CeMelTHOe PYKOBOJCTBO 10 MEAVIIITHCKOMY
YXOZ4Y IpU BPOXKEHHOM MbIIIIEYHON
MUCTpodun



ITPEOVIC/IOBUE

B HacToOsA1IEM PYKOBOZACTBE MBI KPaTKO 00001I1vIIN
MHQOPMAIINIO, KACAIOUIYIOCS AMAaTHOCTUKY U
MEMIITHCKOTO 00CTY)XMBAHMS TIPU BPOXK/IEHHOI
MblIeyHoi guctpodun (BM]I), onybnmkoBaHHyI0
MEX/[YHAPOIHBIMI CHEL[MaTICTaMM 110 JaHHOMY
3aboneBanuto. [lanHas pabora 6bUIa IpOBefieHa TPy

noxgepxke pouzpos Cure CMD (curecmd.org), TREAT-

NMD (treat-nmd.eu), ®paHIry3cKoit acconyanum 1mo
JIe4EeHVIO0 MBIIIEYHBIX paccTpoiicTB (AFM-Association
Frangaise contre les Myopathies; afm-france.org) u
Telethon, Vtamus (telethon.it). OcHOBHOJI fOKyMeHT
omy6imukoBaH B >xypHaste Journal of Child Neurology

(Ching H Wang, et al. Consensus Statement on Standard

of Care for Congenital Muscular Dystrophies, ] Child
Neurology 2010;25(12):1559-1581. Ony6nmKkoBaHo
oHaitH 15 Hos16ps 2010 r.). Ero Mmo>xHO 6ecrimaTHO
CKa4aTh I10 CChUIKE:
http://www.curecmd.org/wp-content/uploads/cmdcare/
cmd-guide.pdf

B ocHOBY HacTOsIIIEr0 CEMETHOTO PYKOBOJCTBA IO
yxony npu BM]] nernm pekoMeHganuy rpyIibl 13

82 MeXXIYHaPOJHBIX IKCIIEPTOB-IIPeCTaBUTENel
ceMM MeUIIVHCKUX CIIeIaIbHOCTe: TaTOMOT S,
HEBPOJIOTYisI, PEaHNMATONIOT ST, KOPMJIEHIE U
IITaHVe, OPTOIENUS Vi peabMINTaIUsI, KaPAMOIOT S
¥l TA/UTMATUBHASI MeAMIMHA. [I/Is1 TIOATOTOBKY CBOMX
PEeKOMEHALNIT SKCIIEPTHI VICIIONIb30BA/IN CIeAYIOLIIe
METOIMKI:

o  TIATe/IbHBIN aHa/IM3 HAYYHOI TUTEPATYPHI,

e OHJIAVH-OIPOC CIIELMANMNCTOB B 06mact BM]I

KacaT€/IbHO MCIIO/Ib3yEMbIX B X ITPAKTNKE ME€TO OB,

e OHMaMH-ompoc cemen ¢ BM]I o ToM, ¢ KakuMn
OCHOBHBIMI TIPOO/IEMaMIi OHU CTaJIKMBAIOTCS B
XoJie Ie4eHM,

o B HOs0pe 2009 1. B bproccene 611 TakKe
IIpOBeJeH JBYX/IHEBHbII CEMMHAP IO CTaHJApTaM
MeAVMIMHCKOTO 06cmy>xuBanus npu BM]]

Omnpenenennst TEpPMIUHOB, BbIJIETIEHHBIX B TEKCTE
HIO/TYePKMBAHMEM, MOXXHO HAMTHU B TTIOCCAPUI
(ITpunoxxenne C).

MpbI TOHMMAaeM, YTO YUTATE/Tb HACTOSIIETO
PYKOBOZCTBa MOXET U caM MMeTb finarHo3 BM]I. Tem
He MeHee, /IS yRoOCTBa YTeHMs MBI Oy/ieM Ha3bIBaTh
HalJeHTa «Balll peOeHOK».

Ncnonp3oBaHue JaHHOTO JOKYMEHTA

Ha nepBbIx cTpaHNUI[aX HACTOAILETO PYKOBOJCTBA

MBI paccMaTpuBaeM 001Ie BOIIPOCHI MEAVIIMHCKOTO
yxopa npu BM/I. [lanee mMb1 6071ee mopo6HO
OCTaHaB/IMBaeMcA Ha TOM, Kak BM/I Mo>xeT moBnmATh
Ha OTZIe/IbHBIE CYCTEeMbI OpraHu3Ma (Hampumep,
cepjlie VI JIeTKIe), ¥ Ha IpobjieMax, KOTopble
MOTYT BO3HMKHYTb y AI[VI€HTOB C TAKUM IaTHO30M.
HekoTopble 113 HUX BCTPEYAIOTCS TONBKO y OTJE/IbHbIX
B1ioB BM/] 11 He TpOABIAIOTCA IPU APYIUX. ITU
pasnuyuA NpUBENEHbl B HACTOALIEM JOKYMEHTE.

Ina neyennsa BM]I Tpebyercs onmcaHHOe

B HACTOSAIEeM PYKOBOJICTBE MEIVIMHCKOE
00CTy>)KMBaHNe C y9acTVeM CIIe[ValCTOB B 00/1acTh
HEBPOJIOTMM VI HEPBHO-MBILIIEYHBIX 3a00/IeBaHMI,
ITyJIbMOHOJIOT M, KOPMJIEHN A, IUTAHUA U yXOJa

3a [TOJIOCTBIO PTa, KapAMOJIOTY, OPTONeAUN

U peabVInTalyy, ICUXNYeCKOTO 3T0POBbs U
na/UIMaTMBHOro yxoza. HecMoTps Ha TO, 4TO

MOXXET II0Ka3aThCs, YTO MEX/y STUMU 00/TacTAMU
HeT HIYero oOIIero, Tydllle BCero 0BEpUTH

YXOf] 32 CBOMM peOEeHKOM MHOTOIIPOUIBHO
KOMaHJIe Y3KUX CIelIaTICTOB U MPodecCroHaIoB
CMEXHBIX CIleluanbHocTell (pusndeckas Tepanns,
pecnupaTopHas Tepans), a TaKKe IPUHIMATh
HENOCpeICTBEHHOE yyacTue B 00CY>X/JeHN ) BOIIPOCOB
Yl IPUHATUN PeIeHNIA.

MepuiHCcKoe 00CTy>KUBaHue C y9acTiieM
MHOTOIPOU/IbHO KOMaH/IbI Bpayeil sIBIseTcs,
KOHEYHO, UJIea/IbHbIM C/Ty4yaeM, OFHAKO Bbl MOXKETe
CTOTIKHYTbCA CO CJIOKHOCTAMY NIPU KOOPAVHALUN
yXO7ia 3a BaliM peOeHKOM 6e3 y4acTVs 9KCIIePTOB

Y Y3KUX crenyamictos B oomactu BM/I. Ilepseim
mmaroM B obecriedeHnu 6ojee OpraHN30BaHHOTO
yXojja ABJIAeTCA MOVCK HAllIOHA/IbHOTO LIEHTPa 10
JIEYEeHUIO JIETCKVX HEPBHO-MBILIEYHBIX 3a00/IEBaHMIL 1
[OTyYeHVe HallpaB/IeH!s Ha JIeYeHNe.

HekoTopble, BO3MOXXHO, IPEATIOYTYT IPOYUTATh

3TO PYKOBOZACTBO CPa3y L[e/IMKOM, YTOOBI IOTYYUTh
IIepBOHAYa/IbHOE TIOHVMaHMe ITPO0JIeM, CBSA3aHHBIX

¢ puarnosom BMJI. [Ipyrue MOTyT npefmno4ectb
obpamaTbcs K HeMy, Kak K CIIPaBOYHMKY, IIPU
BO3HMKHOBEHNY KOHKPETHBIX BOIIPOCOB, CBA3aHHBIX
co 30poBbeM pebenka. Kaxaas ceMbs I0-pasHOMY
peraet 1A cebs BOIPOC 0 HeoOXOoAuMOCTH 6oree
nozipo6Horo n3ydenus BMJI, n ato pykoBofcTBO

B JII00OM C/Ty4ae CTaHeT I BaC HEOLleHMBIM
VICTOYHVKOM II0/Ie3HOJ MTH(POPMAIIVIL.



OTKA3 OT OTBETCTBEHHOCTWM

MH(I)OpMaI_U/IH " peEKOMEHJalnM, IIpEeACTAaB/IEHHDBIE B HACTOAIIIEM JOKYMEHTE, HE AB/TAIOTCA 3aMeHO ycnyr
CliennaancTa 1 He IpUBOAAT K BOSHKHOBEHNIO B3aVIMOOTHOIIEHN Bpa4-IIali€HT. I[aHHYIO I/IH(bOpMaIH/IIO
HeO6XOI[I/IMO MCII0/Ib30BAaTh HEOTPBIBHO OT MENUMLIMHCKUX peKOMeHI[aIH/Iﬂ BalllMXx j1edalmnx CriegquaancTros,
C KOTOPbIMM BbI NO/DDKHBI KOHCY/IBPTMIPOBATBCA 110 BCEM BOIIPpOCaM, KaCalOIMMCA Balllero 3J0poBb-a, B
JaCTHOCTU B C/Iy9a€ BOSHMKHOBEHUA CUMIITOMOB, TPC6YIOIIU/IX OVMAarHOCTUKU NN Me}II/[III/IHCKOfI IIOMOIIMN.
JIxo6ble I[eﬁCTBMH, KOTOPbI€ BbI COBEPIIAETE HA OCHOBaHUU I/IH(l)OpMaIH/II/I, Hpe}ICTaBHeHHOﬁ[ B HACTOAILIEM
AOKYMEHTE, COBEPIIAIOTCA BaMU Ha CBO€ YCMOTpPEHNE.




Copep>kaHue

1. BBemenme

2. KoMmiekcHOe MegUINMHCKOE 00CTy )KIBaHKE:
OVMATHOCTNMYECKNIE BU3IUTHI, aM6ynaT0pr1e BU3NTDI
M JIeU€HME€ B CTallMOHape

3. Hesponorus: cyfoporu u yxyjuieHue
KOTHUTUBHO OeATEIbHOCTI

4. Ha6nropenue 3a pecnmparopHoi GyHKIei:
IIbIXaHUeE

5. Iloppepskka >KemTygOYHO-KNIIEYHOTO TPaKTa:

nyTaHue, KOpMIEHNUE U YXOJ, 3a MOJIOCTHIO pTa

6. HaOmroneHne 3a Kapauonorndeckoi pyHKmeit:
YXOJ 3a ceppiLieM

7. OpTomenusa u peaGuInTanus: ne4eHne
KOHTPAKTYpP U MICKPUBICHNA II0O3BOHOYHIKA

8. IlammmaTuMBHAA NOMOII: IICUXNYECKOE

CaMOYYBCTBI€ ITalIN€HTA U YJICHOB €I0 CEMbI

IIpunoxxenne A — Ilogrumner BM]]

IIpunoxenne B — Crienmamicrpl, K KOTOPbIM
MO>KHO o6paTuThcsa npu BM]]

ITpunoxxenne C — Itoccapmii (TepMuHBI,
BBIIe/ICHHbIE B TEKCTe OTYEPKUBAHYEM)

IIpunoxeane D — [InmarHocTimaeckne MeTORbI




1. BBEIEHIWE

Yro Takoe «BpOXK/IEHHAsI MBILIEYHAS JUCTPODUA»?
Bam mnu BamemMy pe6eHKY TOJIBKO 4TO ITOCTABUIN
IVaTHO3 «BPOXKI€HHAs MBILIEYHAST AUCTPODU»
(BMI). O6'beM monmy4eHHO MHPOPMAIIVIN MOKET
BacC OIIEJIOMNTD. Ba>kHO, YTOOBI 6O/IbHBIE C TAKMM
AVMaTHO30M U YIEHbI MIX ceMell TIOHMMAJIN, KaKiue
MeAVIMHCKYE OC/IeCTBIS OH 3a COOO0TI BIeYeT,
Kakoe TpebyeTcss MegUIITHCKOe 00CTy)KIBaHue, 1
MOI/IM Y9aCTBOBATh B YXOfe 3a cO00IT V1M 32 CBOUM
pebeHKoM.

Llenb HacTOAILIETO PYKOBOACTBA COCTONUT B TOM, YTOOBI
IIOMOYb BaM pa3obpaTbCsi B MHOTOUYVICTIEHHBIX U
PasHOOOPA3HBIX CUMIITOMAX, C KOTOPBIMM BbI MOXKETe
CTONKHYTbCA, a TAK)Ke B TOM, KaKO€ MeIMLIVTHCKOe
00CTy)XMBaHUe MOXXeT IIOTPeOOBAThCS C TeYeHNEM
BpeMeHU. Boopy>xmBuch 9Toit MHPOpMaImet, Bbl
CMOXKeTe JIy4llle IIOHVMATh TOTPeOHOCTH, CBSI3aHHbIE
¢ puarnosoM BMJI, 1 cmoskeTe j1ydille 3aIMILATh
VIHTEpeChbl 00/IbHOTO.

BM]] — sto rpymna no 6onblieit 9acTu
HaC/IeiCTBEHHBIX PEAKIX 3a00/IeBaHNII, CUMITOMBI
KOTOPbIX HAYMHAIOT IPOABJIATHCA B IIEPBbIE B

ropa >xu3HM. Cpefiyt paHHUX CMMIITOMOB BbIJIE/IAIOT
MBIIIEYHYIO CTa00CTh (TMIOTOHNMSA), KOHTPAKTYPBI U
1po6yeMsl ¢ ApIxaHueM u nutanueM. BM]I aBnsercs
COCTaBHOJI YacThI0 O0JIee 0OIIPHOI TPYIIITBI
MBILIEYHBIX AUCTPOPUiL. ITO O3HAYALT, YTO TOT >Ke
T€H, KOTOPbIil IPUBOJAUT K BOSHMKHOBeHMI0O BM/I,
MO>KET BbI3BaTh I10ACHO-KOHEYHOCTHYIO MBIIIEYHYIO
AUCTPODUIO NIV MBIIIEYHYIO JUCTPOPUIO C ITO3THNM
HavajIoM. Y 6O/IbHBIX C OTHVUM Y TeM >Ke IIOATUIIOM
BM]] 6071e3Hb MOXeT IIPOTEKATh IIO-Pa3HOMY: MOTYT

BO3HMKATb Pa3/IN4MA B CUJI€ MBIIL, M1 CUMIITOMBI
MOTYT IPOSIBNIATHCA B pa3HOM BO3pacTe. Y HEKOTOPbIX
60/bHBIX C uarHo3oM BM]] renetndeckas MyTanus,
npuBefas K 3a601eBaHNIO, O CUX TIOp He
onpepeneHa. ViccnegoBaTenn B pasnM4HbIX CTpaHax
MUpa IBITAIOTCS OOHAPY>KNUTD BCE TeHeTUYeCKe
MYTaLuu, KOTOpble MOTYT BbI3BaTh BM/I, 1 KaXkziblit
TOfi Ie/IAal0TCSA HOBbIE OTKPBITHA.

HekoTtopble n3BeCTHbIE TeHETNYECKIIe

MyTal /M NIPUBOJAT K TOMY, 4YTO MBILIIIbI
paspyuawTcs 6bICTpee, Y4eM OHYM MOTYT PacTu

VIJIVI BOCCTAHAB/IMBATbCH, YTO BefleT K MbIIIEYHO
cmaboctu. Y pebenka ¢ BMJI MOTyT 6BITb pa3miMyHOTO
pozia HeBpoyiorndeckye v ¢usmdeckye mpooiemsl,
CBsI3aHHBIE C 3TUM 3aboneBanreM. Hekotopble etn
XOZIAIT CAMOCTOSATENBHO WU C OAAEPIKKOI, IpyTHe
y4arcsi XOUTh, HO 3aTeM CTAaHOBSTCA crabee U
IIePeCTAI0T, @ HEKOTOPbIE HE MOTYT XOIUTh BOBCE.
JeTsiM, KOTOpBIE TPUOOPETAIOT CIIOCOOHOCTD

XOIMTh, @ TAKXKE T€M, Y KOTO IIepBble CUMIITOMBI
IPOABIAITCA B IIO3JHEM [IeTCKOM M/IN BO B3POCTIOM
BO3pacTe, MOXKET OBITh IOCTABJIEH IMArHO3 «IIOSCHO-
KOHEYHOCTHas MblieyHas guctpodusa» (IIKMI). B
OT/INYME OT OCTaNbHBIX moaTunoB BM]] (1t KoTOpBIX
XapaKTepHO paHHee Havaslo 1 6oee CUIbHAs
cmaboctp), [IKM]I HaxopnTcs Ha APyroM KOHIle
criekTpa (1mo3gHee HavYasIo0, 00JIee MATKOe TeYeHe
3a0071eBaHMA).

Mssectaplie noprunsl BM/I nepedncinens Bo Bpeske 1.
Bonee nonHoe onucanme npuseneHo B [Ipunoxenun
A.




IHogTuner BM/I-ITKM]]

(COKpaHIQHI/IH, BbIJC/IEHHDbIE IIOTY KM PHbIM IHPI/[(l)TOM U KYypCUBOM, JMICIIOIB3YIOTCA U lajlee 110 TeKCTy)

MuonaTus, cBssanHas ¢ koanareHoMm VI tuna (takxke COL6-RM)

o BpOX/ICHHAs MBIIIEYHasA JUCTpodus Yibpuxa

o TIPOMEXYTOYHBIN PEeHOTHII

o Muomnatus betnema (c mo3gHNUM HaYaIOM)

Huctpodus, cBazanHas ¢ mamyHrHOM a2 (Taxoke LAMA2-RD; Bkmovaer B ce6ss LAMA2-BMJI, MDC1A n

Mepo3uH-HeratusHy BM]I)

AMOYIaTOPHBII CTATYC B 3aBUCHMOCTM OT OKPACKM JIAMJMHMHA 02 Ha OMONTaTe MBIIIIL] VIV KOXXI

e TIONHBIV lepUINUT — OOBIYHO 6e3 BO3MOXKHOCTY XOANUTh* (paHHee Hayaso)

o YACTUYHBIN AePUIUT — 0OBIYHO C BO3MOXKHOCTBIO XOAUTH* (II03[jHEee Hayao)

* uMerorcs uckmodenus: npu LAMA2-BM]] 3aboneBanne 0ObIYHO MIMeeT paHHee Havyajio, 1 OOIbHOI He

npuobperaet crnoco6HoCTU XOANUTD; Tpu LAMA2-RD 3a6oieBaHme nMeeT Mo3gHee HavajIo, U 00IbHOI MOXKET

XOMIUTh.

Huctpodus, cBazanHad ¢ anbda-gucTporaukaioM (takxke aDG-RD, puctporninkanonaTus,

Q- TUCTPOTIMKAHOTIATA)

o cuHApoM Yokepa-BapOypr

o MMO-OKy/no-Iepebpanbhbli cuaapom (MEB)/ BM]I ®ykysambr

o BM]I c nopakeHnemM Mo3xedka (ManbGopManyuy Mo3)kedKa MOTYT BK/IIOYaTh B Ce0s KVCTBI, TUITOTUIA3UN 1
IVICTITa3 VAN )

o BM]I c 3afepKKoif YMCTBEHHOTO pa3BUTNA IIPYU OTCYTCTBUY CTPYKTYPHBIX IOPa>KEHMIT MO3Ta 110
pesy/bTaTaM CKaHMPOBaHNA (TaHHAs KaTeropys BKIIOYAET B ce0s MAIMIEHTOB C M30/IMPOBAHHOI
MUKpoledanyen ni He3HaYMTe/IbHBIMYU M3MeHeHUsIMM Oe/10ro BelecTBa, BuanMbiMu Ha MPT)

o BM]I 6e3 3afiep>KKyl YMCTBEHHOTO pa3BUTH (OTCYTCTBYE OTKIOHEHMII pa3BUTVI KOTHUTUBHBIX (DYHKIIVII)

e TI0SICHO-KOHEYHOCTHas MblmeyHas guctpodus (IIKMJI) c safepKkoit yMCTBEHHOTO pa3BUTHUsA (MbIIIeYHast
cabOoCTh € MO3IHMM HA4aIoM) IIPU OTCYTCTBUM CTPYKTYPHBIX OPA>KEHNI MO3Ta 10 pe3y/IbTaTaM
CKaHMPOBAaHUA

o IIKM]] 6e3 3aiep>kKKy YMCTBEHHOTO PasBUTHA (MbIIIeYHast ¢1a00OCTb C TIO3JHUM Ha4ajIoM)

MuonaTus, cBasanHas ¢ reHoM SEPN1 (taxoke SEPN1-RM, cuaapoM purngHoro no3BoHouHnka, RSMD1)

o JlaHHBIT TUI TaK>Ke MOXKET OBITh IMaTHOCTUPOBAH KaK 00/1e3Hb C MHO>KECTBEHHBIMH IIeHTPaIbHbIMI
CTeP>KHAMU, MUOIIATHA, CBA3AHHAA C IeCMIHOM, C BK/IIoUeHMeM Tesel] Manmopu 1 BpoK/JeHHOM
AVICIPOIIOPLVENl TUIIOB BOJIOKOH (BCe MOPO/Iorinieckyie AyuarHo3bl Ha OCHOBAHMY OMOIICUY MBIIIEYHO
TKaHY, KOTOpPbIe HAIPSAMYIO He KOPPENINPYIOT C KAaKMM-/T1O0 OfHUM I'eHeTHYeCKVM JJUarHO30M)

Muonartus, cBasantas ¢ renoM RYR1 (takske RYR1-RM, Bximogaer RYR1-BM]T)

o Ilepecekaercs ¢ MuonaTusamy, cBg3aHHbIMY ¢ reHOM RYRI (RYR1-RM), 6071e3HbI0 IIeHTPabHOTO CTEPIKHS
Y IEHTPOHYK/IeapHOl MMOTIATHE

o Cunraercs BM], ecnu pe3ynpraTsl OMONCKI MBIIIEYHO TKAaHV YKa3bIBAIOT Ha AUCTPOdUIO 6€3 Hammdms
TUNNYHBIX [JeHTPA/IbHBIX CTEPXKHEN

Huctpodus, ceazannasg c reHom LMNA (takke LMNA-RD, Bxmogaer L-BMJI, LMNA-BM/I)

o CHHIpPOM «Iajiaroleif TOI0BbI», OTBUCIAsI CTOIIA, MAI[MEHT He TPUoOpeTaeT CIoCOOHOCTU XOAUTD

o Ecnmu cnoco6HOCTD XOAUTh IpMoOpeTaeTcst, MO>KeT OBITh IOCTAB/IEH AMAarHO3 MbIIIeYHas AUCTPOPI
Omepu-llperidyca c paHHUM HaYaIOM.

910 nokasbiBaet, yTo L-BM]] sB1steTcs mogTumnom guctpoduii, cBsizaHnHbIX ¢ LMNA, KOTOpble BK/IIOYAIOT B

cebs1 CMH/IPOM «ITaflalolIieil TOMOBbI», aMOynaTopHyio L-BM/]I u Mpimeynyto guctpoduio Imepu-Iperidyca.

HenuarnoctupoBanHasa BM]I

BonbubiM BM]] MOXeT ObITh ITOCTaB/IeH KIMHNYECKUT IarHo3 6e3 reHeTM4YeCcKoro moaTBepKaenns. Hecmotps

Ha COOTBETCTBYE KIVHNYECKOI KAPTUHBI U (VJIM) pe3y/IbTaToB OMOIICUY MbILIeYHON TKaHu BM]I, reneTndyeckoe

TECTUPOBaHNE MOXXeT He MOATBEPUTD ITOT AMArHO3, T.K. He BCe TeHbI, BBI3BIBAIOLIVE 9TO 3a00/IeBaHue, yKe

oOHapy>XeHbl. PekoMeHyeTcs IpoBeieHMe TeHeTUYEeCKOTO TeCTUPOBAHNS IO, PYKOBOJICTBOM 9KCIIEPTa B

o6mactu BMJI.




