UPeCKOXKHbBIi MOHUTOPUHT MaplMaJIbHOTO JaBIeHMs KUCIOPOZAa BO BpeMs
HOYHOIO CHA B CTAI[MOHAPHBIX YUIOBMsSIX manuentam co CMA 5q I Tura, a Tak ke y maiyeHTOB
co CMA II Tuma rnpyu MUHUMAaJIbHBIX MO03PEHMUSIX AJ1s1 BbISIBJIEHMSI HOYHOM I'MIOBEHTUISILIY U
OGCTPYKTUBHOTO aItHO? CHa [56].

VpoBeHb ybenuTenbHOCTU pekoMeHAaluii C (ypoBeHb JOCTOBEPHOCTHU IOKA3aTEIbCTB — 5)

KoMmmenTapum: Vcronb30BaHue OKCUMETPUY B KaueCTBe eIMHCTBEHHOTO CII0c00a MOHUTOPMHTA
HOYHOJ TUIMOBEHTUISILIUM CYUTAETCS [OOMYCTUMMBIM, KOrJa HeT BO3MOXKHOCTM BBIMIOIHSTD
KamHorpaduio. B HopMe 1mokasaTenu caTypamnum HaxoasTcs B peaenax 95-100%. Ipu SpO; Huske
90% HeoO6XOAMMO TIPUHSTH HEOTIOKHbIe Mepbl. Carypaumust mexmy 94-90% cuuraetcs
MOrpaHMyHoiA. [TaneHTaM ¢ TMITIOBEHTUIISILVEN PEKOMEHJ0BaHO MMETh 1OMa ITy/IbCOKCUMETP.

¢ PekomeHayeTcs1 MCCIeIOBaHNE HECIPOBOIMPOBAHHBIX IbIXATEJbHBIX O0OBEMOB U ITOTOKOB
nanyeHtam co CMA 5q crapuie 5 yier mjig ompeneneHus] CTEIEHW TSKECTU IbIXaTebHbBIX
HapylieHuit 1 BpIOOpa BUAA PeCITMPATOPHON MOAAEePKKH [56].

VpoBeHb yoenuTenbHOCTH pekoMeHaaluii C (ypoBeHb TOCTOBEPHOCTHM OKA3aTeIbCTB — 5)

KomMmeHTapum: PekoMeHTyeTCs BBITIOMHSTD UCC/IeN0BaHMe HeCIPOBOLIMPOBAHHBIX JIbIXaTeTbHBIX
06beMOB ¥ TOTOKOB mauyeHtam co CMA crapiie 5 JieT, CIIOCOOHBIM BBITIOHUTDL JTaHHOE
uccinenoBanue, 1 pas B 6 mecsieB mjisi CMA II turna u 1 pa3 B 12 mecsue ajasgs CMA III tuna.
CaMpblii Jy4Iiuii M MPOCTON MapameTp IJis OTCIAEXMBAHMSI CWIbl JObIXaTeIbHOI MYCKYJaTypbl Y
nmeteii-manyeHToB co CMA (CITOCOOHBIX BBITTONIHUTL MCCAEAOBaHME) - 3TO (GOpCUpOBaHHAS
KM3HEeHHast eMKOCTh Jjierkux (®XKEJI). IlaumeHTtsl co cHmskennem OXKEJI ot 20% mo 50% ot
IOJKHOTO TOJIBEP>KEHBI MTOBBIIIEHHOMY PUCKY JIETOYHBIX OCJIOKHEHMI, a mauyeHTbl ¢ DXKEJT <20%
— ele 60siee BBICOKOMY PUCKY. [IJist manyeHToB ¢ ®XKEJI >60% xapaKTepeH HU3KUIT pUCK HOYHOI
TMTIOBeH TSN, VicciemoBanye BAVSIHMS (YHKIUY IBIXaTeTbHOI MYCKY/IaTypbl, B TOM YKCIIe Ha
MaKCMMajabHOE [aBjleHMe BJ0Xa, Ha3aJbHOE pecnypaTOpHOe J[aBleHMe WM MaKCUMaabHOe
JlaBJIeHNe BBIJOXA, HE AAET MOCTATOUYHOI MU IOMOJHUTETbHON MHGOPMAIUK MPU CPABHEHUU C
@®XXEJI y nauyeHTOoB co CMA.