Ba)kHO MOMHMNTB, 4TO He Y BcexX 60mbHbIX BM]] OyayT HabMI0HaThCS BCE ONMCAHHBIE 3/1eCh CUMIITOMBI, U HE
BceM OyneT He0OX0AMMO OIMCaHHOE 37IeCh MeAVIIMHCKOoe 00cmyxmBanue. HecMoTpA Ha Bce CXOCTBO, TeYEHME
00J1e3HN y KaX/J0T0 MaIyeHTa ¢ Auarno3oM BM/JI 6yneT yHMKa/IbHBIM C pa3IMYHBIMI IIOTPEOHOCTSMU B
pas/IMYHble IePUOJBI )KM3HYU. DTO 03HAYAET, YTO YXOJ 32 KOKIABIM OOTbHBIM JIOJDKEH OBITh MHAVNBYYaTIbHBIM.
Bpsip i BaM yacTcs BCTPETUTD [IBYX HAIMIEHTOB C aOCOMIOTHO OJVIHAKOBBIMU IposiBineHusamMu BM]I.




2. KommekcHoe MEONIINMHCKOEC OGCJIY)KI/IBaHI/IC: AMarHOCTUYeCKUe BUNTBHI,
aMOy/1aTopHbIe BUSUTHI U JIeYeHNe B CTaIlVIOHape

YpesBbIuatHO BaXKHO, YTOOBI HA IPOTSKEHNN
BCETro CpOKa Te4eHMs 3a60/1eBaHNA TALeHTY
IPENOCTAB/IANOCh COITITACOBAHHOE MEIMIIVTHCKOE
00CTy)XKMBaHue C y9aCTIieM MHOTOIIPOMUIbHO
KOMaH/IbI CIIeI[VIa/INCTOB, GOPMUPOBATIICH KPEIKIe
OTHOUIEHM MEXJy Ial[ieHTOM U BpadyaMu

V1 VICTIO/Ib30BA/IVICh IH/IVBYIya/IbHbI€ TI/IAHbI
MEIVMIIMHCKOTO 0OCTY>KMBaHMSL.

JlaHHas I71aBa COCTOUT U3 TPeX PasJieNoB, Iie
paccMaTpUBaIOTCs BOIIPOCHI, CBSI3aHHBIE C
AVATHOCTUYECKVIMY BU3UTAaMU, aMOy/IaTOPHBIMMI
BM3UTAMU VM CPOYHON rOCIMUTaNM3aImen (B crydae
OCTpPOTO 3a00/IeBaHNA V/IN TPABMBI).

JMarnocTuyeckue BU3UTHI

[Tocrne Toro, KaK BaueMy peGeHKY OCTaB/IeH AMarHo3
BM]I, eMy He0OXO[MMO IIPEAOCTABUTD ONMVICAaHHOE
HIDKe MeVIIITHCKOe 0OCTy)KMBaHe, a TAKXKe
obecriednTh MoAepXKKy ¥ MHGOPMUPOBAHHOCTD. B
uyieasie TaKoe 0OCIy>KIMBaHe TOKHO IIPOBOANUTHCS
I10J], PyKOBOJCTBOM HEBPOJIOTa MM CHEeLMaIICTa 10
HEepPBHO-MBILIEYHBIM 3a00/I€BaHNUAM, MEIOIETO OIBIT
pabotsl ¢ BM]I n paboTaroiero BMecTe ¢ YieHaMU
CeMbl MallMieHTa B eAuHOM KoMaH e. Criennannuct
IO/DKEH IIOMOYb Ballleil CeMbe CI/IAHMPOBATh
pelileHNe NOTeHIIMATbHBIX IPOOJIEeM CO 3l0POBbEM

[0 VX TIPOSIBJIEHM Y COXPAHUTD 3[J0POBbE BalIErO
pebeHKa 1 ero MakCuMaabHOe (PYHKIIVIOHVPOBaHYE
Ha IPOTSDKEHUY KaK MOXKHO O0J1ee J/INTEeTbHOTO
BpeMeHM. 1711 9TOro HeoOXOAVIMO YIUTHIBATD KaK
Me[IMLIVHCKIE, TaK U IICYXOJIOTMYeCKIe aCIIEKTHI.

9 eKTUBHBIIN IIaH JIeYeHNs O/DKEH BK/II0YATh

B ce0s1 MY/IBTVICUCTEMHBIN I MHOTONIPOQV/IbHBIN
MOHVTOPVHT.

[TepByto BCTpedy C /ledaIiyM BpayoM HeoOX0auMo
IIPOBECTHU Cpa3y 110 Nony4eHun auarnosa BMII,

aXke eC/IU TeHeTVYeCKII IOATUI 3a00/IeBaHNS ellje
HeysBecTeH. II0CKo/IbKy y Bac 11 4IeHOB Balllell CEMbM
MOXXeT He OBITb MeJVIIVTHCKOTO 00pa3oBaHus, Ha
3TOJI BCTpeue Bpay [JO/DKEH Ha IIOHATHOM BaM A3bIKe
00BACHUTD, KaKye IOC/Ie[CTBAS BlIeYeT 3a co00il
TaKol fuar"os. byner nydiue, ecnu Bl 3anumiere
CBOVI BOIIPOCHI 11 OyfieTe BeCTV KOHCIIEKT B XOfie 9TO
BCTpeYy, IOTOMY YTO BCIO ITIOJTy4eHHYI0 MH(OPMAIIO
3aIIOMHMTB 4acTo He ypaercs. Ecmu BaM Tak 6ymer
Jy4lille, BbI MOXKETe MOIPOCUTDb IPUCYTCTBOBATh

Ha 9TOJ1 BCTpeyYe KOro-TO 13 YIeHOB Balllell ceMbl

v apyseii. HaunHas ¢ aToro MomeHTa, BB OyfeTe
IoCelaTh Bpavell Ha pery/ApHoil ocHoBe. OCHOBHbIE
TEMBI Ji/Is1 00CY>KIeHNS B XOfje IIepPBOHAYA/IbHOTO
MOCELIeHN A IPUBEIeHbI BO Bpe3Ke 2.

OCHOBHbBIE TeMBbI IJIs1 00CY)K/IeHNS B XOfie

IMATrHOCTUYECKOTO BU3UTA

B xo/1e m1arHoCcTN4eCKOro BM3uTa Heo0XommmMo

00CyIUTH ClIefyIoIye BOMPOCHI:

o Jluaruos. Bpau fomkeH cooOmmTh Bam
MHPOPMAIINIO O TOM, YTO M3BECTHO O IPUIMHAX
3a0071eBaHMA, ¥ O TOM, KaK OHO MOXKET
OTPa3nTbCA HA TAaKMX PYHKIUAX OPTaHN3Ma,
KaK MOTOPUKA, [ipIXaHue, paboTa cepaua u
KOTHUTMBHAA JIeATeIbHOCTD (YMCTBEHHbIE
CII0CO6HOCTN).

o IIpornos. B saBucumocTu ot tumma BM/J Ts>xecTb
3ab0/1eBaHNsA U OXKHUIaeMasi IPOJIO/DKUTETbHOCTD
JKIU3HM MOTYT CU/IbHO OT/IM4aTbcsAa. OgHaKo
yCIexy B pa3BUTUM MEIVIIVTHCKIX TeXHOIOTUIL B
Te4yeHye MOCeJHNX HECKO/IbKIIX JIeT IIPUBENIN K
TOMY, 4TO IIPOTHO3 B OTHOILIEHMY OO/IBIINHCTBA
dbopm BM]I ynyummncs.

o Puckm pexyppeHLNM U IJITaHMPOBaHMe
ceMbl. [Jake ecnut TaHHBI BOIIPOC BO BpeM:
IIOCTAaHOBKM IMarHO3a He MMeeT pellaolero
3Ha4YeHVI, JIeYallyii Bpad JO/DKeH 00CyauThb ¢
BaMU PUCK POX/IEHMS ellje OTHOTOo pebeHKa ¢
aHaJIOTMYHBIM IMAaTrHO30M. Puick pexyppeHnumn
0OBIYHO MOXKHO PACcCUMUTATD IPU HATIMIUN
TOYHOTO T€HEeTNYEeCKOro uarHosa. B orcyrcreue
TaKOi MHPOPMALNK PUCKU MOXKHO IIPUMEPHO
OLIEHUTb.

o Ilnan neyenus. J/ledeHne JODKHO MIPOBOAUTHCA
C y4acTyeM MHOTONpO(UIbHOI KOMaHbI
CITEIIMAJIVICTOB, BK/TIOYAIOIINX IETCKOTO
HEBPOJIOTa, ITyJTbMOHOJIOra, KapAyuoora,
odranpmornora, cnenuanucta mo JIOK,
opronena u gpyrux spadeit (cm. [Ipunoxenne
B). B uzeanpHOM ciyyae [j1s yoydIleHnA
KaJyecTBa KM3HM NaI[JieHTa C paHHEeTo Bo3pacTa
HeoOXOIMMO y4acTye CIelyaIicTa 1o
MMa//TMAaTUBHONM MeauiHe. He3aBucumo ot
Ha/IM4YA TEHETUYECKOTO IMarHo3a o0l Iax
JIe4eHMsI CYLeCTBEHHO OT/INYAThCS He OyzieT.




o CeMeitHas IOAEPXKKA U peCypChl COOOIeCTBa.
Bor nonyunre napopmanmo 06 OHIaNH- 1
odrraiiH-rpynnax, 3alnIaomyX IpaBa
HalVIEeHTOB ¥ OKa3bIBAIOIX IOAJEPIKKY CEMbAM
¢ BM]I, a Takxe ajjpeca pasIn4yHbIX PECYpPCOB,
copepKaIyux NHPOPMALNIO, KOTOPas MOXKET
0Ka3aTbCA /14 Bac none3Hoi. CTONKHYBIIMMCA
¢ BM/]I yacTo momoraeT o01eHe C JPyTUMA
CEMbAM, TJIe €CTb IeTU C aHAIOTMYHBIM
puarnosoM. Ecny BaM He IpefoOCTaBAT TaKyIo
MHPOPMAIVIO, BB MOXKETe ITONPOCUTH 00 3TOM, a
TaK>Ke HAJITU ee CAMOCTOATEIbHO Ha CaiiTe curec-
md.org.

AMOymaTOpHbIE BUSKTBI

Bamremy pe6eHKy moTpebyeTcst perynspHoO
(BO3MOXKHO, KaXKzble 4—6 MecsIeB) ITOCeIaTh
HETCKYIO KIVHUKY, CIIeMATN3UPYIOIIYIOCA Ha
JIe4eHNV HEBPOJIOTMYECKIX VIV HEPBHO-MBIIIEYHbIX
pacctpoiictB u BM/I. IIpennournrtensHo, 4TOOBI

Bac 00CTy>)XKMBaa MHOTOIIPOQWIbHAs KOMaH/a
Bpayeii-CIeIagiCcTOB B Pa3/IMYHbIX 00/1acTsX (CM.
[Tpunoxxenue B). letu ¢ BM]] mnapuie 12 mecsiiies,
a TaKKe JieTy O0Jee CTapIIero BO3pacTa, MMelye
cepbe3Hble VN YXY/LIAIONecs IPo6IeMBbl CO
340pOBbeM (HaNpyUMep, CyAOpOryu, KOTOpble He
YCTPaHAITCA JIEKAaPCTBEHHBIMU IIperapaTaMu, VN
TSDKETYIO TUIIOTOHUIO, peCIIPaTOpHbIe MPOO/IeMbI
VUIU 3aTPYAHEHVS C MATAHUEM), JO/DKHBI IPOXOANUTD
OCMOTp I10 MEHbIIIEN Mepe Kax/ble 3—4 MecAlia.

PexomeHpiyeTcs1, 4TOOBI B XOfje 9TVUX BU3NUTOB

y Balero pe6eHka ObIIN M3MepeHbl KPOBSHOE
IaBJIeHNe, MYJIbC, YaCTOTA AbIXaH, BeC U

uHpieKc Macchl Tena (VIMT), poct u oKpy>kHOCTB
TOJIOBBI (JIs1 M/IafieHIleB ¥ TPYAHIYKOB). Ecim
peOeHOK He MOXKET CTOATD W/IN Y HETO CKOJNO3,

POCT MOXKHO IPUOIM3UTENBHO OLIEHUTD Ty TeM
M3MepeHV JUINHBI JIOKTeBOI KocTu. Takxe MOTyT
IPOBOAVTHCSA Y APYTHE TECThI, HAIIPUMep, U3MepeHue
HOZIBVDKHOCTH CYCTaBOB (TOHMOMETPYSI) Y CVJIBI
MBI (MIOMETpPUsI), 3MeKTPOKapAuorpaMmma

(9KT), aHanm3 QyHKIMM BHELTHETO AbIXaHVS
(HanpuMep, n3MepeHue GOpPCUPOBAHHON >KU3HEHHOI
emkoctu nerknx, ®XKEJI) n HacpIieHHOCTU KPOBK
KJCTIOPOOM (ITy/IbCOKCUMETPYS).

B Xope Takux BU3UTOB Bpad MOXKET aHA/IM3MPOBATb U

IpyTVie BaKHBIE aCIeKTBI, KaK TO:

o PasButue. Ecnu y pebenka nmeeTcs puck
3aJIepXKKI pasBUTHA VIN IPOOIEMBI C
00y4aeMOCTbI0, eMy HEOOXOVIMO C paHHETO
BO3pacTa IPOBOANTL COOTBETCTBYIOLYIE
IIpOLIeAyPbl, HAIpUMEp, 3aHATNA JIe4eOHOI
bUBKYIBTYPOIL, 9PTOTEPAIINIO U PEUEBYIO
Tepanuio. 3aiep>KKI pa3BUTHUA MOIYT O3HAYaTh
OTCTaBaHNe B Pa3BUTIU KaK MOTOPHBIX
(pmsnyeckoe fBUOKEHNE, HATIPYMED, CULEHIIE,
xop0a, iep)KaHye Oy TBIIOYKY 1 JIp.), TaK U
KOTHUTUBHBIX QYHKIMIT (TIpO6IEMBI C SI3BIKOM,
peublo MM 06y4aeMOCThIO).

o Jlerkmue. Ba)xHoe 3HaueHue NMeeT
IIpefOTBpalleHIe TSHKEIbIX PecIpaTOPHBIX
yHeKui (Hanpumep, BaKL[MHALVIS VI
paHHee JIle4eHe C IIOMOIbI0 AaHTVOMOTUKOB).
Taxme paHHUe IPU3HAKY, KaK CTTaObI Kallleb,
OJIbIIIIKA, HAPYIIEHN CHA, TO/I0OBHAsA 60/Ib
II0 yTpaM, HeCIIOCOOHOCTh HabpaTh BecC I,

B 0COOEHHOCTH, YacTble MHPEKI[MOHHbIE
3aboreBaHNs, HEOOXOAUMO OOCYIUTH C HETCKUM
y/IbMOHOJIOroM (cM. paspen «Habmonenue 3a
pecupaTopHON QyHKIME»).

o Ceppue. Ecnu y Bamero pe6enka tun BMJI,

B OTHOLIEHV} KOTOPOTO M3BECTHO, YTO OH
BBI3BIBAET IIPOOJIEMBI C CepplieM (HampuMmep,
LMNA-RD, aDG-RD unu LAMA2-RD), unn

ec/ KOHKpeTHbI noaTunn BM]I HensBecTeH,

BaM HEOOXOMMO IPONTY KaK MUHUMYM OTHO
oOcrnenoBaHye cepaevHoN QyHKIVN, BKITIOYAIoIee
B ce6s cuaTre IKI u ynprpasBykoBoe
yiCCTIeioBaHNme cepyla (9XoKapamnorpaMma).

B cnygae LMNA-RD Heo6xopnmMo BecTn
HenpepbIBHbI MOHUTOPUHT IKI o Xontepy u
(nm) UCIIoB30BaTh perucTpaTop cobsTuit. Ilpn
mo6om tune BM/I, B cry4ae Hanu4usi CMMITOMOB,
yKa3bIBaIOIMX Ha HapyIIeHMe CEPAEeIHOIO

puT™Ma (apuUTMIS) WIK YBeIMYeHVe pa3MepOB
cepaua (KapAroMMonaTys), HeoOX0oauMo
IIpOBeCTM 00CTIeloBaHNe CepPAeIHON PYHKIIVM.

B 3aBMCHMMOCT) OT KOHKPETHOTO ITOATUIIA

BM/I moryT notrpe6oBarbcs 60jiee 4acThie
obcnenoBanus (cM. pasgen «HabmrogeHue 3a
KapZVO/IOrMuecKoit QyHKIIen»).

o 3penne. Ecmu tun BM]] y Barero pebenka He
OIIpefieJIeH MJIN €C/IV M3BECTHO, YTO MIMEIOIINIIC
y Hero Tunt BM]] BiusieT Ha 3peHne (Hanpumep,
aDG), BaxHO, 4TOOBI 0 TATBMOJIOT Y>Ke C pAHHETO



BO3pacTa IPMHUMAJI Y9acTHEe B ONIpee/IeHNN
AVaTHO3a U MOTEHI[MA/TbHBIX IPOOJIeM C I/1a3aMu
(kaTapakTbl, 6IM30PYKOCTD, OTC/IOCHNE CETYATKI
VI I7IayKOMa).

[Intanme u poct. Passutue gerent ¢ BMJ]
M3HA4Ya/IbHO He OyZleT COOTBETCTBOBATD
TUNMYHBIM NOKa3aTenaM. OHaKo eciu

Balll peOeHOK He HabypaeT Wiy TepsieT Bec,
HaOVpaeT U3NILIHNUI BeC, IMeeT IPOOIeMBI C
IIOTaHueM, pedIIoKC, HapyLIeHUs MOTOPYKI
KMIIeYHNKA, 3aII0PbI WK lepopManyy IOI0CTH
PTa, eMy HeoOXOMMO IIPOITH 00CIefOBaHNE ¥
AMETO/IOra, FaCTPOSHTEPOJIOTa U CIeLaTNCTa IO0
HapylIeHAM riotanus (cM. pasgen «Ilogmeprxka
XKETyJOYHO-KUIIEYHOTO TpaKTa»). [y
obecIieyeHys1 MaKCYMaIbHOM KPeHoCTy KOCTeN
B)KHO OTCJIEXKVBATb NOTpeb/IeH e KalbIys I
BuTaMuHa D.

Kocrhas cucrema. Eciu y Bamero pebenka
KOHTPaKTYpPhl MM VICKPVBJIEH)E TI03BOHOYHMIKA,
ero HeoOXOIVMMO KaK MOYKHO paHbIIIe TOKa3aTh
JIeTCKOMY Bpauy-OpTOIefly NI XUPYPry (cM.
paspen «OpTonenys 1 peabyINTaLA»).

[ Buxenne tena. [Tporpamma ¢usmdeckoi
Tepanuy 0/DKHA OBITh HaIllpaBJIeHa Ha
nopigep>kaHye QyHKIMOHNPOBAHNS U
IIOZIBVDKHOCTY Tejia. DTO BK/IIOYAeT B ce0s1
pefoTBpallleHle VN TeYeHVe KOHTPAKTyp
CYyCTaBOB i lepopManyy HO3BOHOYHNKA, @ TAKXKe
yIpa>kKHeHV Ha pa3BUTHE (PYHKIVIV AbIXaHMSL.
BakHo, 4TO6BI y Balero pe6eHka MMech
TIOZIXO/AIIIE TIPYICITOCOOTEHNSA It CUCHUS

U IlepefiBVOKeHNs (MHBaIMIHAA KOJISCKA), a
TaK)Ke BCIIOMOTaTe/IbHbIE IPYUCIIOCOOTEeHNS U
VIHCTPYMEHTBI J/Is 00/IeT4eHNs COBEepIIeHS
ITOBCEHEBHBIX IEVICTBUIA.

OMonun u noBefieHne. B cnydyae BOSHMKHOBEHMA
OIIACE€HNII OTHOCUTE/IbHO HACTPOEHM VN
HIoBefieHNsI pebeHKa, a TaK>Ke MHBIX BOIIPOCOB,
CBSI3aHHBIX C €T0 NICUXNYECKNM COCTOSHMEM,
Bpad O/DKEH OKa3aThb BaM COOTBETCTBYIOILYIO
HOJ/IEP>KKY U JIaTh HAaIIpaBJ/IeHeE K IICUXOJIOTY
v ncuxmatpy (cm. paspen «IlammmatuBHas
IIOMOIIb» ).

ITcuxoconmanbHble BOIpochl. B Bonpocax,
CBAI3aHHBIX C IPAKTNYECKMMM ACIEeKTaMM KU3HU
¢ BM]I (cTpaxoBka, ycimyru, o0y4deHue B IIKOJIE U
Zip.), BaM MOTYT IIOMOYb COTPY/IHUKM COIVATbHBIX
cnyx6. B 6onpHMIIE, THe HAaOMoaeTCs Ball
peb6eHOK, BaM JJO/KHBI IIPEJOCTAaBUTD TOCTYIL

K yC/IyTaM COLMaIbHOM MOANEeP>KKM, KOTOpbIe
IIOMOT'YT BaM CIIPaBUTbCS C BbI30BAMU
IICUXOJIOTMYECKOI0 XapaKTepa, C KOTOPbIMU BBI
MO>KeT€e CTOIKHY ThCA.

JleuyeHne B cTaliOHape

Baiiemy pebeHKy MOXXeT ITOTpe6OBaTHCs
BHeIUIaHOBas rocrmTanusanus (cM. Tabmuny 1).
KoopauHarius MeguunHCKOro 06CIy>KuBaHms B
XO0JI€ OCTPOTO M/ KPUTUYECKOTO 3a00/IEBAHIS
MOXXET OCYIIEeCTB/ISATHCS BAIVM JIeYalliM
[ETCKUM CIIEIMAIUCTOM [0 HEPBHO-MBIIIIEYHBIM
paccTpoiCTBaM/HEBPOIOrOM VIV ITY/IbMOHOIOTOM.

YacTple IPUYMHBI CPOYHOI TOCTIATATN3ALVI:

o pecmupaTopHble MHPEKLINU NIV HaPYLIEHVS
IIbIXQHUS;

e CYHOpOIN;

o  HapylleHVe HOPMaIbHOTO Pa3BUTIS
(HemocTaTOYHBIIT HAOOP Beca MU U3JIUIIHSIS €T0
norepsi).

Ecnu BameMy pe6eHKy He0OX0Ma ITaHOBasI
TOCHUTAN3ALNS [/Is1 IPOBENEHVSI XUPYPIUIeCcKOit
olepanuu Wiy IpoLeypbl, B X0fie KOTOPOit
HOTpebyeTCst aHeCTes3us, IeYalliyii Bpad JOKeH
coo6IMTD BaM 000 BCeX MOTEHI[MATbHBIX PUCKaX, a
TAK)Ke OCYIIeCTB/ISITh KOOPANMHAILIMIO YXO/a 32 BaIINM
peGeHKOM BO BpeMsI TaKOJl MPOLeAYPHI 1 IOCTIe Hee.




Ta6nuua 1. Cumnrombr BM]I, KoTOpble MOTYT HOTPe6OBATh CPOYHOI TOCIIMTATTU3 AN, U
CBsA3aHHbIe ¢ HUMM moaTuIbl BM]]

CryMITTOM, ITTomrTmrier BM /1, ITTomgTmiraser BMJI,

TP eO YOI IIPM KOTOPBIX IIPM KOTOPBIX

TOCIIMTAJIM3AILLI nIpo6sieMbl MOTLYT npoo6yireMsbl
BO3HUKHYTH B BO3HMUKAIOT
TPYOJHOM BOo3pacTe | B eTCKOM U

IIOOPOCTKOBOM
BO3pacTe

ITpo6steMbIl aDG-RD COL6-RM

C OhIXaHIIEM, LAMA2-RID SEPNN1-RM

TpeObyroigme

PeCIIMpaToOpHOI

IIOOOC P> KK

ITpo6sieMbl C aDG-RD

cepOiieM VIV (DYKYyTHH,

aAapmMTMMII, FKRP, POMT1)*

TpeOyrolgme LAMAZ2-RD

IIpPVMMEeHEeHA LMNA-RIDD

JIeKapCTBEHHDBIX

IIperrapaTros

ITpo6sieMbl C LAMAZ2-BM]JI** COL6-RM

KOpPMJIEHVIEM, IIPWM RYR1I-RM

KOTOPBIX TpeOyeTcsi aDG-RD

racTpoCcTOMMS

(ycTaHOBKAa

I'-zorxma)

Cynmgoporr, alDG-RIDD LAMA2Z2-RIDD

TpeOyrolme (Bxrroaass BM T

IIPVMMEeHEeHIA DOyKysaMbI, W WS,

JIeKapCTBEHHBDBIX MEB)

ImperrapaTros

3r1oKadecTBeHHAasA SEPN1-RM SEPN1-RM

rmiaeprepMms RYR1I-RM RYR1-RM

Coxpamenna: aDG-RD — a-gucrpornmukanonarus; FKRP — BM]I, cBA3aHHas ¢ QyKyTHH-CBA3aHHBIM O€/IKOM;
LAMA2-RD — meposun-HeratusHast BM]]; MEB — muo-okyno-iepe6panbubiii cuagpom; POMT1 — 6enok
O-manHocun Tpangdepasa 1; SEPN1-RM —cuHzppom purngHoro no3BonouyHuka; WWS — cuagpom Yokepa-
Bap6ypr; LMNA-RD — BM]I, cBsa3annas ¢ namuaom A/C.

* @ykytuH, FKRP 1 POMT1 — rensl, npuBopsAmuye K Bo3HMKHOBeHMI0 aDG-RD. MyTanun B nepBbIX IByX
JaIe BCEro MpMBOAAT K HAPYIIEHUAM B paboTe ceppla, ogHako MyTanyy B POMT1 Taxoke MOTYT BbI3BIBATbh
aHajIorM4YHble Mpo6eMsl. B crydae ecnn y manuenTa numeetcsa aDG-RD 1o nprynHe MyTanuii B OGHOM U3 9TUX
TeHOB, eMy TpebyeTcs 6oree TIIATeNbHBI KapAOIOINIeCKII I MOHUTOPVHLT.

** LAMA2-BM]I otHOCuTCA K ofHOIt 13 popm LAMA2-RD (meposun-3asucumas BMJI), koTopast
IPOSABIIACTCA C POXKICHMA U IIPY KOTOPOII ITAIlMEHT He IprobpeTaeT cioco6HOCTb XoauTh. TepmuH LA-
MAZ2-RD B T0 e BpeMs BKII04aeT B ce6s 1 6onee MATKYI0 GOpMY, IpU KOTOPOI CIIOCOOHOCTD XOAUTD
nprobpeTaercs.



3. HeBpOIIOI‘I/IH: CYyZOpOIM M YXyAlIeHre KOTHUTUBHOM AeATENbHOCTH

HexoTtopple 13 n3BeCTHbIX oATUIIOB BM/]
COIIPOBOXK/IAIOTCA PA3INYHBIMY CUMIITOMAaMM
HEeBPOJIOTMYecKoro xapakrepa. Hanbonee gacto
BCTPEYAIOTCS CTPYKTYPHBIE MM PYHKI[VMOHATbHbIE
aHOMaJIM FOJIOBHOTO MO3Ia U CyJOPOTH.

ITopoku pa3BUTHA TOJIOBHOTO MO3Ia

AHoManmuu pa3BUTHA TOJIOBHOTO MO3ra Hanbosee
XapaKTepHblI A Takux tunos BM/I, kak LAMA2-RD
n aDG-RD. JIns oLeHKy CTPyKTYpHOI aHOMa/ I
MO3Ta MCIO/Ib3YeTCSI MaTHUTHO-Pe30HaHCHAs
tomorpadus (MPT).

Hetn c aDG-RD, y kotopbix 1o pesynbratam MPT He
HaO/TI0ae TCsS CTPYKTYPHBIX HapYILIEHMIT TOTTOBHOTO
MO3Ta, MOTYT MIMeTbh VN He IMEThb pobiieM ¢
o0y4eHVeM 1 HapyIIeHV S KOTHUTUBHBIX QYHKIIMIA.
Pesynprarel MPT-ckanupoBaHMs romoBHOTO MO3Ia

mereii ¢ auarHo3oM aDG-RD moryT BappupoBaThcs OT

HOPMBI JIO HATN4MsA OYeHb CEPbe3HBIX CTPYKTYPHBIX
aHOMAJINIA.

Hau6onee yacto npu LAMA2-RD BcTpevaercs
IIaTO/IOrNA 6e/I0To BelllecTBa, He CBA3aHHAsA C
HapyIIeHeM KOTHUTUBHBIX QyHKIMIL. V3MeHeHN: B
6eroM BelecTBe OOBIYHO CTAOVIBHBI M He TPeOyIoT
IIOBTOPHOTO CKaHMPOBAHUA.
DyHKIVIOHATbHbIE AaHOMAJINN
TOJIOBHOTO MO3Ta IIpK

BM]I moryT npuBect K
BO3HVMKHOBEHMIO Pa3/INYHBIX
HapYIIEeHNT, BK/II0Yas
HapYIIEeHNA KOTHUTMBHBIX
byHKLMIT, TPOOIEMBI C
TIOBeJIeHVIEM, PEUbI0 I
00y4aeMOCTbI0, IPO6IeMBI
TIICHXO/IOTMYECKOTO XapaKTepa, 3a/jep>KKI1 MOTOPHOTO
PasBUTHA, CY[OPOTU ¥ HAPYLIEHNA 3PEHM.

Ecnu y Bamrero pe6eHka nMeroTcs QyHKI[MOHa/IbHbIE
aHOMaJ/IMI TOIOBHOTO MO3ra (HaIpumep, HapylleHe
KOTHUTVBHBIX QYHKINIT), eMy HeOOXOMIMO IIPONTH
IICUXOMETPUYECKOEe TeCTHPOBAHME I IONTYYNUTh
HaIlpaBJIeHNe Ha yJacTye B IpOorpaMMax paHHEro
BMEIIATe/IbCTBA WIM B CIEIVATbHYI0 KOPPEKIVIOHHYIO
IIKONTY. B OTHOIIEHN) HETOBOPALIVX MIN
MIHJMAa/IbHO TOBOPAIINX JieTell C paHHeTO BO3pacTa
HeoOXOIMMO HAauMHATh MCIIONb30BaTh ClIellMa/IbHbIe
KOMMYHMKAIIVIOHHBIE CTpaTeryi, BKIIOYAOIINe B
cebs A3BIK KECTOB, KAPTOUKM C KAPTMHKAMU U/IN
cumBonamu (PECS, Picture Exchange Communica-

tion System, cucrema o61IeHNs ¢ TOMOLIBIO OOMeHa
KapTOYKaMn), yCTPoiicTBa pedeBoro BbiBoza (Dy-
naVox, TapToTalk), a Tak)ke MOCTOSHHO 3aHUMATbHCS
pedeBoIt Tepanuen A pasBUTUA pedl.

Cynoporu

BM]I 9acTo cOnpoBOX/aeTcsl CyAOporaMu, 0COOeHHO
[PV Ha/IMYMU ATOIOTUI Pa3BUTUA TOJIOBHOTO
Mo3ra. Cyoporu MOTyT BK/II0YaTh B Ce0s TUIIVYHbIE
a0CcaHCPl, aTUIINYHBIE A0CAHCBI U CY/JOPOXKHbIE
npucTynbl. Cygoporu MoryT IpOsIBIATbCA KaK

y HOBOPOXXJI€HHDIX, TaK 1 y OAPOCTKOB. Eciu

y pebeHKa MeeTcs PUCK pa3BUTHS CYAOPOT,

X TTOSIB/IEHVIE MOXKET OBITH CIIPOBOLMPOBAHO
IIOBBILIIEHHOJI TeMIIepaTypoii nim 3aboneBanusamu. B
TO >Ke BpeMs CyOPOTY MOTYT IIOSIBIATHCS 6e3 KaKoii-
m60 OYEeBMIHON MIPUYMHBL B clrydyae BOSHUKHOBEHNS
MOJ03PEHNIA, YTO TO VIV IHOE IIOBEJeHVIe BAIlleTO
pebeHKa MOXKeT IpeACTaB/IATh cO00II cyfopory,
o6CcyaTe 3TO CO CBOUM JI€YAI[VIM BPadOM.

[ia onpenenenys HamanA y pebeHKa Cygopor
HEBPOJIOT MOXXET PEKOMEH/I0BAaTh IIPOBECTH
nofpo6Hoe obcnenoBanye. OHO JO/DKHO BK/TIOYATh

B ce0s TIATe/IbHBI aHAIN3 COOBITHI, KOTOpPbIE
MOTYT AB/IATHCA NPU3HAKAMU CYIOPOT, MV UCTOPUM
M3BECTHBIX CYJOPOT, KOMIIJIEKCHOE HEBPOTIOTMYECKOE
o0crefoBaHye ¥ KAK MUHUMYM OJHY
anekTposHuedanorpammy (I3I). B 3aBucumocTn ot
ee pe3y/IbTaTOB MOXKET ITOTPeOOBaThCA IIPOBEfIeHNe
IOTIOTTHUTEIbHOI MM 607Iee IPOJOHKUTETbHOI 11O
BpeMeH! 371eKTposHIedanorpapum. Bpau moxer
PEKOMEH/I0BaTh IIPOBECTY NIEPBUYHOE MM IOBTOPHOE
MPT-ckanuposanue Mmosra. Hamudne gByx u

6oree uaVONATNYECKUX (TO €CTh He BBI3BAHHBIX
IIOBBILIIEHHOJI TeMIIEPaTy POl My 3a60/1eBaHIAMN)




CYZOPO>KHBIX TIPYCTYIIOB CBUAETENbCTBYET 00
smmtenicun. Ecnm Bamemy pe6eHKy OCTaB/IeH TaKoi
JMarHO3, HEBPOJIOT CKOP€ee BCEro MOPEKOMEH/IyeT
HIPOTUBOCYJOPOXKHbIE IIPENapaThl [/ CHYDKEHISA
9aCTOTbI U TAXKECTU CY[OPOT.

Y pereit c LAMA2-RD cypoporu 4acTo

YCIELIHO JIEYaTCs C MICIIO/Ib30BAHMEM TaKOTro
IIPOTUBOCYJOPOXKHOTO CPE/ICTBA, KAK Ba/IbIIpOeBas
KJIC/IOTA, OIHAKO MOTYT MICIIO/Ib30BAaThCA U pyTHe
npenapathl. VIHOIja KOHTPOMMPOBaHMeE CyLOpOT
MO>KeT OBITh OcTiokHeHOo. Harnpumep, sTo kacaeTcs
meteit ¢ aDG-RD, y KOTOpbIX IOTEHLIIa/IbHO

MOTYT METbHCS ICXO/IHbIE CTPYKTyPHbIE

naTosioruy. CyliecTByeT MHOXKECTBO pas3/IMYHbIX
IPOTUBOCYJOPOXKHBIX IIPENapaToB, II03TOMY, €C/II
KaKOJI-TO 13 HMX He NIOAXOANT BallleMy peOeHKY,
HEBPOJIOT MOXKET IIOPEKOMEH/IOBATh APYTOI IIpenapar
VI VX KOMOMHALIUIO.




4. Hab6miogeHnne 3a pecnupaTopHoii GpyHKI[Meli: AbIXaHNe

OcHoBHas QyHKUMA JIETKNX Y IBIXaHNUA 3aK/TI0YaeTCA
B TOM, YTOOBI HACBIIIATD NVPKYIMPYIOMIYIO B Tele
KpoBb K1cnoponoM (O2) 1 yaanAaTh U3 OpraHu3Ma
yrnekucnbiii ra3 (CO2). 9ToT mpoljecc Has3blBaeTCsa
razoo6MeHoM. OH IIPOMCXOANT B OpTaHM3Me TI000T0
Je/I0BeKa U UTPpaeT KIIYEBYIO PO/Ib B 0OecredeHnn
37OPOBbBA BalIeTO peOeHKa.

Heo6xomnMocTh B pecmpaTOpHOI OAAEepIKKe /LA
pebenka ¢ BM]I MoXKeT CyleCTBEHHO pa3In4aThCs
KaK B 3aBUCMMOCTY OT ITOATUIIA 3a00/IeBaHNA, TaK

U B paMKax KoHKpeTHoro noaTuna BM/I. Y mro6oro
pebenka ¢ BM]I nMeeTcs MOBBILIEHHBII PUCK
BO3HVKHOBEHMA IPo6/IeM C IETKMMU 13-3a C1aboCTu
IbIXaTeIbHON MYCKynaTypbl. Bospacrt, B koTopom
IPOSABIIAITCA peCIUpaTOPHbIe IPOOIeMbI, a TAKXKe
CTEIeHb MX TSAXKECTU 3aBUICAT OT KOHKPETHOTO
gesioBeKa. OOBIYHO IPOO/IEMBI C AbIXaHMEM HauHAIOT
IIPOSIBJIATBCA B Bo3pacTe oT 8 1o 15 yet. B 6oree
paHHeM Bo3pacTe Ipo6/IeMBbI C bIXaHMEM Y feTel

¢ BM]] MoryT He CONPOBOX/IaThCA TUIIMYHBIMU
CUMIITOMaMM, I03TOMY Ba)KHO, YTOOBI POAUTENN 1
JTIOAY, yXa)XKMBAIOIMe 33 TAaKUMM IeTbMU, 0Opalanm
BHMMaHIe Ha IPU3HAKYU TaKMX HapyLIEHNI.
PexoMeHzyeTcs, YTOOBI ITOCTIE TOCTAaHOBKY AMArHO3a
BM]I pe6eHOK mpoliien nepBUYHOE 00C/IeOBaHNE ¥
IyIbMOHOJIOTa. TOT Bpa4d Hay4UT BaC pacllo3HaBaTh
paHHUe IPU3HAKY IPo6/IeM C AbIXaHMeM, KOTOpbIe
MOTYT BOSHMKHYTb Y Ma/JIeHbKMX fieTei. OCHOBHOM
JIledalyil Bpad Balero pe6eHka 11 IyJIbMOHOJIOT
IIOMOTYT BaM 3¢ ()eKTHBHO pelIaTh BO3HMKAOIe
pecnupaTopHble IPO6IEMBIL.

[Ipm3HaKy ¥ CMMIITOMBI

[71s1 TOrO, YTOOBI COXPAHUTH MAaKCYMATBHO
BO3MOXKHOE€ (PYHKI[MIOHVPOBaHNe Ballero pebeHka B
Te4eHye JINTEIBHOTO BpEMEHM, BaKHO MCIIONb30BaTh
IBYXOTAIHBIN IIPOAKTUBHbIN ITOAXO[, K PEIIEHNIO
pecnupaTopHbIX mpobneM. Kputnyeckn BaxxHoe
3HaYeHNe VIMeeT CIOCOOHOCTD POAMTEIeN U JINII,
OCYIIeCTB/IAIINX YXOf, 32 00TbHBIM, PaCIIO3HaBaTh
paHHME IPU3HAKA U CUMIITOMBI. [ToMumo 3Toro,
HeoOXOVIMO IIPOXOJIUTD pery/sipHble 00C/IeTOBaHNA
JIETKMX, IPOBOJIUTD TeCTUPOBaHNME UX PYHKIUN 1
Ne4nTh OOHApY>KEeHHbIE 3a00/IeBaHNA.

Pacnosnarp paHHME CUMITOMBI ¥ IPO6TIEMBI C
IbIXaTe/IbHOM MYCKY/IaTypoii pebeHKa MOXKeT

OBITb HEIIPOCTO, KPOME TOTO, OHU MOTYT MEHAThCS

C TeYyeHueM BpeMeHN. B cirydae BOSHUKHOBEHUA

IIO/{03PEHMIT B OTHOLIEHWN [IbIXaTe/IbHOM QYHKIUN
pebeHKa MPOKOHCY/IBTUPYIITECH C ITYIbMOHOIOTOM.
Ecnu BaM KakeTcst, YTO CUTyarLusi TpebyeT
HeMeJ[/IEHHOTO BMeIIaTeNbCTBa, 00palaifTech

3a HEOT/IOXKHOII oMo1rpio. Ocob6oe BHUMaHNMe

obpaiariTe Ha HOsIBJIEHE C/IEAYIOLUX IIPU3HAKOB U

CUMIITOMOB:

e  C/abBblil Iy,

e OC/ab/IeHHBIN Kallle/lb,

o TIOCTOSIHHBIE PeCMpaTOpHbIe NHDEKINM,

Hepery/sipHOe bIXxaHue, 001as

PasgpaXUTeIbHOCTD,

YAyLIbe BO BpeMsi KOPMJIEHNS UM COOCTBEHHBIMU

BBIJIe/IEHUSIMI,

e TIOTeps WIM IUIOXOi Habop Beca (HapyleHye
HOPMa/IbHOTO PasBUTHSA).

HekoTopble fOMOMHNTENbHBIE CUMIITOMBI MOTYT

CBUETENbCTBOBATD O HAPYLIEHWM [IBIXaHIISI 10

HOYaM. Bo BpeMst HOYHOTO CHa JbIXaHIe Ye/T0BEKa

0OBIYHO MeHee MHTEHCUBHO. DT IPU3HAKY MOTYT

BKJIIOYATh B ce0s crrenyrorue:

o pebGeHOK YacTO MPOCHIIAETCS VIV CIIUIIKOM 9acTo
BOpPOYAETCs II0 HOYaM,

e IIPOCHINASICH yTPOM, PeOEHOK YyBCTBYeET
YCTaIOCTDb WM IJIOX0€ HACTPOEHME, JasKe eCIn
IPOJO/DKUTEIBHOCTD CHA ObITa JOCTATOYHOI,

¢ yu4alleHHOe [bIXaHNe VIV OfIbIIIKA,

¢ TO/OBHAas 6OJIb 110 YTPaM, TOIIHOTA,

o IIOXasi KOHL[EHTpaLMs B TeUeHNe [HS,

o 0OsI3HD 3aChINAHIIsI, HOYHBIE KOIIMApHI.

VI3-3a cmabocTy TPyAHOM MYCKY/IaTypbl
U gradparmsel y pebeHKa MOXeT
copMMpOBaTHCs ICKPUBIIEHNE TIO3BOHOYHYKA

(ckommos) u fedopmManyy TpyFHON KIETKU.
Cwm. pasgen «Opromenus U peabumnTanysi».

Iuadparma Bauero pebeHka MoXeT OBITh OC/Tab/IeHa
[layke B OTCYTCTBUE KaKMX-T1M00 OYeBYJHBIX
CUMIITOMOB. Takoe BCTpedaeTcs TONbKO MPU
HeKoTopbIX nopTunax BM/I. Pectimparopnsbie
IIpO6/IEMBI MOTYT IPOSIBUTBCS, KOTZIA Balll peOeHOK
elrfe MO>KeT XOAuTh (CM. Tabnuiyy 2), B TO BpeMs
KaK IIpU OOJIBIIMHCTBE APYTUX (GOPM MBIIIEYHO
ACTpOdUM OHY BO3HMKAIOT y>Ke IOC/Ie TOTO, KaK
peGeHOK yTpaumBaeT 9Ty CIOCOOHOCTD. B cBsA3n

C 9TVM OYeHb BKHO, YTOOBI peOeHOK IIpOoIIeT
IIy/IbBMOHOJIOTMYeCKOoe 0OcIefjoBaHe elle 10
HIOSIBJIEHNsI YKa3aHHBIX CMIITOMOB.



Tabmuua 2. Manndecranys TUIMYHBIX PECIMPATOPHBIX HAPYIIEHNUI IPU M3BECTHBIX

nmoaTumnax BM]I

TTomTmirr BM /]

HAaYIIaa’si1o

COL6-RM

e ITITpob6rysteMbl C OABIXAaHMEM BO BpeMsi HOYIHOILO
CHAa C PaAaHHIVM HaYa/JIOM 1M c/1abocTbhio
MBIIIILL OuadpparmMbl

e PecnmuparopHas nmogaep>kkKa rpebyercsa B

cpegHeM K 11 romam

SEPN1-RM

e TIpobGisteMbl C ObIXaHMEM BO BpeMsI
HOYHOIO CHA C PAaHHMM HAaYa/7IOM; MOITYT
IIPOABI/ISATBCS O IIOTEPUM CITOCOOHOCTMU
XOOMThH

e PecrmmparopHas rmonoep>KKa TpebyeTrcst B
cpegHeM K 10 rogmam

LAMA2Z2-RID

e Hab6iaromaeTcsi CBA3b MEXKOY CHU>KEHIIEM
MOTOPHOIM M PECIIMPATOPHOIM PYHKILIIEL
e PecrmmparopHas togoep>kkKa Tpebyercst B

cpegHeM K 11 rtomam

alDG-RD c
HapyIIIeHMEeM
KOTHMTHUMBHBIX
dbyaxizmmir (W WS,
MEB, @yKysIiMa)

e IIporpeccumpoBaHME CEPBLE3HOM
MBIIIIEYIHOM C/1aboOoCTV 1M PECIIMPATOPHOM
HeJOoOCTATOYHOCTI

e PecnmuMpaTOpHYIO ITOOOEP>KKY MO>XXHO
HaYMHATh OT PO>XKIOCHUA MJIV B TEYCHUE

nmepBbix 10 j1eT > KM3HU

aDG-RD Ges
HAapPpYIIISHIIsI
KOTHUMTUBHBIX
dbyaxigmmit v LGMD/
TIKMT

e Ha6b6nromaeTrcsi CBsA3H MEXKAY CHU>KEHIUIEM
MOTOPHOIM M PECIIMPATOPHOM PYHKILIEL

e PecrmmmparopHas rtogoep>kkKa TpebyerTcs,
Kormga OOJIBHOM TEPSIET CITOCOOHOCTSH

XOIaImMmrb

Coxpamennsa: BM]JI — BpoxaenHas MbimeuHas guctpodust; FKRP — ¢ykyTnH-cBa3anHbI 6emok; LAMA2
— nmamuHuH A2; LGMD/ITKM]] — nosicHo-KOHeYHOCTHas MbllIeqHas guctpodus; MEB — muo-okyro-
nepe6panbublii cuHApoM; SEPN1 — cenenonporenn; WWS — cuanpom Yokepa-Bapoypr.