¢ PekoMeHAyeTCsA KapayoOpecnypaTOPHbIA MOHMTOPMHT (OMCTAaHIMOHHOE HaOMIofeHne 3a
MMOKAa3aTesIMM  YaCTOThl CEpHEYHBbIX COKpAIleHMii ¥ [OUCTAaHIMOHHOEe HaOmomeHue 3a
(byHKUMOHATBHBIMM HApYIIEHUSIMY TIOKa3aTesieil BHEIIHETo [bIXaHMs) B CTAl[MOHApPE BCEM
maiyedTam co CMA I u manmentam co CMA II crapiie 5 jieT co cHIsKeHueM (GopcrupoBaHHOTO
Bbioxa Ha 45% u OGosmee 1 pas B 6 MecsleB MAJjid KOHTPOJIS HaJ TPOTPeCCUPOBAHNEM
IIbIXaTe/IbHBIX HapylIeHuit [57].

VpoBeHb ybenurenbHOCTU pekoMeHAaluii C (ypoBeHb JOCTOBEPHOCTHU TOKA3aTEeNbCTB — 5)

KommenTapuu: Ha KoHeln, 2019 roma ucciegoBaHue AOCTYITHO IJIs1 MAlUMEHTOB, HAXOASIIVXCS B
CrenMaaM3MpPOBaHHbIX 10 HEPBHO-MBbIIIEUHBIM 3a60/I€BaHMSIM HEBPOJIOTMYECKUX OTHeIeHMSX.
KoHeuHoO, kelaTebHO BHEIpPEHNME 3TOT0 METOIa M B APYTMX HEBPOJIOTMUECKUX OTAENEHMSX, U B
IIOMOIIb Ha OOMYy. IIpy HEBO3MOKHOCTM ITPOBEIHEHMSI KapaAMOpecIMpaTOPHOTO MOHWUTOPWHTA,



MOKHO BOCITO/Ib30BaThCsl  Goliee IIpoOCTbIM, HO MeEHeEe CHELU/IQJI/I‘«IHBIM METOJOM HOYHOI
IIyIbCOKCMMETPUN.

e PekoMeHAyeTCsl TIpOBeleHMe MomucoMHorpaduy manueHTam co CMA 5q, ecimn ecThb
Mofo3peHne Ha Haayuye TUIOBEHTWIILIUM sl YTOUHEHMSI ee XapakTepa U VCKIIOUEHMS
COHHBIX arHo3 [57].

VpoBeHb yoenuTenbHOCTU pekoMeHaalmii C (ypoBeHb TOCTOBEPHOCTHM OKA3aTeIbCTB — 5)

Kommenrapumu: [Marmentsl co CMA mopBepskeHbI HAPYIIEHUIO bIXaHUs BO CHe, HanboJiee 4acTo -
TUTIOBEHTUJISIIMM U3-3a YMEHbIIEHUS AbIXaTeJbHOTO 06beMa, HapylieHus: paboTsl quadparmel,
CHUKeHUST (QYHKIMM MeXKpebGepHbIX UM  BCIIOMOTATeIbHBIX MbIII. Takke OTMedaeTcs
OOGCTPYKTMBHBI/ CMHIPOM M3-32 (JA6OCTM MBI, TOPTaHM W IJIOTKK, OOGYCIOBIMBAIOLIVIIA
NpeJpacIioNoXeHHOCTh K KOJUIAIICY [ bIXaTe/lbHbIX ITyTe.



2.5 uble MarHoCTUYeCcKye uccjaegJoBaHus

KOHCYJ'IIJTHLU/II/I CIIenuaJIMCTOB MOIYT OKa3bIBATbCA IMAIMEHTAM Ha Pa3HbIX 3TalaX OKa3aHMs
MeOULIMHCKO MMOMOIIIM, B TOM UM(CJie€ B Iepmoa AMarHOCTUKA 3aboieBaHMS.

¢ PekomeHayeTcsi TipyveM (OCMOTP ¥ KOHCYJIbTallMsl) Bpada-HEBPOJOTa TI€PBUUHBIN BCeM
ranyeHTaM c rnojo3penuem Ha Hannume CMA 5q ¢ 1enbio moaTBepxkaeHust guarHosa [20].

VpoBeHb ybenuTenbHOCTU pekoMeHAaluii C (YypoBeHb JOCTOBEPHOCTHU I0KA3aTEIbCTB — 5)

KommenTapum: Eciu Bpau-HeBPOJIOT TOATBEPKIaeT BePOSITHOCTh HAIMUMS 00/Ie3HN, OH JO/DKEH
HampaBuUTh pebeHKa Ha TeHeTUYecKoe obcieoBaHme.

¢ PekomeHAayeTcss IpueM (OCMOTpP 