Bupbl nccnenoBanys GyHKIMM TETKUX

o Jlnda aHanm3a AbIXaTe/IbHON QYHKIMN
VICTIONIb3YETCs CHUPOMETPUA. DTOT TECT
HeoOXOIMMO Jie/IaTh 0 MeHbIIIel Mepe OlNH
pas B rojj HauMHasA C 6-JIeETHETO BO3pacTa.
CnupomeTpus MOXKeT IPOBOAUTHCA BO BpeMs
PEryIApHOro MoceueHns myJ1bMOHO/IOTa VI
BO BpeMs OT/Ie/IbHOTO BM3MUTa. Yaiie Bcero asTo
o0crefoBaHe TPOBOANTCS PECIUPATOPHBIM
CIIEL[MA/IICTOM JIO TIOCeleHNs pebeHKOM
nedaiero Bpaya. OHO AB/IA€TCA HEMHBA3VUBHBIM
U MOXKET BKJIIOYaTh B ce0s1 M3MepeHne
(bopcupOBaHHOI )KM3HEHHOI eMKOCTH JIETKUX
(OJKEJI) n MakcuManbHOI CKOPOCTY BBIJJOXA TP
Karte. 171 BBIYMC/IeHUs 3TUX BEIMYMH PeOeHOK
JOJDKEH JIbIIIATh B MAcKy W/IM MyHAIITYK. Takoe
o6crenoBaHme Tak)Ke Ha3bIBAETCS «MCCIIEIOBAHIE
¢byHkuyy BHenrHero abixauus» (PB]I).

o HouHnas okcumeTtpus (IIy1bcOKCUMETPUA)
103BossieT 6e300/1e3HEHHO U3MEPUTD CTETIeHb
HACBILIEHNA KPOBU KVCTIOPOZIOM C IIOMOIIIBIO
JATYMKa, 3aKPEITIEHHOTO Ha IaJIblie PYKU WU
HOTU. DTOT JATYMK MOXKET BBITJIANETb KaK
00JIBIIIOJ KyCOYeK IIACTBIPS VI IIPUKPETUIAThCS
K IIa/Ib1]y IIPY IIOMOILY JINTIKOJ JIEHTBHI.

o Tlomucomuorpadus nmm uccnegoBaHme CHa
— obcnenoBaHe, i1l KOTOPOTO HEOOXOMMO
POBECTU HOUb B maboparopun. OHO [iefaeTcs no
HaIIpaBJIEHNIO ITY/IbMOHOJIOTA, KOTOPBIN MOXKET
IIOPEKOMEHJI0BATh IIPOBOAVTD €I0 €KETOJHO.
I10 06CIeROBaHNE IOMOTAET 3YYNUTb IbIXaHE
pebeHka BO BpeMsi HOYHOTO cHa. C ero moMOIIbI0
MOYKHO BBISIBUTD HaJIM4UMe U CTETIeHb TSHKeCTU
aItHO3 BO cHe. VccnenoBaHe CHa MOXKET TaKXKe
IIOMOYb IIPOKOHTPOIMPOBATH PE3y/IbTaThl
VICTIONIb30BaHMA UCKYCCTBEHHOI BEHTU/IALIY
JIETKUX C IBYXYPOBHEBbBIM IIOTIOKUTETIbHBIM
masnerueM (BiPAP win BUITAII) u BHecTu
HeoOXOoIMble KOPPEKTUBBIL.

o [Ins usmepeHusi ra30BOro cocTaBa bepercs
npo6a aprepuanpHoit KpoBu. Ecn y pebenka
BAPYT BO3HUKJIV IIPOOJIEMBI C IbIXaHMEM VN
3TU MPOOTIEMBI UMEIOT TSDKENbIN XapaKTep, 3Ta
npoluefypa IIOMOTraeT U3MEPUTDh HAChIIIeHNE
KPOBU KMCTIOPOZOM U YTJIEKUCIIBIM T'a30M.

o IlapuuanpHoe faBnenne CO2 B BBIbIXa€MOM
BO3/lyX€e B KOHIIE BbII0Xa. ITOT TE€CT
II03BOJIAET ITyJIbMOHOJIOTY IIOHATH, HACKOIbKO
XOPOILO ABIIINT Y€T0BEK, HAXOAAMIICA Ha
pecninpatopHoit nopgepskke (BUITAIT nan

npyroit tun VIBJI), u Hy>KHO /I BHOCUTD
Kakye-mM00 KOPPEKTUPOBKY B HACTPOIKMI
anmapara. MoXeT KCIO/Ib30BaThCs TaAKXe

nns usmepenus cogepxannsa CO2 y 601MbHBIX
BM]I, KOTOpbIe TONBKO HAYMHAIOT ACIBITHIBATDH
poOJIeMbl C IbIXaHVEeM, HO ellle He HaXO/sATCS Ha
pecpaToOpHON MOAEPKKeE.

e B cnyvae Hannuma cUMIITOMOB, YKa3bIBAIOLIVX
Ha PYCK BO3HUMKHOBEHUS acrupanun (Kaiiesb,
YAYIlbe, CIOKHOCTY C ITIOTaHUEM, IIJIOX0€
NUTaHNe VI HapylleHle HOPMa/IbHOTO
PasBUTMsI), MOXKET OBITh IPOBEIEHO 0OCTIeOBaHME
peyy U II0TaHuA.

[TpodmnakTrka pecnpaTOpHbIX IPoOIEM

Hetam u B3pocnbiM ¢ BM]I pexomenpyercsa

BaKIMHALVA OT ITHEBMOHUY (ITHEBMOKOKKOBAs

BaKIIMHA) U eXKeTO/JHble BaKIMHAL[MY OT IPUIIIIA.

HeTsam Mmafilie oABYX JIeT TaK)Ke peKOMEHyeTCs

npoBecTy BakiuHanuo or PCB-uHpekym

(pecnimpaTopHO-CMHINMTUAIBHBIN BUPYC) C IOMOLIBIO

BakuyHbI CrHaruc (Synagis).

Cregyonyie METOIBI MOTYT IIOMOYbD BallleMy pebeHKY

6ornee 9P PexTBHO U30ABNATHCSI OT MOKPOTBI

Y OTKAIIUIMBATBCS, YTO TIO3BOIAT COXPAHUTD

IIPOXOAVMOCTD JIbIXaTeTbHbIX ITyTeN I JIETKNUX:

o Jlcnonb3oBaHue «OTKaUUIMBATENIEN» MU
«HCybnATopoB/skccydnaTopos» (Cough As-
sist) MOXXeT IIOMOYb Y/Ja/IUTh C/IM3b U3 HVDKHUX
JIbIXaTe/IbHBIX ITy Tl

o IlynpMOHOMOT MOYKET HayYMTh BaC TAKON TEXHMKE,
KaK «HaKOIVTE/IbHOE JbIXaHVe», YTO ITO3BOIUT
CHM3UTD PUCK XPOHNYECKOTO KOJIJIAIICa YaCTH
nerkux (aremexkras).

o Jlna ypaneHus ceKpeTa MOXKeT ObITh II0/Ie3HO
IIPOBOJVTD €KETHEBHYIO PU3UYECKYIO
TepaNVIO TPYSHON KJIETKY C UCIIO/Ib30BaHIEM
VIHTPAITy/IbMOHA/IbHOJ MTePKYCCHOHHOM
pentunsauuu (VITIB).

o KomnpeccnoHHBII WIeT 1 6pOHXMAIbHOTO
IpeHaXka (IIepKYCCUOHHBIN XXWJIET) TI03BOJISIET
BBICBOOOZIUTD C/IU3b 32 CYET OBICTPOIT KOMIIPECCUN
TPYLHOM KIIE€TKMU.

Y Bamrero pe6eHKa MOTYT OBITb IIPOO/IEMBI C
AbIXaHueM, He cBA3anHble ¢ BM]I. HecmoTps Ha ToO,
YTO acTMa He ABAeTca cumnromoM BMI, B ciydae ee
0OHapy>XeHNs ee HeOOXOAVIMO JIEYNTD C IPYMEHEHMEM

OpOHXOpaCIINPAIINX IIPENapaToB M CTEPOUIHBIX
yHranAnui. Crioco6sl 1e4eHNA aCTMBI He 3aBUCAT OT
Ha/mmaua y pebenka BMI.




[Ipouenypsr
CUIBHBIN CKOMIMO3 MOYKET OC/IO>KHUTD IOJTHOE
PacKpbITHE JIETKUX 1 He JaBaTb OOJIbHOMY

chenaTh IIyOoKui Boox. [l 3amenyieHns

PasBUTMS CKOMMO3a U TTOJIEP>KKY OCAHKN B XOfie
COBepIIeHN TIOBCEHEBHBIX JIeICTBUII peOeHKY
MOXKET IMOHAJOOUTHCS OPTOTIEUIECKIIT KOPCET.

[Tpn ucnonb3oBaHNMM KOPCeTa BaKHO YIUTHIBATD,
YTO OH BO3JIEVICTBYeT He TO/IbKO Ha VICKPUBJICHIE
II03BOHOYHVIKA, HO I Ha JIbIXaTeIbHYI0 QYHKIMIO.
Kaxx/ip1it KopceT HEOOXOMMO MPOTECTUPOBATD

U YOeUTHCS B TOM, YTO OH He IPEIsTCTBYeT
HOPMaJIbHOMY AbIxaHuio. OlLleHKa TOTro, 4TO KOpceT
IOCTATOYHO MOJIIeP>KMBAET IO3BOHOYHMK U B TO JKe
BpeMsI He yXyauiaeT GYHKIUIO AbIXaHsI, JO/DKHA
IPOBOUTHCSI COBMECTHO BAIlIMM BPayOM-OPTOIENOM
VI ITy/IbMOHOJIOTOM.

Jlns perieHust mpo6eM, CBSI3aHHbBIX
¢ ocnabieHNeM JbIXaTe/IbHOMN
byHKIMY, Balll Jleyalinii Bpad
MOXKET MTOPEKOMEH/IOBATh BaM
VICIIONIb30BaHIE BCIIOMOTaTeIbHOTO
IIbIXaTe/IbHOTO 000PyZOBaHNA
(ammapara Jiy1s1 HEMHBA3MBHOI

unu uaBasusHou VIBJI). 9to
IIOMOXKET YIY4IINTh Ta3000MeH,
CHM3UTD BEPOATHOCTH
BO3HUKHOBEHMSI PECITNPATOPHBIX

[Tocre Toro, Kak peO€HOK HaYHET MO/Ib30BAThCS
HenHBas3uBHoON VIBJI, emy OyneT Heo6xomuMo 110
MeHbIIIell Mepe pa3 B TOfi IPOXOANUTD UCCIeloBaHe
CHa /Il KOPPEKTUPOBKY HACTPOEK U IPOBEPKU TOTO,
HACKOJIBKO XOPOUIO eMY IOAXOAUT MacKa VIM VHOM
VICTIOIb3yeMblIi MHTepderic.

Oco6p111 yxop TpebyeTcst MalleHbKUM JIETSM,
HAXONAIMMCSA Ha InTenbHoi VIBJI, 4To0bI
IpefynpesuTb BO3MOXKHbIE OCTTOKHEHNS 13-

3a OTK/JIOHEHMIT pa3BUTHUA JINLEBOTO CKeleTa
(runortasus cpefiHet 30HbI uIa). {711 9TOro MOXKHO
VICTIONIb30BaTh MHVBN/ya/IbHO TIOJOTHAHHbIE MACKH,
a TaK>Ke IIOIIepeMEeHHO MCII0/Ib30BaTh Ha3a/IbHbIe

MO YLIKM, Ha3a/IbHbIE I POTO-HOCOBbIE MACKIL.
BonpHBIM, KOTOPBIM TpebyeTcs pecnypaTopHast
HOJIepKKa B TeYEeHNMeE THS, MOXKET OBITh TaKKe
pexomenpoBana VIBJI ¢
JICTIOZIb30BaHMEM MYHALITYKA.

B HeKOTOpBIX cny4asx
TONTOCpOYHasA MeXaHMYecKast
BEHTWIALIUS MOXKET
OCYIIECTBJIATHCA Yepes
TPaxeoCTOMUYECKYIO TPYOKY,
KOTOpasl yCTaHAB/IMBAETCA
xupyprudeckum nyreM. [lokasanus
IUIS1 TPAX€OCTOMUM BK/TIOYAIOT

B ce0s1, MOMMMO TIPOYETO,
XPOHMYECKYIO aCIMPaLIo C

MHQEKINI, a TAKKe YacTOTy U
IPOJIO/DKUTEIBHOCTD TOCIUTATN3ALIVIA.
HennpasusHas VIBJI Hanbosnee yacTo MCIIONb3yeTCs
IIpY HAZIM4YUU IPU3HAKOB IMITOBEHTV/IALUM
(0c/mabIeHHOI AbIXaTeIbHON CIIOCOOHOCTN) WU
IPU3HAKOB U CMMIITOMOB PeCIMPATOPHBIX MPOOIEM.
[Ipn nemuBasusHOI VIBJI BO3gyX nofaercs ManueHTy
Jyepe3 MacKy MM MHOe MPUCIIOCcoOIeHNe, KOTOpoe
JIETKO MOYKHO CHSTb.

J71s1 pectiupaTopHOI NOAAEP)KKY BO BpeMsI HOUHOTO
cHa vacro ucnonbsyercsa VIBJI ¢ iByxypoBHeBbIM
o/1I0KuTeNbHbIM faBnenneM (BiPAP). 9to
HeOOJIBIIIOTO pa3Mepa yCTPOICTBO, KOTOpoe
HaKa4yyMBaeT BO3/yX B JIerKyue O0IbHOTO Yepes
BO3JIYXOBOJI, ITOJICOEAVHEHHBIN K MHTepeicy mim
MacKe, 3aKpbIBalollell pOT WJIM HOC MallMeHTa. Bosmyx
HaXOJUTCs NOJ, JaBJI€HNEM, YTO IIOMOTaeT YAA/IUTh

13 OpraHu3Ma yIJIeKMUC/Iblii Ta3 BO BpeMs BbIfoxa. B
3aBUCUMOCTY OT BO3pacTa pebeHKa, COCTOSHIS KOXN,
($bopMBI TuIja U IEPEHOCUMOCTH 3TON POLIEypPhl
MOYKHO BBIOpATh pas/IN4Hble BapMaHTHI MHTepdeiica
II/1s1 TIOAK/TI0YeHMsI Tpubopa.

PeryIapHbIMU THEBMOHMAMU U
Hea(pPeKTUBHOE y/jaleHye CeKpeTa U3 JbIXaTeTbHbIX
Iy Tel, HECMOTPs Ha IIPMMEHEHE BCIIOMOIaTeIbHbIX
npouenyp. HekoTopble manyeHThl TaKKe
IIPEAIOYNTAIOT TPAXEOCTOMMIO, eC/IN UM TpebyeTcs
HenHBas3uBHasA VIBJI Ha nmpoTshkeHNN OOMbIIelT YacTh
IHA Y HOYM.

JledyeHMe OCTPBIX peCIMPATOPHBIX 3a00TeBaHMIT
PecnimpaTtopuble nHPekyy (IIpOCTy/ia, THEBMOHNA)
SB/IAIOTCS Haubosiee YacThIMU IIPUYMHAMMY
TOCIIMTA/TN3ALNI Y CO3[AI0T Hanbosee OacHble

UL >)KU3HM cutyanuu aisa 6onpHeix BMJI. B crygae
IIOIO3PEeHNsI Ha OCTPOE pPecMpaTopHOe 3ab0/IeBaHye
B@)KHO, YTOOBI peOEHOK MPOIIIe/l MEAUIIHCKOE
ob6cnenoBanne. O6:A3aTeNbHO CKaXITE Bpaydy,

kakoit Turt BM]I y Bamiero pebeHka, u gaiite eMy
BCIO IMEIOIYIOCS Y BaC MHPOPMALINIO O TeUeHNUMN
3abomeBaHuA.

[Ipm3HaKy OCTPOII peCIMpPaTOPHON HEJOCTATOYHOCTH
(MoryT O6BITH CTAOOBBIPAYKEHHBIMM):



e O1emHOCTD

e IOBbBIIIEHHAs COHINBOCTD

e  IIOHVDKEHHDIV alIeTUT

e HEHOpMaJbHbIe IBVKEHNA TPYU U KIUBOTA

e YCKOPEHHBII ITy/IbC VA JIbIXaHNe

e C/1a0BIl KalleIb

e IOBbBILIEHHAs YTOM/IAEMOCTb.

JTro6011 13 9TMX IPU3HAKOB TpebyeT 0cob0ro

BHMMaHKA. Kpome Toro, ecimm ypoBeHb cofiepKaHusA

KJC/IOPOJia B KPOBM OITyCKaeTcs HIpKe 94%

HIDKe 6230BOTO YPOBHA /1A Balllero pebeHKa, ero

HeoOXO0IMMO HeMe/JICHHO TTI0Ka3aTh JieyallleMy Bpady

VIM OKa3aTh HEOT/IOXKHYIO MEIMLIMHCKYIO TOMOILb.

[l1a onpefeneHns TSHKeCTH 3a00IeBaHNA Bpad

OCMOTPUT pebeHKa 1 ITOCTyILIaeT ero jaerkue. Jpyrue

JIVMAarHOCTUYECK/E METONVIKIA:

o oneHkKa 93¢ (PeKTUBHOCTY KallIsA

e  OKCHMETpPUA U U3MEPEHME COfIEP>KAHNSA
YIJTIEKUCIIOTO Ta3a /I OLleHKY IpobieM ¢
IbIXaHMEM

« ¢dmooporpadus rpygHOI KI€TKY A/ BbIAB/ICHNA
ITHEBMOHMM ¥ CIIafIeHNs JIeTKoro (A1 6onee
TOYHOTO IMaTHO3a MOXKeT IIOTpeboBaThCA
cpaBHeHMe ¢ 60/lee paHHVMMU CHYMKAMM)

e II0CEB MOKPOTBI, €C/Ii peOeHOK MOXeT ee
OTKAIl/IMBATh (3TOT aHA/IN3 MOXET JaTh
MHPOPMAIVIO 0 Bufie 6aKTepuil, BBI3bIBAIOLINX
ITHEBMOHMIO).

JleueHue ocTpoit pecIUpaToOpHOIl MHPeKIUN NMeeT

Ie7IbI0 MOAep KaHNA CTa0VIbHOI IbIXaTeTbHOM

$ynxun.

[Tpyu 60/1bIIMHCTBE PeCIMPATOPHBIX MHPEKIVIOHHBIX

3ab0eBaHNUII /I Te9eHM s HOTeHI[MaIbHOM

OakTepuanbHON MTHEBMOHNH Y MalyieHToB ¢ BM/]I

HeoOXOIMMO JCIIO/Ib30BaTh aHTMOMOTHKIL, a B

cly4ae JMarHOCTUKY ITHEBMOHMY OCYIIECTBIATD

IIOCTOSAHHBIV MOHUTOPVHT PECIIMPATOPHOTO

craryca. Ecim yposenb copepskannsa O2 HU3OK,

HaIVIEHTY C/IeflyeT JaTh JOIOTHUTENIbHbIN KIUCTIOPOT,

(4epe3 Ha3a/IbHYIO KaHIOIO V/IM MacKy). I1pu aTom

Ba)KHO ITOMHUTD, YTO IIPY HATMYMI IIPU3HAKOB

HEJJ0CTATOYHOIO y/a/IeHNA U3 OpTaHM3Ma

YIJTIEKUCIIOTO Ta3a OyfeT /Tydllle IpefoCTaBUTh

nanyuenTy VIBJI BMeCTO 94MCcTOro KUCnopopa.

Ecny npyu Hanuyumy npusHaKoB pecpaTOpPHOI

HEfI0CTATOYHOCTH Balll peOEeHOK ellle He MCIONb3yeT

HenHBas3uBHYI0 VIBJI, Heo6XoxMMo HavaTh ee

ucnonb3oBaHme. Eciy pebeHok y>ke HAXOAMTCA Ha

pecnypaTopHOI NOAiep>KKe, /I CTaOUIM3aLun

IIbIXaTe/IbHON (PYyHKLIMM MOXET TOTpe6oBaThCA

KOPPEKTMPOBKA HACTPOEK M/IM yBENMYEHNE
KO/IMYECTBA YaCOB MICIIO/Ib30BAHMA allllapaTa.

B ciryqae 6oree cepbe3HoOro 3aboneBaHns, ecim
HenHBasuBHas VIBJI He nomoraert, y pebeHka He
IIOTTY4a€eTCA YOAIUTh CEKPET U3 JbIXaTeIbHbIX

Iy Tell My 0c/abAeTCs 3alMTa AbIXaTeTbHbIX
IyTel, yBeIMUMBAsA PUCK ACTIMPALIIN, EMY MOXKET
noTpe6oBaThCSA MHTYOAINA.

B sTom ciydae TpebyroTcsa 60onee MHTEHCHBHbIE
MEeTOZbI MOOVMIM3aLINU CeKPeTa, B TOM YNCTIe
JICTIONIb30BaHMe «OTKalIMBaTenei», VIIIB,
VHCYGIALNA TPYRHOI KIETKY ¥ MaHyaTbHasA
tepanusA. Ilo pekoMeHganuy My 1IbMOHOIOTa MOTY T
TaKOKe UCIIOTb30BAThCA OPOHXOPACIIMPAIOLIVE
Ipemaparsl ¥ BUOPALMOHHBIN MacCaXX IPYAHOI
KJIeTKU. BeHTU/IALMA IETKUX TONBKO yay4IIaeT
ra3zoo6MeH, I03TOMY YKa3aHHbBIE BBIIIE METOMbI
OYVICTKM JJbIXaT€/IbHBIX ITyTeil MMEIOT KPUTUYECKI
Ba)XHOE 3HA4YEHME JI/I1 BOCCTAHOBJ/IEHNSA 3[JOPOBbS U
TOJKHBI MCIIO/Ib30BaThCA JaXKe TOTfA, KOra MaleHT
Haxonutcsa Ha VIBJI.

BAJKHO IIOMHUTD

1. VimeiiTe mIofi pyKoil MMCbMEHHOE OIVCAHMeE ITOATHUIIA
BM]] (ecnu OH M3BeCTeH), KOTOPBIM O0JeeT Balll
peOeHOK, U pe3y/IbTaThl OC/IEHEr0 PeCPaTOPHOTO
00cnenoBanys (TecThl GYHKIMY BHELTHETO AbIXaHVI,
(bopcupoBaHHas KM3HEHHAsi eMKOCTD JIETKMX), YTOOBI
JIX MOXKHO OBIJIO IIPEJOCTaBUTD Bpady B 9KCTPEHHOM
CUTyaLIUM.
2. O6cnenoBaHNe pecMpaTOpHOI PYHKIVN
pebeHka HeOOXOAMMO IPOBOAUTS TIepe 00

VPYPIrUYECKON IIPOLIESYPOIA.
3. VIHeKIuy HYDKHUX IbIXaTe/TbHBIX Iy Tel
TOJDKHBI IEYUTHCS aTPECCUBHO, YTOOBI COXPAHUTD
IOCTATOYHBIN YPOBEHDb HACHIIIEHHOCT KPOBU

KICTIOPOZIOM U YITIeKMCIIBIM Ta3oM. Yalle Bcero ajis
TedeHst 9TUX NHEKINIT CTefyeT MCI0/Ib30BaTh
aHTIOMOTNKY. EC/u y pebenka cabocTb
IbIXaTeNbHO MYCKY/IAaTyPBbl, eMy HE0OX0AMMO

OKa3bIBaTh JOMOTHUTEIbHYIO IIOMOILb IIPY
OTKalIVBaHUN.
4. CUMIITOMBI pecIpaTOpHOI HeJOCTaTOYHOCTH
BK/IIOYAIOT B ce651 671eTHOCTD, COH/IMBOCTD,
MOHVDKEHHDIV alllIeTUT U IOTEPIO Beca, HeperyisapHoe
IbIXaHMe, CIa0BIil Kallle/b, pery/apHble MHPEeKIIN
IbIXaTe/IbHbBIX ITyTell/THEBMOHMM, TIOBBILIEHHYIO
TOMJIIEMOCTD, IIOHVKEHHYI0 KOHILIEHTPaLMIO U
rojIoBHbIe 60/ 110 yTpaM. Ha HayanbHOM aTame aTn
CYMIITOMBI MOTYT OBITH €100 BBIPa>KEHHBIMIA.




4, HOJI]ICP)KK& KENMYTJOYHO-KNMIMIEYHOTO TPAKTA: ITMITaHNE, KOpPMJICHUE U
YXO/[, 3a IIOJIOCThIO pTa

Y meteit ¢ BM]I yacTo BCTpe4yarTcsA HapylIeHNUA
nuTaHuA U KopmieHns. [lomumo aroro, oun

YaCTO CTA/NKMBAIOTCS C TAaKMMI IIpobieMaMu,

KakK racTpoasodareanpHas pedokcHas 60Ie3Hb
(I'9PB), acumparys, 3aopbl, HAPYIIEHN peyl,
ocmabneHHast KOCTHAs CUCTEMA, @ TAK)Ke HapyIIeHMs
TUTVEeHBI ITOJIOCTY PTa U 3y00B. Perrenne atux
IIpo67IeM OYeHb BaYKHO I ONITMMU3ALUN
COCTOSIHUA Balero pebenka. JIydiie Bcero s
3TOTO HOAXOMUT UCIIO/Ib30BaHVe MHOTONIPO(VIbHON
KOMaHJIbl 9KCIIEPTOB C YYacTHEM CIIELIMAINCTA B
0071acTy KOPMJIEHUS U ITIOTaHVIS, IUETOIOTa VI
HYTPUIIVOHNCTA U TAaCTPOIHTEPOJIOTA.

CuMnToMBI Ipo6/1eM ¢ KOpM/IEHVEM U TIUTaHMEM

Yacroit mpo6nemori y 6onbHbIx BM]I ABnAeTCA

CTIO)KHOCTD C HAOOpOM Beca WU HapylIeHe

HOpMaJIbHOTO passutus. bonpusie BM/I, notepsasmne

CITIOCOOHOCTD XOANTD, TAKXKe CTATIKMBAIOTCS C

po61eMoit M36BITOYHOTO Beca.

Jpyrue cuMITOMbBI HapyIIeHMs IUTaHUA:

e YacTble BOCIIAJIEHNA TETKUX

o 00JIb B TPYAY MM BEPXHEM OTesIe OPIOLIHOM
IIOJIOCTH, PBOTA

e CJIIOXXHOCTM C )K€BaHUEM, YAyIlIbe VTN Kallle/lb

o IUIOXas Opa/ibHAsA KOOPAVHALMS VIN U30BITOYHOE
C/IIOHOOTHIETIEHNE

e 3aI0p WM Auapes

o CJIOKHOCTM C IIUTaHMEM, 0COOEHHO IoCIe
TOCTVDKEHNS COOTBETCTBYIOIIETO BO3pacTa

e TIPOJODKUTETBHOCTD IpyeMa INIY (e IpueM
VI 3aHNMaeT 6oree 30 MUHYT, 3TO MOXeET
yKas3bIBaTh Ha CJIOKHOCTY C KOPMJIEHVIEM)

e TIOBBIIIEHHBIN CTPeCC WIN NOHIDKEHHOE
HaCTpOEHMe BO BpeMs IIpMeMa NIV KaK /1A
pebeHKa, Tak U I YXaXXVMBAIOINX 332 HUM JINL.

O6cnenosanue

Bo BpeMs Ka)XJ0ro pery/isipHOro BU3UTa Bpay JO/DKEH
U3MEPSTh POCT U BeC pebeHKa, YTOObI IIOHSATD,
HACKOJIBKO XOPOIIIO OH pa3BuBaeTcs. Ecmu pebeHok
cTapiie 5 IeT I He MOXKeT CTOSAThb, er0 POCT MOXKHO
OLIEHUTH 10 J/IIHE JTIOKTEBOV KOCTH.

Hetr ¢ BM]I 4acTo cnenyroT KpUMBOJ pasBUTNA,

He XapaKTepPHOII /ISl 3IOPOBOr0 pebeHKa TOro

Ke BO3pacTa. 9TO HOPMaJIbHO, €C/IN Y BalIero

pebeHKa Xopoliiee CAMOYYBCTBIE, HET IIPU3HAKOB
YTOM/ISIEMOCTM, PETYISPHBIX MHPEKINIT VI Ipobiem
C CepiiieM WM IbIXaHMeM. Ba)KHO TOYHO M3MEPUTD
Bec pebeHKa BO BpeMsi 00C/IefoBaHNs U IIPOJIO/KATD
U3MEPSATD €r0 C OCTATOYHON YaCTOTOI, YTOOBI UMETD
BO3MOYXHOCTB OTC/IEXKMBATh, HOPMA/IbHO /I OH
HaOmpaeTcs.

Hetn ¢ BM]I 9yacTo cnenyroT KpUMBOJ pasBUTNA,

He XapaKTePHOII [/Is 3[[OPOBOT0 pebeHKa TOro

Ke Bo3pacTta. ITO HOPMaIbHO, eC/TN Y BAlllero
pebeHKa Xopoliiee CAMOYYBCTBIE, HET IIPU3HAKOB
YTOM/ISIEMOCTM, PETYISPHBIX MHPEKINIT VI Ipobiem
C CepiiieM WM IbIXaHMeM. Ba)KHO TOYHO M3MEPUTD
Bec pebeHKa BO BpeMsi 00C/IeloBaHNs U IIPOJIO/KATh
U3MEPSATD €r0 C TOCTATOYHON YaCTOTOI, YTOOBI UMETD
BO3MOXXHOCTD OTC/IEXKMBATh, HOPMA/IbHO /I OH
HaOmpaeTcs.

I/t [UarHOCTUKY HapyIIeHWIT ITIOTaHMS,

KOTOpBIE YBEMMUIMBAIOT PUCK aCIUPALIUY, MOTY T
TaKXXe TIPUMEHSThCS TaKye METOIMKIY, KaK
BUIeO(TIOOPOCKOIINS 1 SHTOCKOIINASL.

Bo Bpemst 06c/ienoBaHMs TIIOTAHMS U IUTAHUS

Bpay JO/DKEH Tak)Ke 00paTuTh BHUMAaHME Ha

Takye GpaKToOpbI, KaK c1ab0CTh MBIIII] LIIeN,
KOHTPAKTYPBbI YeTI0CTell U 1i1er, c1aboe UM BBICOKOEe
KyIon006pasHoe HEOO, /10Xast maTepaan3anyis
SI3BIKa, CKy4YEeHHOCTb 3y0OB, CKOJIIO03, C/Ta0bIi

v Hea(hpeKTUBHBIN Kallleb, yTOM/ISIEMOCTb
JIbIXaTeTbHO MYCKY/IaTypBl, HEJOCTATOYHOCTD
IIbIXaTenbHON (PyHKIMM BO BpeMsi HOYHOT'O CHa,
IIOXOJI aIlIETUT, racTpoa3odareanbHas pedmoKcHast
6onesup (I'9PB) u HapylIeHNEe MOTOPUKH KUIIIEIHNKA.



Tepamma

J1s1 meveHuA U Tepanuy HapyuleHnit, CBA3aHHbIX C
KOpMJ/IeHNeM, 00TIbIIIOe 3HaYeHVe IMEI0T Oe30IacHoe
Y JOCTaTOYHOE MTOTpebIeH e TNTATEeTbHbBIX BEIIeCTB.
VHCcTpyKuym v MHGOPMAIIO O 3TOPOBOM PeXuMe
NUTaHUA MOXXHO IOTTYYUTb Y COOTBETCTBYIOIIETO
CTIeNMaIICTa Cpasy Iocje IOCTAaHOBKM JJUarHo3a.
9TO NOMOXXET MPOAKTUBHO IOONTY K PelIeHNIO
IOTeHIIMATbHBIX IPO6/IeM, CBA3aHHBIX C
HEJOCTATOYHBIM IUTAaHVEM VIV M30BITOYHBIM BECOM,
Yl COXPAHUTD ONTUMAJIbHOE 3/[0POBbE KOCTeIL.

Ecnn y pebenka nmpo6yeMsl ¢ mUTaHMEM, BB MOXKeTe
JVICIIOJIb30BATD CIIefyIOlyie METOAVIKY IS IX
peleHus:

e V3MEHNUTE II03Y, B KOTOPOJI HAXOUTCS PeOEHOK BO
BpeMs IpremMa MnIiy,

o VICIONB3YIiTe MOAUGUIVIPOBAHHYIO IOCYRY U
VHBIE BCIIOMOTaTe/IbHbIe IIPUCTIOCOOTeHNs,

e BBIyYUTE U UCIIOIb3YJiTe Pas/INIHble TEXHUKN
0€e30IacHOrO TJIOTAHNS,

e V3MEHNUTe TEKCTYpy muiy (Harpumep, cienanTe
YKUJIKYIO IIVIY T'YILe VI O4eHb MEeJIKO IOPEeXXbTe
TBEpAYIO INIY),

e  YBeIMYbTE YACTOTY IIPMEMOB IINIIV U ee
KaJIOPUITHOCTD, eC/iu peOeHOK I/I0X0 HabupaeT
BeC (HECKOTbKO MeHee CepPbe3HbIX IIPUEMOB MUIIN
U peryspHble IIepeKychl Yepes KaKble /[Ba Jaca B
TeYeHme JHs),

e VICIIOIB3YIITE CEHCOPHYIO CTUMY/IALIMIO U TEPAIINIO
IIOJIOCTY PTa IJIA YYYLIEHUs MOTOPYIKY YeTIOCTH,
sI3bIKA, TOJIOBBI I IIIEN,

e TOCETUTE AUETOJIOTA JI/IsI OLIEHKN aIeKBATHOCTU
HOTpeb/IIeMBIX Ka/Opuil 1 00CYX/IeH)s TOTO,
KaKlie BBICOKOKa/IOPUITHbIe HATTUTKU MOYXXHO
MICTIO/Ib30BATb JI/Is1 HAOOpa Beca MIn KaK CHU3UTD

KaHOpI/IIZHOCTb Imnmun B ci1y4dae ero U30BITOYHOCTI.

Ecnu BaM no-nipexkHEMY CI0>KHO HaOpaTh BeC WIN
€C/IV BB ITOJIaraeTe, YTO HyTPUTUBHBIN CTATyC
BaIllero pe6eHKa OTPUI[ATe/IbHO CKa3bIBALTCs

Ha ero CII0COOHOCTU 6OPOTHCSA C PETYISAPHBIMMI

pecnupaTOpHBIMYU NHGEKIMAMHA, BaM C/IefyeT

00paTUTHCA K TACTPOIHTEPOJIOTY ¥ OOCYANUTD

BO3MO>XHOCTb 30HJJ0OBOTO IIMTAHMUA.

o Ecnu 3oH10BOE IMTaHNE HEOOXOUMO B
TeyeHe KOPOTKOrO BpeMeH! (HanpuMmep, o 1
TII0C/Ie XVPYPIMYECKOIT OllepaIuy), BaM MOTYT
IIOpeKOMEHJI0BaTh HazoracTpanbHblii 30H7 (HI-
30HJ; MATaTe/IbHAA TPYOKa, BXOAAIIAA Yepe3 HOC).

o Jlna 6oree OUTETBHOTO MCIONb30BAHNA MOXKET

HOTPe6OBAThCS XUPYPrudecKas yCTaHOBKa
ractpanbHoro (I'-30u7) nnu eronanpHoro (E-30Hp)
30H/10B. Ec/iit Bair pe6eHOK CTpajaet OT CUIbHOTO
pedriokca 1 emy pekoMeHf0BaHa GYH/IOIUIMKALVS
1o Hucceny, aTa mmporiefiypa MoxxeT ObITb
IPOBefieHa OJHOBPEMEHHO C YCTaHOBKOIT 30Ha.

o YacToTa KOPM/IEHNsSI U COCTAB MUY, KOTOPYIO
Balll peOeHOK Oy/ieT IOTy4YaTh Yepe3 NUTaTe/IbHbIN
30H[ U151 0OecreveH s ero MoTpeOHOCTEN
B KUIKOCTY U IIATATE/IbHBIX BEIECTBAX,

TIOJDKHBI OTIPEEeSATHCS CIIEIUaTNCTAMU-
raCTPOIHTEPOTOTAMIA.

Ecnu rnoTanue He pencTaBisgeT ONACHOCTY /A
Balllero pebeHKa, yCTaHOBKa MMTATEebHOTO 30H/a He
O3HaYaeT, YTO OH OOJIbIlle He CMOXKeT IUTAThCS Yepes
port. Hao60porT, 30HI0BOE MMTaHME MOXKET CITY>KUTh

BCIIOMOT'aTE/IbHBIM MICTOYHMKOM IINTATE/IbHBIX
BE€IIECTB M IIOMOJXET CHU3UTD CTPECC BOKPYT
IIponecca ImpueMa nmim n Caenarb Tak, 4TOOBI OH
AOCTAaBJIAJI YIOBOJIbCTBYIE BCEM YIACTHMKAM.

Motopuxka JKKT

Y mereit c BM]I yacTo pasBuBaeTcs pedIoKkc Mim
3aIlOPBbl.

CuMnToMsI racTpoasodareanbHO pedIroKCHON
6onesnu (I'9PB) moryT BKI04aTh B cebs1 60/1b B
TPYAV WIN BepXHEeM OT/esle OPIOIIHOI IOTOCTH,
PBOTY, aCIMPALVIO U PeTY/IsApHble peCIPAaTOPHbIE
uHexym. s nevenns [OPB ncnonbayrorcs
pas/MyHble IEKApCTBEHHbIE NIPENapaThl, B TOM 4YMCIIe
aHTaLMJBI, @ TAK)Ke I3MEHEHNeE JVIEThI U TI03bI BO
BpeMs IpyeMa IUIIHN.

3anopsl MOTYT OBITH BBI3BAHBI CAMBIMM Pa3/TNYHBIMU
dakropamu. 114 1e4yeHNst 3aII0pOB MO>KHO M3MEHNUTD
TEKCTYPy NI U COfiep>KaHMe B Hell KIeTYaTKM,
YBEIMYUTH NOTpeb/IeHNe >KUAKOCTY, TIOMEHATD

1103y BO BpeMs IIpyieMa MUY VI YBEJIMIUTD
¢$U3NYIeCKyI0 aKTVBHOCTD, @ TAK)KE UCII0/Ib30BaTh
CTabuTeNbHbIE TeKapCTBEHHBIE ITPeraparhl, eCin
OHM PEKOMEH/IOBAHbI BalllVIM JIeYalIIM BPauyoM.
Hetr ¢ BM]I 4acTO MOTYyT MCIIBITBIBATDh C/IOXKHOCTU

C OIIOpO>KHEHMEM KUIIEYHNKA, Y UM MOXXET
norpe6oBaTbcs OOJIbIlIe BpEeMEeHM B TyajieTe C Balleil
IIOZIJIEPIKKOIA.

Peun

Hetr ¢ BM]I MOTyT MCIIBITBIBATD CJIOXKHOCTH C pE€YbIO
II0 IIpMYMHE C/1a00CTM MBI JINIIA, KOHTPAKTYP
YeTI0CTY, OCTTAbIEHHOTO JBIXaHU S, C/TA00TO WK



BBICOKOTO KYII0/1000pa3Horo HéGa, mpobiem ¢
3aKpbIBaHNeM I'y0 u HapyleHnit B paboTte Mo3ra.
CoxpaHeHNsI aMITUTY/bI IBVOKEHVST YeTI0CTU U PTa
pebeHKa MOYKHO ZOOUTHCS IPY ITOMOIIM TepaIn
MOTOPMKM IIOJIOCTY PTa X COOTBETCTBYIOLIUX
ynpaxHeHuit. CrenuanicTsl B 06/1acTi pe4eBoii
Tepanuy Tak)ke MOTyT IIOMOYb C UCIIOTIb30BAHIEM
Pas3IMYHBIX KOMMYHMKAI[MOHHBIX CTPATETUI U
MeTonMK. HeKOTOPBIM [IeTSM, UMEIOILINM CITOXKHOCTH C
IPOV3HECEHVIEM CIOB, TPOMKOI PeUbi0, CTPAJAIOLIUM

IIOJTHOVI VI YaCTUYHO ITTyXOTOM, MOTYT OKa3aTbCsA
II0JIE3HBIMU YCTPOMCTBA /I KOMMYHUKALIMN.

YXo071 32 HO/IOCTBIO pTa U 3y6amm

OT 310pOBbs 3y0O0B 3aBUCUT 001IIee CAMOYyBCTBIE
pebeHkKa, ero nuTaHue u peub. B Tabnuie 3
HiepevNCIeHbl HEKOTOPbIe TPOOIeMbI, YaCTO
BCcTpeyvaromuecs npu BM/I, 1 Hapy1ieHns, K KOTOPbIM
OHM MOTYT IIPUBECTIL.

Tabnuia 3. Ocmo>xHeHM JII OJIOCTH PTa, CBA3aHHbIE ¢ cuMnToMamu BM]]

[Tpobnema

OcnoxHeHns

TacTpoasodareanbHas pedroKcHas 60e3Hb

Oposus 3y6HoIt a9Mamm 1 3yOHas 6071b

PoToBble OakTepun

[THeBMOHMSA

JIbIXaHMe yepes poT

Cyx0CTb BO PTY U IOBBIIIEHNE PUCKA NHPEKIUIT
PpOTOBOI1 IIOJIOCTU

AHoManuu mpuKyca u CKy4eHHOCTb 3y60B

CNO>XHOCTH € YMCTKOIL 3yOO0B, YacThIIl Kapuec,
CIIOKHOCTH C YKE€BaHMEM

Hecnoco6HOCTB ecThb Yepes poT

Iunepnnasusa necen

O6c¢nenoBanue u Tepanus

Pe6eHOK [J0/DKeH MpoiiTu 06CeoBaHme y

JIeTCKOT'O CTOMATOJIOTa [I0 HACTYIIIEHNSI 2-TIETHETO

BO3pacTa WIN Cpasy IOC/Ie MOCTAHOBKY AMAarHo3a.

Ecnu y pebeHka MMeIOTCsI HapyLUIeHVS [TIOTaHUs

Y OTKALZIMBAHMA, B XOfle TAKUX ITOCEIeHMUI

HeoOXOVIMO yIenmuTh 0cob0e BHYMaHNe

IIPaBUIBHON 103€ B TIOoKeHun cupst. Eciu pebeHok

VICIIO/Ib3YeT MHBATUIHOE KPeCIo, yOeauTech B TOM,

YTO B CTOMATOJIOTMYECKOM KabMHeTe UMEITCS

BO3MOXXHOCTH [IJIs1 TIepeMellieH st pebeHKa us

VHBA/IMIHOTO KPeC/Ia B CTOMATO/IOTMIECKO€e U/TU €CTh

BO3MOXXHOCTB IIPOBOMIUTH JiedeHne 6e3 mepemMerieHms.

PexoMeHyeTCst perynsipHO (Kak MIUHUMYM pa3 B 6

MeCs1ieB) ITOCeIaTh CTOMATOIOra /ISl YUCTKM 3Y0OB, a

TaK)Ke COOTIOfATh C/IeAyIolie PeKOMEH Al ML:

o Popmrenu u nuia, oCyieCTBSIOLINE YXOT 32
pebGeHKOM, O/DKHBI MMeTh MH(OPMAIINIO [yt
yXOfia 3a ITOIOCTBIO PTa B JOMAIIHNX YCITOBMSIX,

B TOM 9YICJIE O TOM, YTO KaCaeTCsl IPABUIbHOI
IYCTKY 3y0OB, UCITONIb30BAHNS CPEJICTB,
copeprkaiux Grop, 1 aHTMOAKTepUaTbHBIX
CPeJCTB /ISl TOJIOCKAHUS, A TAKXKe

IIPUCIIOCOOIEHNIT ¥ 000PYROBaHMA A1
IIOBBIIICHNS CTETIEH) He3aBYICUMOCTY OOTBHOTO.

o Iity6oxue puccypsl B KOPEHHBIX 3y0ax TO/DKHBI
OBITb TepMETH3VPOBAHBI.

« K6 rogam pebeHKy HEOOXOMMO ITOCETUTD
OPTOZIOHTA, KOTOPBI MIMEET OIIBIT PabOTBHI C
HanyeHTaMM C 0C/Iab/IeHHON MYCKY/IaTypoil
IIOJIOCTH PTA, IS pa3pabOTKI I/IaHA JIeYeHA.

o Bspocnbivm ¢ BM]I Heo6X0a1MO TIPOLOIKATh
Pery/IspHO MOoCelaTh CTOMAaTO/IOra
U1 TPOPUIAKTUYECKOTO OCMOTpPA 1
1IpodeccuOHaTbHON YMCTKM 3yOOB.

o Ecnmu pebenky HeoOXxonymMa Xupyprimyeckast
orepanys, IogpasyMeBalollas aHeCTe3NI0 VN
ceflaIyio, He0OXOANMO YOEINThCS, YTO Bpay
3HAeT 0 Hanu4uu y nauuenta BMJI n moxer B
cIy4ae HeoOXOMIMOCTY IIPOBECTY MICKYCCTBEHHOE
nbixaHye. CTOMATOJIOr JO/KeH ObITh 3HAKOM
C MepaMy NPEOCTOPOKHOCTY IPOTUB
37I0Ka4eCTBEHHOJI TUIIEPTEPMMUM Y CO CIIOCOOaMu
JIeYeHNA 3TOTO MOTEHIIMa/IbHO OIIACHOTO [I/IA
JKU3HU COCTOSIHUAL.




6. Ha6mionenne 3a kapauonornyeckoit GyHKIuei: yxoy 3a cepaiem

OcHOBHasA 1je/1b KOHTPOJIA 332 COCTOSHMEM CePAlia B
mo60M BO3pacTe COCTOUT B PaHHEM PacIIO3HABAHNUM
VI 7Ie9eHNH TTpo6/IeM KapAMOIOTIecKOTo XapaKTepa,
KOTOpBIe MOTYT OBbITD cBsA3aHbl ¢ BM]I. Hapymenus B
paborTe cepyilja MOTYT IPOSBJIATHCS IIPY HEKOTOPBIX
¢dopmax BM]I, nosromy Takum 60/IbHBIM HEOOXOAVIMO
OyZieT IpOXOANTDb PeTy/ApHOE KapAOoIOrnIecKoe
obcnenoBanye. [I1s1 APyruX TUIIOB 3TV HAPyLIEHNA

He XapaKTepPHBI, I peryIsapHoe o6ciefoBaHme He
notpebyetca. VHorma HapymeHus B paboTe cepara
MOTYT OBITb BBI3BaHBI C/IA00CTHIO CEPAEYHOI MBIIIIIbI,
KOoTopas pasBuBaerca B pamkax BM/I. Emie ogHoit
IPMYMHOI MOTYT ABJ/IATHCA HE pacllO3HaHHbIE

VIV He BbUIEYEHHBIE IPOOJIEMBI C [IbIXaHUEM,
CO3JIafoNINe TOIIOJTHUTE/IbHYIO HaIPYy3Ky Ha CepALie
(cm. paspen «HabmogeHue 3a peciupaTopHOIt
¢dyHKuMel»). B 9THX cydasx, a Tak)Ke Ipy HaIM4nn

CYIMIITOMOB, YKa3bIBalOIMX HAa ApUTMUIO VIIN
yBe/IM4YeHMe pa3MepoB Cepylia, MOXKeT HOTpeboBaTbcs
Kapayonornyeckoe obcnenosanue. [locemjenne
Kap/IMo/Iora TakKe MOXKeT ObITb He0OX0IMO, ey
noptun BM]I HeusBecTeH.

[IBe HamboOIee YacTO AMATHOCTUPYEMBIE ITPOOIIEMBbI
KapJOJIOTMYECKOTrO XapaKTepa — 3TO apUTMUA
(Hapy1IeHMe cepfiedHOr0 PUTMa) U KapAMOMMOIATIA
(HapyueHye QyHKIIVIOHMPOBAHNSA CEPAEIHON
MBIIIIIBI U YBeTYeH)e pa3MepoB cepaua). [Ipu
HeKOoTOpbIX Tnax BM]I mro60e 13 3TUX HapyuieHuit
MOXXET SIBUTHCSI OCHOBHOJ IPO6/IeMOTi CepfieuHOr0o
XapakTepa, OHAKO HajIM4yie MUMEHHO 3TUX ITO/ITUIIOB
BM]I He 00s13aTelIbHO rapaHTUPYeT IPOsBICHNE
KapAVO/IOrMYecKyX HapyIIeHuit (cM. Tabmuiy 4).

Ta6nuua 4. Kapguonornyeckne npo6ieMbl Ipy pa3nn4HbIx nogrunax BM]]

[Mogtun BM]] [Tpo6nema

aDG-RD

IloBBIlIIEHHBITT PUCK pa3BUTUA KapAMOMNOIIaTUMN.

LAMA2-RD

Bb1/10 0TME4eHO He3HauMTeIbHOE YBENNYEeHMEe CepPLa, He BIMUAIOLEE Ha €T0
(YHKIMOHMPOBaHNe, M APUTMUM, TPeOYyIoL e IeYeHN .

LMNA-RD

PerynsapHoil OCHOBE.

[ToBBIIIEHHDBIV PUCK PAa3BUTYA ApUTMUY U KapAnoMuonatuy. Kpurudyecku BaxxHO
IPONTY paHHee KapAonornieckoe o0ceoBaHe U B JabHeIIeM IIPOXOANUTD UX Ha

COL6-RM

9XOKapAuorpaMmy.

Cepplie He 3aTPOHYTO, HO HEBbIJIEYEHHBIE ITPOOJIEMBI C JIETKMMU MOTYT BBI3BaTh
KappanomuonaTtio. C HadyaJoM pecpaTOPHOIL IOAJEP>KKM PEKOMEH/IYETCA CHle/IaTh

SEPN1-RM

5XOKapAOTrpaMMYy.

Cepplie He 3aTPOHYTO, HO HEeBbUICUEHHBIE IPOOIEMBI C JISTKVIMJ MOTYT BbI3BaTh
Kapayomuomnaruio. C HauyaloM pecpaTOPHON NOATEP>KKI PEKOMEHAYETCs CAie/laTh

RYRI-RM

9XOKapAMOTPaMMYy.

Cep,uue HE 3aTPOHYTO, HO HEBbIJICUCHHDIC HpO6H€MbI C JIETKMUMM MOTYT BbI3BaTb
KapAnoOMMOIIaTUIO. C Havasom pGCHI/IpaTOpHOﬁ TIIOAJEPIKKN PEKOMEHYETCA ClIE/NaTh

Coxpamennsa: aDG-RD — a-puctpornukanonatus; BMJI — BpoxkaenHas MbimeyHast auctpodus; COL6-RM
— MUOIIATH, CBsI3aHHaA ¢ KojutareHoM VI tuma; LAMA2-RD — HMCTpO(bMﬂ, CBsI3aHHas C TaMMHIMHOM 02, B
T.4. MDC1A; RYR1-RM — MuonaTus, cBsi3aHHas C MyTalusAMI B puaHofinHOBOM penenrtope 1; SEPN1-RM —
MMonaTus, cBs3aHHas c cene”onporernHoM N1; LMNA-RD — BM], cBasannas c mammnaom A/C.




CuMnTOMBI HapylIeHVs paboThI cepyLia

Huxe nepeunciieHbl OCHOBHBIE CUMITTOMbI

HapyieHus pabotsl cepaua. Ilpu aTom Heo6XOxUMO

IIOMHMITB, YTO B PaHHEM BO3PACTe JETU MOTYT

VICIIBITBIBATD 3aTPYAHEHVS C X ONMCAHMEM.

o YTOMJ/ISIEMOCTb

e OfbINIKA

o OIEJHOCTD KOXKI U CIIM3UCTHIX
060109€eK

o  TIEPUOJBI YBEMMYEHHON YaCTOTHI
CepIeYHbIX COKPAILEHNI
(TaxmMkapmus)

o ceppuebueHne

o TIOTEPS CO3HAHUS

e JlypHOTa
e TOJIOBOKDY>XEHME

O6cnenoBanue

I[TepBoe o6cnefoBanme y Kapamuonora
peb6eHOK JO/DKeH MPONTY ITOCIe
MMOCTaHOBKM fArarHo3za BM]I. 9to
obcenoBaHNe 0OBICHO BK/IIOYAET B A
cebs1 CHATYE 9TIEKTPOKAPNOTPAMMBbI ¥
(9KT') n axoxappuorpammsl (Y31

cepaua). [l BbIsAB/IEHVS HAPYILIEHNIT YaCTOTHI
CEepeYHBIX COKpAIIeHNIT KapAOIOT MOXKET
IPeIIOKUTD poBecTu 72-4acoBoe cHsatme KT (KT
no Xonrepy) mwm IKI ¢ perucrpatopom coObITuit

(B TeyeHMe IBYX Hefienb). B 3aBMCUMOCTM OT TOTO,
usBecTeH 1y noptu BM/I, a Tak>ke OT MMerIXcs
CHMIITOMOB /I Ipo6ieM B paboTe cepplia KapAyuoior
IIOPEKOMEHIYeT YacTOTY TOBTOPHBIX 00C/IeOBAHNIA.
B coorBercTBum ¢ tabmuueit 4, metu ¢ L-BM]]

VIMEIOT HarOOIbIINII PUCK BO3SHUKHOBEHNS
KapAVOIOrMYeCKVX HapyIIeHN, ¥ UM TpeOyIoTCcs
6oree yacTble 06CIeOBaHNs, HAYMHAS C MOMEHTA
IIOCTAaHOBKM IMAarHO3a 1 B A/IbHENIIEM Yepe3 KaXK/ble
mecTb Mecsanes. leram ¢ aDG-RD (pyxyrun u FKRP)
TpeOYIOTCS YacTble KapAMOIOrndecKue o0Cc/eoBaHm,
HaulHas C IOCTAHOBKY [IMarHO3a 1 B Ja/IbHENIIEM
exxerogHo. [letu ¢ aDG-RD (BM]I, cBsisanHas ¢
APYTUMMM T€HaMU, WU IIPY OTCYTCTBUY M3BECTHOM
cBsi3n) 1 LAMA?2 yMeroT ITOBBIIIEHHBIN PUCK
BO3HMKHOBEHMS Kap/IMOTIOTN4ecKux npobmem. Vim
TpeOyIoTCs 06CIefoBaHMs TPV OCTAHOBKE JIVIarHO3a,
B 5 71eT, B 10 71eT 1 B maznbHeNIeM eXerofHo. B ciydae
BBISBJIEHVS HapylleHnit B paboTte cepaua Ha DKI,
axokapauorpamme, IKI' o Xonrepy mnm ¢ noMoIbo
perucrparopa coObITHII MOTYT OTpeboBaThcs Ooree
JacThle IOBTOPHBIE 00C/IeJOBAHNA.

Tepamma

B cnyuae Hanuuns y pebeHKa Npu3sHAKOB

KapaVOMMONIATUY eMY ITIOHaZ0OMUTCs JiedeHme ¢

nomo1pio MHru6uTopoB AII® u 6era-610KaTOPOB.

CrocoObl 1eyeHN s TSKENOo

KapJVOMIOIIATUY 1 CEPAEeYHON

HEJOCTaTOYHOCTH Y JieTell ¢

BM]] Takue e, KaK I B ClIy4ae ¢

fileTbMM 6€3 3TOTO [{arHosa.

Ceppaiie cocTOUT U3 YeThIpex

KaMmep: IByX Ipeficepnit 1

IBYX >Kenyno4koB. Korma

IpaBoe Npefcepae MochbiaeT

CHUTHAJI OCTAJIbHBIM YaCTAM

cepplia, cepyiiie «<ObeTCsI»

(cokpamaeTcs, MpoKa4MBasi KPOBb

1o opranusmy). Hapymenns,

CBsI3aHHBIE C OTIIPABKOI M/IN

IIPOBeJIeH)eM 3TOTO CUTHAJIA TI0

CeppLy, Ha3bIBAIOTCS APUTMUSAMIU.

bonbnble, cTpaparomume

apuUTMMeI, MOTYT CKa3aTb, YTO

OHJ YYBCTBYIOT, UTO UX CepAlie

ObeTCs HelPaBUIBHO.

BriiendaroT gBa TUIIA apUTMUIL:

o HampxenynoukoBas sKCTpacuCTONMNSA BO3HUKAET B
IIpeficepAAX U MIPOBOJALIEI CUCTeMe Y OOBIYHO
JIEYNTCS C IIOMOIIBI0 OeTa-0I0KaTopoB.

o JKenynouxoBas sKCTpacuCTONNS BO3HUKAET B
YKETyJ0YKaxX U SIB/ISETCS OMACHBIM JIJIA SKVM3HU
coctosiHueM. [Ipu Takoit apuTMum ceppie He
MOXeT OUTBCA, KaK I10JIaraeTcsi, M He IPOKa4MBaeT
KPOBb II0 OPTaHM3MY. TOT TUI APUTMUN
BcTpevaercs y 6ompHbIX ¢ LMNA-RD n Mmoxxet
NOTpe6oBaTh YCTAHOBKY MMIUIAHTMPYEMOTO
nepubpmmnsaTopa (AICD, aBTOMaTMYeCKMIT
VIMIUIAaHTVPYEMBIiT KapAoBepTep-
IeuOPMIIATOP), T.K. XKETyLOYKOBbIe aPUTMUN
camu 110 ce6e He TpoxopAT. [lepubpumiarop
IIOMOT'aeT BBUICUUTD APUTMUIO, 3aCTABIISAA
cepple OUTHCS MPaBUIBHO, YTO TIOMOTAET
IIPeflOTBPATUTb CMEPTh OT BHE3AITHOTO
ceppeuyHoro npucrymna. Vimmnanranuo AICD
HeoOX0IMO 00CYIUTD C Bpa4oM, eC/Iu y
pebeHKa nMeeTcs Iporpeccupyolee u
TSDKeJIoe YBe/IM4eHVe pPa3MepoB CepALia, PUCK
YKETyJOYKOBOJ 9KCTPACUCTONNH, Hab/Moanach
IIOTeps1 CO3HAHNA VJIU IMeJIa MeCTO OCTaHOBKa
ceppla, MoTpeOOBaBIIAst peaHNMAIIVIL.



BAKHO IIOMHNUTD

CUMIITOMBI TOTEHIVA/IbHBIX HapYIIEeHNIT paboThI cepala:
YTOMJIAEMOCTb
OJIbIIIKA
0/1eqHOCTD
HepYOZIbI HePeTY/IAPHON MV YCKOPEHHOI YaCTOTHI CepAIeYHbIX
CoKpartieHnit (cepaieOneHme i TaXuKapaus)
MOTepsi CO3HAHUSA

JypHOTa

TOTIOBOKPYKeHIe
PerynsipHble Kapyomornieckye 06CmeToBaHms MOTYT OKa3aThCsl
HI0/Ie3HBIMM JI/IsI IOCTAHOBKY {MArHO3a I pellieHus mpobieM ¢
cepALieM IIpy Hammauy mopTuina BM]I, it KoTOporo xapakTepHbl
HapylIeHus paboThl cepALa.




7. OpTonenus u peabMInNTanusA: Ne4eHe KOHTPAKTYP ¥ MCKPUBIEHUA
II03BOHOYHIKA

Opronennyeckye MpobIeMbl ¢ KOHEYHOCTIMI,
CyCcTaBaMM ¥ II03BOHOYHVMKOM XapaKTepHBI IJIs1
mo6b1x popm BM/I. Ha npoTsxeHun Bcel )KU3HN
pebeHKa BaXHO MMETb JOCTYII K OPTOIEYeCKOMY
MEMITHCKOMY 00CTY>KMBAaHWIO U Pa3INIHBIM
dbopmaM peabMINTALVOHHON Tepanyuy. ITO IOMOXKET
COXPAHUTD €ro OIITYMAIbHYI0 QYHKI[MOHAIBHOCTD,
KoMopT, 6€30I1aCHOCTD ¥ HE3ABUCUMYIO
MOOWIBHOCTD, CHU3UTH 060JIeBbIe OLYILEeHSI 1
HIOBBICUTD KaueCTBO XXV3HIL.

Opromnennyeckye mpobIeMbl MOTYT BK/TIOYATh B

cebst KOHTPAKTYPBI CYCTaBOB U LIeY, TUTIOTOHMIO,

CKO/NO03, feopMaLuy CTYIIHEN, a TAK)Ke BBIBUXY WU

HOABBIBUXU Oefpa.

o HapyuieHus, KoTopble MOTYT IPUCYTCTBOBAThH
OT POX/IeHNsT, BKIIIOYAIOT apTPOTPUIIO3,
TUIIOTOHWIO, KPMBOIIIEI0, BHIBUX O€fjpa, CKOMNO03 U
KOCO/TallOCTb.

+ B 6ornee crapiem Bo3pacTe y pebeHKa MOTyT
HOSIBUTHCSI KOHTPAKTYPBI U1 CKOJIIO3, KOTOPbIe
MOTYT MOBJIVSITH Ha PeCIIMPATOPHBIIL CTATYC
(cm. paspen «HabmogeHue 3a peciupaTopHoOIt
byHKIIEN»).

Opromnennyeckye 1 peabMINTALMOHHBIE IPOLIEYPbI

HeOoOXOMMO pacCMaTpUBATh KaK MHBECTULIN

B Oy/aylLee, HOCKOIBKY OHY OYIYT OKa3bIBaTh

IIO/IOXKITE/IbHOE BO3/IEICTBIIE KaK B KPATKOCPOYHOM,

TaK U B JOTITOCPOYHOM HEPHOfE.

O6c¢nenosanue

MsuoronpoduibHas KOMaH/a CIeaInuCTOB,
Jlevyalux Ballero pebeHka, JO/LKHA UMETh B

CBOEM COCTaBe OPTOIela U 3KCIIEPTOB B 06/1acTn
¢dusnyeckoit Teparmuu u peabuuranyn. [Tocnregune
BKJ/IIOYAIOT B cebs crennanncTos 1o JIOK,
3ProTepaneBTOB, OPTE3UCTOB U CIIEINATNCTOB IO
BCIIOMOTaTe/TbHOMY 000PYZOBAaHNIO U MIHBA/IV/IHBIM
KpecmaM-KOJSICKaM.

O6c¢cnenoBaHme Ha IpeiMeT UCKPUBJIEHE
II03BOHOYHVIKA, TIOfIBVDKHOCTY CYyCTaBOB, yE0OCTBa
CUJIEHVS] I BO3MOXXHOCTY COBEPIIEHNSI TOBCEHEBHBIX
IeVICTBMIT HeOOXOVIMO TPOXOAUTD KaK MUHVMYM
onvH pa3 B rofi. OObIYHO TaKye 00C/IeJOBaHMs
BKJIIOYAIOT B ce0s1 PU3NIeCKuil OCMOTP,
peHTreHorpaduio I03BOHOYHMKA, TOHMOMETPUIO U
MUOMETPUIO.

Ecnu y pebeHka TsDKenasi TUIIOTOHMS, PeCIPaTOpHast
HEOCTATOYHOCTD, HECTAOMTbHOE WU OBICTPO
Iporpeccupyrollee UCKPUB/IEHNE TIO3BOHOYHIKA, a
TAaK)Ke B CTy4ae OTCYTCTBYsI Pe3y/IbTATOB JIEYEH N,
MOryT noTpeboBarbcs 6ojee yacTble 00C/IeJOBaHNA.
Ba)kHBIMU y4aCTHMKaMIU Ipoliecca

MOHVTOPYHTA ¥ IOMOIIM B OCYIIIeCTBIEHNUN
OPTOIIEAMYECKUX IPOLIEAY] SIB/ISAIOTCS POSUTENN

¥ TMI[A, yXaXXuBawlue 3a pebeHkoM. B ciyuae
BO3HMKHOBEHMS JTFOOBIX BOITPOCOB, KACAOIIXCS
OpTOIeANYECKNX HAPYLIEHWIT, PEKOMEH/YeTCs
00paIaThcst 3a KOHCY/IbTALVEN K CIIeMaNTNCTaM.

Opronennyeckye 0CNOXHEHNA

HecMoTps Ha TO, 4TO OpTONEAYECKe OCTIOKHEHNA
MOTYT BO3HUKATh IIpy M0ObIX mopTunax BM/I,
CTeIleHb X TSKECTH, BUJ, ¥ JTOKAIM3ALM 3aBUCAT OT
KOHKPeTHOTO IoATnIa 3aboneBanns (cM. Tabmumy 5).
KoHTpakTypsl paccMarpuBaroTcs 6omee mogpoOHO BO
BpesKe 3.




Bpeska 3. KonTpakTypsl mpu BM/]

KoHTpakTypoil Ha3bIBaeTCsA TAKOe COCTOSHIIE
CycTaBa, KOTjJja OH He MOXKeT IIOTHOCTHIO
COTHYTBCSA VIV Pa3orHYThCA. bompmmHCcTBO
CycTaBOB (HAaIpyMep, TOKTY VIV KOJTIEH)
IIPefCTAB/IAIT COOO0TI IBEpH, BUCAILIIE

Ha TIeT/IAX, KOTOpPbIe MOTYT IOTHOCTBIO
OTKPBIBATbCA MM 3aKpbIBaThcA. [Tpn
KOHTPAKTypax MeT/IN IIepecTaloT paboTarh,
KaK IT0JIOXKEHO, ¥ IIOJTy4aeTCs, 9TO /IBEPb
«3aCTpeBaeT» B MIOTTY3aKPBITOM COCTOSTHIA.
KoHTpaKTypbl yXyALIAl0OT Ka4eCTBO >KU3HI,
IIOCKOJIBKY YeJIOBEK TepsieT BO3MOXXHOCTb
IOBUATATh PYKOJ MM HOTOM, KOTOpas
«3aCTpeBaeT» B KAKOM-TO OJHOM ITOTOXKEHW.
ITo 60smbIelt YacTy, KOHTPAKTYPBI HAYMHAIOT
HOSAB/IATHCS TOCTENICHHO U YXYALIAI0TCSA

C Te4eHVeM BpeMeH!. EnyHCcTBeHHBIMU
IpolefypaMu, KOTOpble Ha CETONHAIIHNI IeHb
MOTYT C OTPaHMYEHHBIM YCIIEXOM IPUMEHATHCA
IUIS TIe9eHVsI KOHTPAKTYP, ABJIAIOTCA PacTsDKKa
VI YIPaXXHEHV ¢ MaJIBIMU YJapHBIMU
Harpyskamu, IIpy KOTOPBIX MCIIONIb3yeTCs
IIO/IHAsl aMIUINTY/A ABVDKEHMA CyCTaBa
(HapuMmep, IIaBaHue).

KoHTpaKTypBbI Iey MIu 9elT0CTI MOTYT
CYLIECTBEHHO YXYAIUTD QYHKIVOHNPOBaHNE
nanyeHTa (JBIDKeHe, IMTaHNe) U TpeOyIoT
0c060r0 BHUMAHUA IIPY IPUHATUN

pelreHys 00 UCIIOIb30BAHUY AHECTE3NN TIPU
XUPUPYPIMIECKIX ONePAIVIAX.




Tabmuia 5. BospacT nposiBieHMs: OPTONEeANYECKNX OCTOKHEHNUI B 3aBUCUMOCTH OT O TUIIA

BMJI

Tunuansle opToneanvieckKkue
OCIIOKHEHIA

[TogTun BM]T

Korpma?

[uneprnoBI>XHOCTD
CYCTaBOB (3aIACThA,
TO/IEHOCTOIL, TIa/IbIIbI)

COL6-RM, aDG-RD, SEPN1-RM

C POXIOEHNA; MOXET IIPUBECTU K
KOHTpPAaKTYypaM.

KoHnTpakTypsl cycTaBoB

BM]I Ynbpuxa*, nonHocrtbio LA-
MA2-RD

MoskeT NpOABIATBHCA C pOXKIEHNS;
KOHTPAKTYypbl HAUMHAIOTCA [0 TOTO, KaK
60/IbHOII TepsieT CIOCOOHOCTD XOUTb,
€CJIM OHa IMEETCH.

aDG-RD, yactnuno LAMA2-RD
LMNA-RD, COL6-RM

KoHTpaKTypbl HAUMHAIOTCA NOCTIE TOTO,
KaK 0OJIbHOI TepsieT CIIOCOOHOCTD
XOJIUTb.

BriBux 6ezmpa

COL6-RM

C poxpeHns.

KonTtpakrypa men

UCMD, LAMA2-RD, LMNA-RD

IIposasnawrca B Bospacrte ot 0 mo 10 7er.

PI/II‘I/I,T_IHOCTI) IIO3BOHOYHIKA

SEPN1-RM, LMNA-RD, COL6-RM,
LAMA2-RD

ITporpeccupyromas purniHOCTb
HIDKHETO OTZe/Ia TO3BOHOYHMKA.

Ckonnos

UCMD

C poxpenus (kugockommos).

LMNA-RD, SEPN1-RM, LA-
MA2-RD, RYRI-RM

PanHee Ha4as0: B paHHEM JIeTCKOM
BO3pacTe.

aDG-RD

[To3gHee Hayamo (MOSICHUYHBIN IOPI03):
B IIO/[POCTKOBOM BO3PacTe C MOTepeit
CIIOCOOHOCTY XOJNTD.

* [Ipumevanne: B fanHoit Tabnmuue BM]I Yinppuxa (UCMD) paccmarpuBaercs otaenbHo oT COL6, uTo6bI
IIPOJIeMOHCTPUPOBaTh, 4To 1pr UCMD (60nee nmporpeccupyromas popma COL6 ¢ paHHUM Hadaiom)
OCJIO>KHEHNS MOTYT NposiBUThCA paHblie. COL6 B 3Tt Tab/myiie OTHOCUTCA K IPOMEXYTOYHON popme
MMOTIATUY, CBSI3aHHOII ¢ KojtareHoM VI Tuia, 1 Myonarun betiema. AHamornaHbIM 06pasoM, Mbl pasjiensieM
nonHylo (paHHee Hadano, MDCIA) u yacTnynyo (nosgHee Hadano, MDCIA ¢ mprobpeTeHneM ciocob6HOCTI

xoputhb) popmel LAMA2-RD.

Coxpamennsa: aDG-RD — a-puctpornukanonatusi; BMJI — BpoxkaenHas MbimeyHas auctpodus; COL6-RM
— MuomaTys, cBsg3aHHas ¢ koyutareHoM VI; LAMA2-RD — puctpodus, cBA3aHHasA C TaMVHWHOM a2, B T.4.
MDC1A; RYRI-RM — muonarus, cBA3aHHaA ¢ MyTalMAMM B puaHoAuHOBOM penentope 1; SEPN1-RM —
MMonaTus, cBs3aHHas c cene”onporernHoM N1; LMNA-RD — BM], cBasannas c mammnaom A/C.




Tepamma

Baxuerien 9acTbio IpOGUIAKTUKI OPTONEANYECKIX
ocnoxxkHeHmit npu BMJI AiBiseTca ncnonb3oBaHme
IIPOAKTMBHOTO IOAXO/A.

[t o6ecrieyeHN s MaKCMMaIbHOI TT0/IE3HOCTY
IIPOLIEAYP /IS 30POBbsI peOeHKa Ba>KHO, YTOOBI
MEXJy BaMy, OPTOIENOM U CIIELMATNCTAMU I10
peabumTanyy OCyIecTB/IsAIACh ITIOCTOSTHHAS
KOMMYHMKALVA.

PebeHOK fo/mKeH IpoiiTy 00CeoBaHue ¥
¢$u3nNIecKoro TepaneBTa VM SproTepaneBTa

[0 Pa3BUTHA KOHTPAKTYP, IOTEPU MOTOPHOI
dyHKIMM, M3MEHEeHNs IIOXOIKY, IOosABIeHNs 601y,
CKO/Mo3a, MpobiieM ¢ epeBDKeHneM, fedopMarui
CYCTaBOB M/IV IOTEPY CIOCOOHOCTY COBEPILEHNS
ITOBCEHEBHBIX IEVICTBUIA.

[t mpodmIakTMKY KOHTPAKTYP MOTYT OKa3aThCs
IIOJIE3HBIMI €KeIHEBHbIE YIIPAXKHEHMNA T10 PacTsKKe
CYCTaBOB KOHEYHOCTeI1, befiep, 11en, IO3BOHOYHNKA
U 4eTI0CTU. Bpad Taxke MOXXeT IIOpPEKOMEH/IOBATh
JICIIO/Ib3OBaHME B T€UEHME IHA W/IN HOYbIO

OpTE30B VU MIVHUPOBAHYA. ITO MOTYT OBITH
opTtessl roneHocTonHoro cycrasa (OI'C), Bkmrovas
IVHaMMIYecKue, MTHAMBIAYaTbHbIe Y KOJIEHO-
TOJIEHOCTOITHbBIE OPTE3bl, a TAKXKE JUHAMUYECKIE U
IIaCCYBHbIE IIVHBI IS 3aILACTUI, KOJIEH U JIOKTEIA.
J14 npenoTBpalenns NporpeccupoBaHms CKOINO3a
Bpa4 MOXXeT IIOPEKOMEHJ0BATh VICIIO/Ib30BAHME
opToleandeckoro kopcera. [Ipy ncnonbsosanun
KOPCETOB WJ/IY MHBIX OPTOIEANYECKUX IIPOLEAYP
HeoOXOJVIMO YYUTBIBATh X BO3/Ie/ICTBIE Ha
pectparopHyo gyHkumio (cM. pasgen «HabmoneHne
3a pecIMpaTOpHOI PyHKIMET»).

J714 ocy1ecTB/IeHNA TOBCEHEBHDIX I€/ICTBUI
pebGeHKY MOXKeT IIOMOYb JCII0/Ib30BaHNE
BCIIOMOTATe/IbHOTO 000pyRoBaHus. [IJIst IOMOLIY U
CTOSIHMM, XOfIbOe 1 IPYTUX [IeiICTBIIA, CBSI3aHHDBIX

C TIepeBIDKEHIEM, MOYKHO MCIIOIb30BATh TPOCTH,
XOJYHKY, OPTe3bl, BEpTUKAIN3ATOPbI, CKYyTepPHI I
VHBa/IMTHbIE KOSICKU. [I/151 TIepeMelteHs], eIbl,
UTbsI, OOIIEHMS], TOBOPAYMBaHIs B KPOBATH,
TyasieTa i MbITbsI MO>KET HOTPe60BaThCs 1

[IPyroe BCIIOMOrate/ibHOe 060pynoBaHe. BaxHo
HO/IIEPXKMBATH OTHOIIEHSI C PeaOVTUTALIVIOHHBIMU
CIIEIMA/TUCTAMU, UMEIOIIVIMY OTIbIT JIEYEHIST
HAIMEHTOB C HEPBHO-MbIIIEYHBIMI PACCTPOIICTBAMMU.
Ecnu pebeHok cTpasiaeT oT 60711, peabuinTauoHHbIe
CITeIIMaTNCThI MOTYT IIOMOYb B TOM, YTO KacaeTcsl

ee MpodMIaKTUKY Min ycTpaHeHus. bonesbie

OLIYILEHMSI MOTYT ObITh BbI3BaHBI HEIIOAXO/ALIEN
1103071 IPY CUJIEHNY, CTOSSHUM VI/IN CHE, A TaKKe
HeNpaBWIbHOI MOJTOHKO ¥ MCIIOTTb30BAaHMEM
opTe30B u KopceToB. Kpome TOr0, CHU3NTD O0JIEBbIE
OLIYIIEHMS MOXKHO C TIOMOIIBIO IVTABAHNA VN
¢dusngeckoit Tepanuu B BOie.

Xupyprudeckoe BMeIIaTeIbCTBO

Bpad Mo>xeT peKOMeHJ0BaTh XMPYprudeckoe

BMeIIIaTe/IbCTBO /I COXPaHEeHUs PYHKIMOHATBHOCTH,

CHVDKeHMsI 60/, YTy dIleH) sl TO3bl IIPU CUAECHUY VN

IIOITOHKE OPTE30B JI/Is TOTO, YTOOBI peOEHOK cMOT

croATh. [Tpu BM]I xupyprudeckoe BMeIIaTe/IbCTBO

COIIPSDKEHO ¢ OIpefie/IeHHbIM puckoM. Ilepern mo6oii

1I0100HOIT IIPOIIeAYPOI HEOOXOAMMO IOy YUTh

KOHCY/IBTAIIVIO CIIENIVA/IICTA M OOCYAUTD C JIeYaIlyM

Bpa4yoM Bce IIJIIOCHI ¥ MMHYCBI TAKOTO BMEIIAaTeNbCTBA.

KoHeuHoI1 11e/1bI0 OpTONEAMNYEeCKO XUPYPIUN

SIB/IAETCS yIydlleHue QyHKIMOHATbHOCTH.

HectaGunpHoCTh Ta300€[peHHOTO CycTaBa

o Ecmm pebeHok puo6pen cnocoOHOCTb XOUTD,
IJIA YIyJIIeHUA CTOSAHMSA WU XOXK/IeHNUA eMy B
paHHEM BO3pacTe MOXKeT ObITb peKOMEeH/[0OBaHa
omepanys Ha TazobepeHHOM cycTaBe. OgHAKO
orpaHyNYeHNe MOOMIBHOCTH IIOCIIe OTlepalun
MOXKeT IPUBECTY K Ja/IbHENIIeMY Pa3BUTHIO
KOHTPAKTYP ¥ CJIOXKHOCTEI IIpu Xofp0e.

o Ecnu pe6eHOK He MOXKET XOAUTb, TaKas Olleparys
peKOMeH/lyeTcs TOIbKO B TOM C/Iy4ae, eC/n
AVCIUIa3us Ta300eJpeHHOTr0 CyCTaBa BbI3bIBAET
XPOHIMYECKYI0 0O0JIb, YTO BCTPEYALTCS JOBOITBHO
penKo.

KoHTpakTypa KoneHHOro cycraBa

o XUpypruyeckoe BMeIIATe/IbCTBO /LA
KOPPeKTUPOBKM IAHHOTO HapyLIEHN IIPOBOJUTCS
JIOBOJIBHO PEJIKO, OHAKO MOXKET OBITH
PEKOMEH/IOBAHO B CIy4ae CEpbe3HbIX KOHTPAKTYP
(>90 rpazycoB), Ipy KOTOPBIX peOEHOK He MOXKeT
YEOOHO CUJETb.

KonTpakTrypa ronenocrona

o Xupyprudeckas ornepanys s yiIMHEeHUA
axXMJIOBA CYXOXXWINA IPOBOJAUTCSA I0BOIBHO
JaCTO ¥ MOXKET OBITb peKOMEH/JOBAHA, eC/IN 9TO
OyzeT crioco6CTBOBATD YTyUIIEHNIO XOXK/IeHNA,
NOJ/Iep>KaHMI0 HOPMaJIbHOTO IIOJIOXKEHN Tela
VI BO3MO>XKHOCTY HOCUTD O0YBb VN OpTe3bl. B
TO YK€ BpeMsI, IOCTOIepPaIIOHHbIe PUCKM MOTYT
IepeBeCUTDh NOTEHIMaIbHbIE TPEMMYIECTBA.



Ckonmnos

Omnepariys 1Mo CpamBaHNiO TTO3BOHKOB
IIPOBOJIUTCS C 11€/IbI0 COXPAaHEHNsI MAKCUMAIbHO
KOMGOPTHOTO 1 GYHKIIVIOHATIBHOTO ITOTIOKEHIS
Terma. Buj n Maciutab oneparuu 6ymeT 3aBuceTh
0T aMOY/IaTOPHOTO cTaTyca pebeHKa 1 CTeleHn
VICKPUBJIEHNS €r0 MO3BOHOYHMKA. Omeparus
JIO/DKHA IIPOBOANUTHCS XUPYPIOM, IMEOIIUM OIIbIT
paboThI ¢ mAIMEHTAMI C HEPBHO-MBIIIIETHBIMU
3a60/1eBaHUAMM.

Omneparuio Ha IIO3BOHOYHIIKE y [leTell CAMOTO
MJIQ/JIIErO BO3pacTa CefyeT IPOBOJUTD TOIBKO

B TOM C/Ty4ae, eC/iil KOHCepPBAaTUBHOE JIeYeHue C
TIOMOIIIbI0 KOPCETOB HEBO3MOXKHO MM He [JA/I0
pe3y/IbTaToB.

[yist o6ecrieueHs pocTa MO3BOHOYHIKA pebeHKa
MOYKET MCIIO/Ib30BaThCA TaKasd METONMKA, KaK
«Pa3[BIDKHbBIE CTEPXKHI», OHAKO /IS YBEIMYeH IS
JUIMHBI CTEP>KHSI IIPYU TAKOV TeXHUKe TpebyeTcs
HEOTHOKPAaTHOE XMPYPIIUIecKOe BMELIaTe/bCTBO.
Jloka3aHo, YTO XMPYPrudecKoe BMELIaTeNbCTBO
JULSL TIe9eHVisI MICKPYBJIEHNS TIO3BOHOYHYIKA Y IeTeit
B 607Iee cTaplieM BO3pacTe yIydlaeT KauecTBO
xusHu. OHAKO TaKast OTEePALisl ABIISETCS

OYeHb CEPbe3HOII I IMeeT CyIleCTBEHHbIe PUCKIL,
KOTOpbIe He0OXOAVMO HOAPOOHO 0OCYAUTD C
JIeYalMI Bpa4aMyl Balliero pebeHka.

Bpeska 4. ®akTopbl, KOTOpbIe HEOOXOAUMO
YYUTBIBATh IIPM MOATOTOBKE K ON€palyii Ha
N03BOHOYHMKe mpu BM]]

o Ilepen omeparueit HEOOXOAVIMO IPOVITI
ITy/IbMOHOJIOTMYECKOE U Kap/IMOIOTNYECKOE
obcenoBanme.

o IIpu HanM4YUM HapyLIEHUIT peCIMPATOPHON
¢byHkuny (1o pesynbrataM aHanm3a GyHKIUN
BHEIIIHETO JbIXaHMA) IALVIEHT MOXeT ObITh
IIOIBEPTHY T MHTEHCUBHON PeCIPaTOPHON
Tepanmy, BKII0Yas MHCYIIALVIO, HOMOIb IIPK

OTKallVIVIBaHUM VI MEXaHNYECKYIO MICKYCCTBEHHYIO

BEHTWIALIMIO JIETKUX.

o Heob6xogumo mpoBecTy KOHCY/IBTALUIO C
aHeCTe31O0/I0roM, YTOOBI 00CYAUTH 3aJa4l,
KOTOpBIE MOTYT BO3HUKHYTH B XOJj¢ OLepaLinn
B OTHOLIEHNY TOfieP>KaHNUs IIPOXOAVMOCTH
JIbIXaTeTbHBIX Iy TN U IbIXaTeTbHO (BYHKIINIL,
a TaK>Ke peKOMEH/JOBaHHbIE CelaTIBHbIE
Iperaparsl.

o Heob6xonumo o6CcynuTh BIusiHMe
HOCTOIIEPALMOHHON TOCIIUTAIN3AINN Ha CUITY
MBIIII] I KOHTPAKTYPHI.

o Heo6xogumo 3apanee 06CyauTb C
aprorepaneBToM, GUNIECKNM MK

pea6I/UII/[Ta]_U/IOHHbIM TEpall€BTOM BC€ BO3MOJKHDbIE

BOIIPOCHI, CBA3aHHBIE C COBEPIICHMEM
IIOBCEJHEBHBIX [eVICTBUI I1OCTIE ONepal i,
BKJTIOYAs:

0 Kopmrenne: camocTosTeIbHOE
KOpPMJIEHIE MOXKeT OBITb 3aTPYIHEHO, MOXKET
noTpeboBaThCs BCIIOMOTATe/IbHOE 060PY/i0BaHNe.

0 Mo6unbHOCTD: IepeMeleHne,

l6onpaNYHag KpOBaThb 1 BCIIOMOTaTE€/IbHOE

obopynoBaHye; MOAM(UKALM MHBATUHOTO Kpecia
11 IOMa; YXOZ 1 IIOfifiep>KKa Ha oMY (colyanbHble
CITyXOBI).

0 Tonosa n mes: nocue onepayun
MO>KET IO-TIIPeKHEMY TpeOoBaThCA KOPCET U
TIO/IIep>KKa J/IA TOIOBBI; C TeYeHVeM BPEeMeHY 4acTo

BO3HIKaeT pacTyllee IepepacTsKeHne ey, KOTopoe

HeoOXO/[IMO KOHTPO/IMPOBATH.

o Heobxogumo paccMOTpeTh BOIIPOCHI, CBSI3aHHBIE
¢ 00e360/MMBaHMEM B OMAILIHNX U OOJIbHNYHDIX
YCIOBUSIX.

o Tlocre omepauyy manyeHT fO/DKeH OyeT
B TedeHNe IPOJO/DKITETHHOTO BPEMEHN
HaOJTI0AaThCS Y XUPYPra.







8. IlamnnaruBHasa IMOMOIIb: IICUXNYECCKOC CAMOYYBCTBIEC ITIAVIEHTA "
YJI€HOB €0 CEMbI

[TamaTuBHAA IOMOIb — 3TO CUCTEMA
MepOonpUsTUIL, HAIIPaB/IeHHas Ha obecrieueHne
KOM(OPTHOTO YPOBHS XM3HY MAIVIEHTOB C
YIPO>KAIOLIVIMM )KV3HY 3a00/IeBaHMAMM 32 CYeT TOTO,
YTO MeAVIMHCKOE 00CTy)KMBaHMe OCYIIeCTB/IACTCS
HEOTHEM/IEMO OT SMOIVIOHA/IBHOTO, Iy XOBHOTO

1 pusmyeckoro acrekToB ux xusHu. Ilorydyenne
[a/UIMATVBHO IOMOIIY C MOMEHTA IIOCTaHOBKY
AVaTHO3a MOXKET IIOMOYb BaM, BallleMy peOeHKY 1
BpayaM B IIpoOIlecce OXXUAAHNS M TPUHATHUS PeleHNI
0 Pa3/IMYHBIX IPOLeyPax, KOTOPbIEe MOTYT IOB/INATD
Ha Ka4eCTBO >KM3HU Balllero pebeHkKa.
HecmoTpst Ha TO, 4TO MajuIMaTUBHAS
IIOMOIIb MOYKET BK/IIOYaTh B cebst
COBEPIIEHHO pa3IYHbIe YCITYTH,

ee I1e/IVl COBEPIIIEHHO KOHKPETHBI:
o0JeryeHne cTpajjaHuii, ycTpaHeHye
607y ¥ IPYTUX FOCTABIIAIONINX
6€eCIIOKOJICTBO CUMIITOMOB,
IICUXOJIOTMYeCKas ¥ IyXOBHAs
IIOMOIIb, OOecIeyeHie MaKCUMaIbHO
aKTMBHOM XM3HU pebeHKa u
HOZIIepyKKa J/IsI BCeX YIEHOB CEMbH.
7151 MHOTUX /II0fIell majUIMaTBHAas
IIOMOIIIb O3HAYAET, YTO YETOBEK «CAAETCSI» VJIN YTO Y
HEro HaCTYIN/Ia TepMUHAIbHAS CTafus 3a00/IeBaHyA.
OpHaKo 3TO MOHSATHE COIEPXKUT B cebe Topasyio
6oree rTy6OKMIT CMBICT: 3TO KOMIUIEKCHBIV IOAXOJ, K
JIEYEHUIO CUMIITOMOB TSI>KE/IbIX 3a00/IeBaHMIA.

Bonb/yTomMnaemocTtn

Bosnb MOXXeT ABNATHCA CEPbe3HOI U HEIOCTATOYHO
YYUTBIBAEMOJI IPO6IEMOII TI0 IPUYMHE

Pa3/IMYHBIX HAPYLIEHUI B TOV WIX MHOV CUCTEME
opranusma. Hanpumep, 6071b, BO3HUKAIOIIAS OT
IIPOTPeCCUPYIONIeil CTab0CTY MBI, CKOIN032a U
KOHTPAKTYP, MOXeT IIOTPe60BaTh KOPPEKTUPOBKI
O3Bl Te/a B CUASYEM ITO/I0KEHUN 1 IIVHYPOBAHNUA.
bBosnb 1 yTOM/IAAEMOCTb MOTYT YCUIMBATbCA MO,
BO3/Ie/ICTBJIEM SMOLVIOHA/IbHBIX U IICUXOIOTMYECKIX
(aKTOpPOB, TAKMX KaK TPEBOXKHOCTD, AEIPeCcCHs

u cTpax. Bce 3Ty acmeKThl MOTYT OBITH CUJIBHO
B3aMIMOCBSI3aHBI, I 9Ta CBA3b TpeOyeT cepbe3HOTo
U3y4YeHNA.

9¢dPeKTNBHBI KOHTPOIb 6OTEBBIX OLIYIEHNI
Ballero pebeHKa Ha4YMHAETCS ¢ KOMIIJIEKCHOTO
aHa/IM3a OCTPBIX I XPOHNYECKMX CMIITOMOB.

Omnpepenns Hanmuume, 4acTOTY U IPOJO/DKUTEIBHOCTD
IIPUCTYIIOB 00/, MO>)KHO BBIABUTD VX IPUYVMHY U
CIIOCOOBI YCTpaHEeHMS.

Y nereit ¢ BM]I yacTo HabI0maeTCs MOBBIIIEHHAS
yToM/1AeMOCTh. OHa MOKeT BO3HMKATD WA
yCYTyOIAThCS 1OJ], BIMSHUEM TaKMX (GaKTOpPOB,

KaK YPOBEHb aKTMBHOCTH, PeCIIMPATOPHBII CTATYC,
0COOEHHOCTY CHA U IIPMHMMaeMble TeKapCTBEHHbIE
IIpernapaThl.

[Icuxmueckoe 3M0poOBbe

CnoxxHoctu B guarHoctuke BMJI 1 MHOXeCTBO

- HEOJJHO3HAYHbIX CUTYaLINIL,
KOTOpbIe OYYT COIPOBOXAATH

9TO 3ab0/IeBaHIE, €CTECTBEHHBIM
00pa3oM IpuBENYT K TOMY, 4TO BBI,
Balll peOEHOK U YIEHBI Ballleil CeMbU
OyzeTe VICIIBITBIBATh SMOLMIOHAIBHOE
paccTpoicTso. Bel MoxeTe
CTONKHYTbCSA C TAKMMU YyBCTBaMI,
KaK JlelIpeccis, TPEBOXKHOCTD, CTPax
U Tope.

BaxxHoe 3HaueHIEe MeeT

KOHTPOJIb 32 SMOLVIOHA/IbHBIM
6maromnony4nem Bauero pebenka. [Tpusnaku,
Tpebyomye 0co60ro BHMMAaHMA, MOTYT ObITh

KaK IPAMbBIMI (HallpuMep, IPyCcTh), TaK U
KOCBeHHBIMI (IHeB mm 6ecrokoicTso). Ecnn
3MOILMOHAJIBHOE COCTOsIHUE PeOeHKa BbI3bIBAET

y Bac 03a004€HHOCTD, IPOKOHCY/IBTUPYITECH

C €ro JIeYaliMy CIIeNMaJIuCcCTaMI 110 BOIIPOCY
IIO/Ty4EeHMA IICUXOIOTMYECKON IIOMOIIY Y TIOIIPOCUTE
II0COBETOBATh BaM PeCYpPChl, KOTOPbIE€ IIOMOT'YT BaM
cripaBUThCA ¢ cTpeccoM. He crenyet 3a6bIBaTh

IIpO cOOCTBEHHOE SMOIIVIOHA/IbHOE OJ1aroIoyyne.
Pasnbie mrofy 1o-pasHOMY CIIPAB/IAITCA CO CTPECCOM
Y1 SMOLVIOHA/IbHBIM HallpsKeHMeM. Popurenam gacto
CTIO)KHO COBJIAJJaTh C COOCTBEHHBIMY YYBCTBAMI,
KOTJ]a peYb UZIET O XPOHMIECKNX 3a00/IeBaHUAX

UX fieTell, Kak B crydae ¢ BM/I. Ecim poputenu n
YJIEHbI CEMbJ VCIIBITBIBAIOT CTPECC, OH IlepefaeTcA

" Ha pebenka. YacTo MOXKeT IIOMOYb OOpalleHme K
CEMETHOMY KOHCY/IbTAHTY.

Takme cienyanncThl MOTYT IIOMOYb BaM HayaTh
OTKPBITOE 006CY>K/IeHle BOTHYIOIUX BaC BOIIPOCOB,
HaJIa/[JUTh OTHOILEHV U IIPU3HATh Ha/Im4me y cebs
TaKIX YYBCTB, KaK CTpaX, HallpsDKEHME U I1eYaslb.



[lpyrvie pecypcsl, Iie MOXXHO HAWTHU MOAEPXKKY:

o VIHTepHeT-rpymIBI 1 COOOIIECTBA, HATIPUMED, B
Facebook (Merosin Positive Mums for Merosin
Negative Kids) n Yahoo (rpynns! nognepxxn
6onpabix LMNA-RD, SEPN1-RM, BM]] Ynbpuxa,
Mmuonaruei bernema, cuagpomom Yokepa-
BapOypr, muccannedanueir u aDG-RD).

o Be6-caitr CureCMD (curecmd.org),
HpOpMaVIOHHBIE POPYMBIL.

o Ipynnsl mopmepxKu mpy 6OMbHULIAX U APYTUX
OpraHM3aIusX.

o Tlopmep»xka, mpemocTaBisieMast Balleit
PEeMUTMo3HON OpraHu3alen, eciau 3To
IPUMEHVMO B BallleM CIydae.

OTK pecypchl MOTYT IIOMOYb BaM I Ballleil ceMbe

0o/iee KOHCTPYKTUBHO IJITAHUPOBATb MEPOIIPUATIS IO

yXofy 3a 60bHBIM, 6071ee 3¢ (HeKTVBHO YIacTBOBATh

B IIPUHSATAM MEIVIIMHCKIX PEIIeHNI, KaCAIOIINXCS

Oyzy1ero, faxke B CUTyalM, KOTa BbI UCTIBITbIBAETE

HeyBEPEHHOCTDb I COMHEHIE.

Yxop Ha TepMUHAIBHON CTaiuy 3a00/IeBaHNSA
Bpaun n unens! cemby 60mpHOr0 BM/] wacro
VICTIBITBIBAIOT TIOHATHBIE 3aTPYAHEHMA, KOT[la pedb
3aXOfIUT O BO3MOXXHOCTM CMEPTENbHOIO MICXO/Ia,

ogaako BM]I — aTo 3aboneBanne, KoTopoe
HOTEHIVa/IbHO OTPAaHNYNBAET IIPOJJO/DKUTENTBHOCTD
KVM3HY HAL[IeHTa, TI09TOMY 00CY>KIeH e
MEIMIMHCKOTO YXO/ja Ha TePMIHA/IBHOI CTa{NN
3a00/1eBaHNs SIB/ISIETCS ONIPABIAHHBIM.

BaxHo, 4TOOBI /levarie Bpaun Bauiero pebeHka
IIOMOI/IY BaM ITONY4YUTh MH(OPMAIINIO [T0 BOIIPOCAM,
KOTOpBI€ MOT'YT BO3HUKHYTh Ha TEPMUHAIBHOI
crapuu 3aboneBaHms. B upease aTo JOMHKHO UMETh
MEeCTO JI0 HaCTYIJIEHUsI KaKOTo-/1100 Cepbe3HOTO,
YIPO>KAIOLIETro >KM3HM COOBITHA. ITO OBI Jaio
Balllell ceMbe BpeMsI TIIATENbHO PACCMOTPETh BCe
VIMEIOIIMeCsI BO3MOXKHOCTY U cOOpaTh nHOpMaIio
J10 IPUHSATYS B)KHBIX PeIIeHMNIl.

Heo6x0mnMOCTb TaKoi JUCKYCCUM U BPeMSI ee
IPOBEIeHNsI 3aBUCST OT AMATHO3a 1 T€UEHISI
3a0b0eBaHNsA, U €€ CPOYHOCTb BO3PAcTaeT B

CTy4ae TsDKeIoro 3a0osieBaHys UM eC/IN IUarHO3
Hen3BecTeH. KoHeuHast 1je/1b TAKOT0 00CYKIeHMsI
COCTOUT B TOM, YTOOBI IIOMOYb Balllell ceMbe I
BaIllM BpayaM BMeCTe IpopaboTaTh OTBETHI Ha 9TU
60Je3HeHHbIe BOIIPOCHI.

B TeyeHue nmocnegHero fecATUNETUA
Me[IMLIVHA JOCTUI/Ia OTPOMHBIX yCIIEXOB
B TOM, 4TO Kacaetcsi BMJI. Paspaborka
PYKOBOZCTB 110 MEAVIIIHCKOMY YXOZY,
CO3/laHMe MEeX/YHapOJHOIO peecTpa I
pOCT o6'beMa HayYHBIX VICCIIEOBAHNII,
HaIlpaB/IEHHDBIX Ha ITOUCK JIeYeHN A, —
BCE 9TO BCe/IsAeT HaIeOKAy Ha Oyayliee.
HoBas nHGpacTpyKTypa 11 IOBBILIEHNE
MHPOPMUPOBAHHOCTY NPUBEAYT K HOBBIM
Hay4YHBIM OTKPBITHAM U IO3BOJIAT IOBbICUTD

KaueCTBO MEVIIMHCKOTO 0OCTy>KMBaHNA
1 X3HY 60/1bHBIX BM]I 11 yBemmanTh ee
IPOJO/DKUTENBHOCTD.



JKusnennbni nyts ¢ BM]I — 210 He npsAMas gopora, a CKopee Clipaib,
KOTOpas UJET, U3BMBASACDH, OT OJHOTO BbI30BA K IPYTOMY.

[l71s1 mopmep>kaHms KauyecTBa KXM3HY OOTBHOTO U JTIOfieNt, 3a00TAIINXCS O HeM

Ha 9TOM ITy T, OTPOMHOE 3HaYeHNe MeeT IIOCTOSIHHOE BHUMaHMe, 3a60Ta 1

epIieHye B TOM, YTO KacaeTCs MeJUIIHCKIX, SMOLVIOHA/IbHbIX, TPAKTUYECKIX
VI IYXOBHBIX TOTPEeOHOCTEI.

O6parasich 3a IOAEPKKOIL, He 3a0bIBaliTe ¥ OKa3bIBATh €€ TaKUM XKe
HY>K/JQIOIIMCSL.

[ToMMMO MegUIIMHCKOro coob1IecTBa, crenyanmsupyomerocs Ha BM]I, Bce
OosbllIe pacuIpseTCs ¥ COOOIIeCTBO CeMelt, )KMBYIUX C 9TUM 3a00/IeBaHNEM.
OHM MOTYT IOAENMNTHCS C BAMM MMelolerics MHGOopMaIyeit ¥ TOMOYb BaM Ha

BallleM HeJIeTKOM ITyTH.
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IIpunoxenne A
ITogTuner BM]]

Huctpodumn, cBs3aHHbBIe ¢ anbda-ANCTPOITNKAHOM
(aDG-RD, guctpornmnkaHonaTumn):
JucTpormukaHonaTuy — 3TO rpyIna 3aboneBaHuii,
KOTOpbIe IPOSIB/IAIOTCA ONPEe/IEeHHbIM CIIEKTPOM
HEBPOJIOTMYECKON IIaTOIOTUM Y OTPAHNYE€HHBIMU
¢dusnyeckumu Bo3aMO>KHOCTAMM. Ec/u HapymeHys
IPOAB/IAITCA C MIafIEeHYeCKOTO BO3PAcTa, TaKue
3abomeBaHA KIaccuPUIMPYIOTCS KaK BPOXKIeHHAs
MbllIeYHasA AUCTpodus. B aToM cirydae gacto
BCTPEYAIOTCA MaTOIOTUM TOIOBHOTO MO3Ta, B

TOM 4JICJIE CYJOPOIU U 3aJjep>KKa B MOTOPHOM I
ncuxopeueBoM passutuim. IIpu atom, HapyieHna
KOTHUTUBHBIX (QPYHKINIT MOTYT OTCYTCTBOBATb.
Ecnu nmatonoruy nposBsAoTcsa B 6oree cTapiieM
JIeTCKOM M/IM B3POCTIOM BO3pacTe, 3ab0/ieBaHme
KmaccupuumpyeTcs Kak MOsICHO-KOHEYHOCTHAs
MbllIeYHasA AUCTpodus. B aTOM crryyae HapymeHns
3aTparuBaloT IPeXX e BCEro paboTy MBI, XOTS Y
HalMI€HTOB MOTYT BCTPEeYaThCsA He3HAYNTEIbHbIE
OTK/IOHEHV s KOTHUTUBHOIO Xapakrepa. MoryT
BO3HMKATh HapYLIEHN PEUNL.

Bonee ceppesHble cydyan 3aboneBaHms y MIajjeHILIEeB
BKJIIOYAIOT B ce0s1 cuHApoM Yokepa-BapOypra
(WWS), Mmo-okyno-1iepebpanbHblil CUHAPOM
(MEB) un mplieunyto guctpoduio Pykyamer. [Tpu
3TOM BO MHOTUX C/Ty4yasx 1o pesynbraram MPT-
CKaHMPOBaHMA TOIOBHOTO MO3Ta BbIAB/IAIOTCA
CTPYKTYpPHbIE RHOMAJIVIV U JIVICCOHIIe DAV
(aHOMasIbHAsA MUTPALIMSI HEIPOHOB B IIpoIiecce
PasBUTHSA TOTTOBHOTO MO3Ta Ha SMOPMOHA/IBHO
cragum). [Ins atux tpex popm aDG-RD xapakrepHbI
CYROpOTY, TPYAHOCTU BCKapM/IMBAHNA U 3pEHIEM
(TspKenast 6MM30PYKOCTb, MPOG/IEMBI C CETYATKOI,
KaTapaKThI).

Muonarnsa bernema: MuonaTus, cBA3aHHas

¢ koimareHoM VI tuma. @opmupyeT eMHbIIN
KOHTUHYYM C BPOXKIEHHOI MbIILIEYHOI JUCTpodmeit
Ynnbpuxa. 9To 03HaYAET, YTO JAHHBIE POPMBI

He SIBJIAIOTCS OT/Ie/IbHBIMY 3a00/IeBaHUSMIA,

a CKopee IIPefCTaB/IAI0T c060I1 Be 06/1acTn
eVIHOTO creKTpa. /14 MuonaTuii, CBA3aHHbIX C
ko/utarenoM VI tuna (BM]] Yinbpuxa u bernema),
XapaKTepHbI IPOrpeccUpYyIoIie KOHTPAKTYPHI,
KO>KHbBI€ IIPOSBIEHN ¥ MYTAaLlMJ B OTHOM 13

Tpex IreHoB KojnareHa VI tuma. Y B3pocCibIX ¢
Muonarueil betnemMa BcTpeyaroTcs KOHTPAKTypbl
TOJIEHOCTOITHBIX CYCTaBOB, KOJIEHHbIX, IOKTEBBIX 1

PUTMIHOCTD IO3BOHOYHIKA, @ TAKXX€ HEKOTOPBIX
CYCTaBOB KNCTel pyK. [Ipoune cuMIITOMBI, TakMe KaK
cnmabast BBIHOC/IMBOCTD ¥ HECTIOCOOHOCTD BBITIONMHSITH
dusnyeckne ynpaKHeH)sI, CIOKHOCTH € IOLBEMOM I10
JIECTHMIIE VIV BBITTOJTHEHMEM 3aJaHMIl, TPEeOYIOMIIX
MOJHATHA PYK HaJl TOJIOBOJA, CBA3aHbI C XapaKTEPHO
misg muonatuy betiema He3HAYMTEIbHOM CI1abOCThIO
MYCKY/IaTypsl. VI3-3a pegkocTy 3ab6oneBaHms, Kak u

B ciy4ae ¢ fipyrumu ¢popmamyt BMJI, mpaBuibHbI
AMarHo3 60nbHBIM Muonaruei betiema MoXxeT ObITH
IIOCTABJIEH HE Cpasy.

Huctpodus, cesazannas c reHom LMNA: HegaBHo
BBIABJIEHHBIV IO TUII BPOXXJE€HHOI MBIIIEYHO
AuCTpOoduy, BBISBIBAEMBII MyTallUsIMI B TeHe,
xopupylomum 6enok mammuu A/C (LMNA). He cnegyer
IIyTaTb C TeHOM, KOAVMPYIOUM O€TOK TaMUHUH
anbda-2 (LAMA?2), KOTOpbI BbI3bIBA€T MEPO3UH-
sapucumyto BM]I (i BM]I, cBasannyto c LAMA?2).
s nHekotopbix fieteit ¢ LMNA-RD xapakrepHa
Yype3BbIYaliHasl C1a00CTb MBIIII] LIIeN, B Pe3y/IbTaTe
4ero MM C/IOXKHO JIep>KaThb To/10By. Takoe HapylleHue
Ha3bIBAETCA CUHJPOMOM «IIafiafoliieii To/MoBbl». [leTn
¢ LMNA-RD MoryT MMeTh OTBUCIYIO CTOITY, KOT/ja
PV COXPAaHEHWV CYUJIbI MBIIII] HOT 0O/IbHO HE MOXKET
nogHATH cromy. [Ipy LMNA-RD noreps cuibl n
(YHKUIVMOHATIBHOCTY MOYXKET HAaOJTIOaThCs B TIEPBBIE
JIBa TOJa )KM3HY pebeHKa, YTO OT/INYALeT 3Ty PopMy
BM]] OT OCTaNbHBIX, [/I1 KOTOPBIX B 9TOM BO3pacTe
Ha000pOT XapaKTepHO Mefl/IeHHOE yBeIYeHe
¢dyHKuMoHabHOCTH. [loTepst GyHKIMOHATBHOCTI
MOXKET BK/TIOYATh B Ce0s1 CHOCOOHOCTD BCTABaTh

Ha yeTBepeHbKI. [letam ¢ LMNA-RD c panHero
BO3pacTa TpeOyeTcs 4acThIi MOHUTOPVHT
pecnupaToOpHON 1 KapAMOIOrMYeCcKO (GYHKIINNA.
[TosicHO-KOHEYHOCTHAs MbIIIeYHas AUCTPOPUS
(ITKM[): TToHsATME «IIOACHO-KOHEYHOCTHAS
MBILIeYHAs AUCTPODUS» BKIIOYAET B Ce0s rpymmy
MBILIEYHBIX AVCTPOPNIL, ZeOIOTUPYIOIINX B ITO3THEM
IE€TCKOM, ITIOPOCTKOBOM MJ/IV B3pOC/IOM BO3PACTe.
I[TKM]I nMeeT HECKONIBKO pa3INMYHbIX TeHeTUYeCKIX
¢dopm. BM]I n ITKM]I coCcTaB/IAIOT €ANHBIN CIIEKTP
3abomeBaHNMIl. Y HEKOTOPBIX JleTell ¢ MyTalysIMU B
reHax LAMAZ2, xonnared 6, LMNA uiu ogHOM 13
reHoB aDG MoxeT BcTpedarbcs 6onee markas popma
3a00/eBaHusA, IPOSIBIIAIONIASACS B O0JTee o3IHeM
Bo3pacrte. OHM MOTYT IPMOOPECTY U COXPAHUTD
CIIOCOOHOCTD XOANTbD. [Ipyrumu cnoBamu BM]]



u [TKM]I aBis0TCS OOIMMM IIOHATUAMMI, a He
IAMAaTHO3aMM KaK TaKOBbIMM. KpuTudecku BaXkHO B
cny4asax ¢ BMJI u ITKMJI momy4uTh reHeTM4ecKoe
HIOZITBEPIK/IeHVe 3a00/IeBaHMSL.

Huctpodus, cBsA3aHHAA C TAMVHMHOM aIbda-2
(MDCI1A, meposnn-HeratuBHas BM]I): [Ipyroe
HasBaHne — BM]I, cBsasannas ¢c LAMA2. [Ina
mereit c LAMA2-RD xapakTepHa BpoXK/jeHHas
MBIIIeYHAs CTA0OCTD VM MBIIIEYHAs TUIIOTOHNA.

Y HMX MOTYT C paHHero Bo3pacTa Hab/moaaThcs
IIpO6/IEMBI C IBIXaHMEM Y BCKapM/IBAaHNEM, a
TaK>Ke IpOorpeccupyollyie KOHTPAKTYphl KPYIIHBIX
cycraBoB. OueHb MasIo ieTeil MpruoOpeTaroT
CIIOCOOHOCTD XOANTD. [Tpy 9TOM HmanyeHTs! ¢
JaCTVYHBIM JepUINTOM JIaMMHMHA a2 (Mepo3uHa)
II0 pe3y/IbTaTaM OMOIICUY MBIIIEYHON TKAaHU
IpUOOPETAIT U COXPAHAIT CIIOCOOHOCTD XOAUTD
[0 paHHETo B3pOC/Ioro Bo3pacra. HexkoTopnie
HalVeHThI, MMeLe MyTalii, KOTOpble

IIPUBOJAT K ITOJTHOMY JepULINTY MEPO3VHA, MOTYT
Ip1oOpPeCTy ¥ COXPAHUTD CIIOCOOHOCTD XOAUTD

II0 PaHHEro B3POC/IOTO BO3PAcTa, B TO BpeMs KaK

B HEKOTOPBIX C/Ty4asiX IPY YaCTUYHOM JepuinTe
TaKas CI0COOHOCTD He npuobperaercs. [JuarHos
CTAaBUTCA 110 pe3y/IbTaTaM OMOICHI MBIIIEYHO TKAaHN
VUIM KOXKU, €C/IM MIMEETCS TIO/THBIN MY YaCTUYHbII
medunuT TaMyuHNHA o2 (MEepO3NHa), BBIABICHUIO 2
myTanuit B reHe LAMA?2 (opHa, yHaciIefoBaHHAas OT
Marepy, U OffHa — OT OTLIa), @ TAK>Ke NPV HaINIVN
maToorny 6eIoro BemlecTsa 1o pesynbraram MPT-
CKaHMPOBAHMA TOIOBHOTO MO3Ta.

Muonarus, cBA3aHHAsA C MyTallAMY I'eHa

RYRI1: Jlo HefaBHETO BpeMEHM MyTaLlUM B T€HE,
KOAVpYyIoleM puaHopnHoBbIN penentop (RYR1),
acCOLMMPOBAINCH C ABYMS pOopMaMy BPOXK/ICHHO
MUoIaTUy: 60/Ie3HBIO IEHTPATBHOTO CTEPXKHA U
MMONaTNEeN ¢ MHOXXeCTBEHHBIMY MYHM-CTEPKHAMMU.
Tenepb 04eBMAHO, YTO MyTaLlMM B 3TOM I'€HE MOTYT
IIpUBeCTU TaKXe K ofHoit 13 popm BM/I. Bonee
YMeCTHO ObIIO ObI OIMCATh 9Ty IATOTOTHIO KaK
BpPOXK/IEHHOE MBILIIEYHOE 3a00/IeBaHye, BK/IIOYalollee
B ce0s1 KaK BPOXK/IEHHYIO MIOIIATHUIO, TaK U
BPOXK/IEHHYIO MBIIIEYHYI0 AUCcTpoduio. VI3HauanbHO
JlaHHasl TEPMUHOIOTHA ObIIa IIpeJIo>KeHa VICXO/
3 OIVICAHUS Pe3y/IbTaTOB OMOIICYY MBIIIEYHO
TKaHu. [Ipy aTOM, HapylIeHN A, TPV KOTOPBIX ObUIN
BbIABJ/IEHDBI XapaKTePHbIEe AHOMAJINV CTPOEHUS
MBI, OOHAPY>KEeHHBbIE C IIOMOIIIbI0 OKPACKI VN
3/IEKTPOHHOTO MMKPOCKOIIA, IIOTY4YV/IN Ha3BaHMe
«MMOTIATUW», & Te, IIPY KOTOPBIX OBV OOHAPYKEHBI

IereHepanys, nepepoxxaenue u Gudpos TkaHel, ObIIN
Ha3BaHBI «AUCTpoduM». TeM He MeHee, IIOX0Xe, YTO
pasHMUIA MEXAY STUMM MOHATUAMM MOXKeT OKa3aTbCsA
JIOBOJIBHO 3BI0KOI. BpoXk/ileHHass Myonarus u
BpOXK/IEeHHAsI MBILIIEYHAsI AUCTPODUS epeceKalnTcs B
cmy4ae Myonaruii, ceasanHbix ¢ SEPN1. Cymecrsyer
BEPOATHOCTD, YTO OYAYT HaliIeHbI U IpyTHe

Te€HbI, MyTallu/l KOTOPBIX BbI3bIBAIOT HAPYILIEHNA,
codeTaroluiye B cebe IpU3HAKY U TOTO, U APYTOTO.
Myranum B rene RYRI, npusopsamue x BM/I,
OOBIYHO MIMEIOT ay TOCOMHO-PeL|eCCYBHBII TUIT
Hac/IefoBaHMsA. DTO O3HAYALT, YTO OOIBHOI HaC/IeyeT
OJJHY KOIIVII0 MYTMPOBABILIETO T€Ha OT MaTepU U

opHy — ot orna. Kak u npu gpyrux popmax BMJI,
K/IMHMYEeCKasA KapTHHA HeogHO3HavHa. [IpusHakuy,
IIPOSIBJIAIONIVIECS OT POXK/IEHVS, BKIIIOYAIOT B Ce0s1
TMIIOTOHMIO, CTTAOOCTD INIIEBOI MYCKY/IATyPbI

Y B HEKOTOPBIX C/Ty4asix c71ab0CTh MBIIII] I71a3.
Hexoropsle ety mpro6peTaroT ciocoOHOCTh
XOIMTh, B TO BpeMA Kak Jipyrue HeT. CII0XKHOCTH

IIpY BCKapM/IMBAaHUM, JbIXaHUM U TTIOTAaHUY MOTYT
IIPMBECTY K HEOOXOAVIMOCTY YCTaHOBKY I'aCTPaIbHOTO
3oH/a ([-30HAA) U MpUMeHeHNs pecIpPaTOPHON
HOJIIeP>KKM C UCIIONb30BaHKeM amnmapara BiPAP

uay uHoro anmnapara A VIBJI y>xe ¢ pannero
BO3pacTa. Y meTeli ¢ JaHHOI (opMOIi 3a00IeBaHNA
9acTo BCTpevaeTcsA Hasanusauus peun. Hekoropbie
O0JIbHBIE C pAaHHETO BO3pacTa CTPAJJAIOT OT YaCThIX
pecnupaTopHBIX MH(EKLNIT ¥ IPOTPecCUpYIOIero
CKO/NO03a B CIy4ae TsDKenoi GopMbl 3a60/1eBaHu.
KoruurusHble QyHKINM HAXOAATCSA Ha HEOOXOAVIMOM
YPOBHE WM NIPEBBILIAIOT €TO.

Muwonarus, cBsazanHasa ¢ SEPN1 (ceneHonporenH-
3aBucumad BM]I, cunipoM purugHoro
1103BOHOYHMKA, RSMD): [I/151 60/1bHBIX MUOIIATHEN,
cszanHoit ¢ SEPN1, xapakTepHbI c1abocTh
aKCMATbHOM MYCKY/IATYPHI (3aIpOKV/IbIBAHIE
TOJIOBBI, C/1a0as 1esi), pa3BUTIE PUTUJHOCTY
MIO03BOHOYHMKA (CKO/NO3) 1 IPOOIEMBI C IbIXaHUEM
(mo morepu cIOCOOHOCTM XOAUTH). DTH CUMIITOMBI
9acTO MPOABIAIOTCA B paHHEM IETCKOM BO3pacTe.

Y MHOT¥UX JieTelt HaOIIOaeTCs Jerpagaus
MeVaIbHBIX MBIIIIT 6efpa 1 TOHKOE TeJIOC/IOXKEeHe

C XapaKTepHbIM MICKPVBJIEH)EM II03BOHOYHMKA.
PesynpraTsl OMOICK MBIIIEYHOI TKAHVM MOTYT
IOBOJIbHO CHJIBHO BapbUPOBAThCsA U YKa3bIBaTh

Ha MBIIIEYHYIO JVICTPOPIIO, MHO)KeCTBEHHbIE
MIHJ-CTEP>XHU ¥ BPOXKIEHHYIO JUCIPOIIOPLIO
TUIIOB MbIILIEYHOI TKaH!. Ba)KHO, YTOOBI AMarHo3,
yKasblBaroluii Ha MyTauyy B rene SEPN1, OBLI



HOATBEPK/IEH TeHeTMYECKM, IIOCKO/IbKY y Al[MIeHTOB
¢ L-BMJI MOTyT OBbITb aHa/IOTMYHbIE CUMIITOMBI.
Mnmnomnarus, cBasanHas ¢ SEPN1, He okaspiBaeT
HEINOCPeICTBEHHOTO BO3/IeVICTBIA Ha cepaLe (XOTA
CKpPBITble HAapYLIEHM JIbIXaHMA MOTYT KOCBEHHO
IIPUBECTY K Ipo6eMaM KapayolIoriecKoro
XapakTepa), B TO BpeMs Kak narentam ¢ L-BM]I
TpeOyeTcs TIIaTeTbHBIII MOHUTOPVHT Ha IIpeMeT
apUTMMM U YBEIMYEHNA Pa3MePOB cephLa I
eXerogHoe 06cIeoBaHNe y Kap/uo/Iora.

BM]] Ynppuxa (UCMD): Ina BM]] Ynppuxa
XapaKTepHBI MbIIIeYHasl C1a00CTh, KOHTPAKTYPbI
IIPOKCYMAJIbHBIX U TUIIePGIEKCHsT AUCTANTbHBIX
cyctaBoB. [Ipo4yne cuMIITOMBI TaK>Xe MOTYT
BKJIIOYATb B ce0s1 PUTMITHOCTD HIDKHETO

OT/Ie/Ia IO3BOHOYHMKA, K103 (MCKpUBIIEHNME
BEPXHETO OT/ie/Ia TIO3BOHOYHNKA), KOXKHBIE
nposBenus (PONIMKY/IAPHBIN TUIIepKepaTo3,
KeJIOMIHble 00pa3oBaHus, MATKas1/6apxaTHas
KOXKa), peclpaTopHble OCTIOKHEH, BLICOKOE
KyTonoo6pasHoe HEOO, TOCTEPUATIBHYIO IPOTPY3NUIO
IIATOYHOI KOCTU M MefI/IEHHO€E IIPOrpeccupoBaHie
3aboneBaHus. [JuarHo3 MoxeT OBITh IIOCTABJIEH II0
pesy/bTaTaM OMOIICHY MBIIIEYHON TKaHU VIV KOXIA,
KOTOpas JO/DKHA IT0Ka3aTb OTCYTCTBYE KOJJIareHa,
3aJlep>KKy Ko/tareHa B gpuoépo6actax uiy My Taluo
OJITHOTO M3 TpeX reHoB KojtareHa VI tumna. BM]T
Ynppuxa u muonarys beriemMa nmpecTaBisaoT co60i
IB€ YacCTY OfTHOTO CIIEKTPA.

Hewnssectnas ¢popma BM/I: B Teuenne nocnegnmx
IBaJIaTy JIeT ObIIV BBIAB/IEHBI 18 HOBBIX

T€HOB, MyTal[iJi KOTOPbIX BelyT K IIOCTAHOBKE

K/IMHnYeckoro guarsosa BM/I. Ilo mepe pasButusA
TEXHOJIOTMM TI0JTHO9K30MHOTO CeKBEHUPOBAHUA OYAy T
IenaTbcsA BCE HOBbIE OTKPbITHA. C IIOMOIIBIO 3TON
TEXHOJIOTMI Mbl CMOYKEM JIy4llle IIOHATb KOMIIIEKCHbIE
reHeTN4ecKye IPUYMHbI BO3HUKHOBeHMA BMJI.

ITO NMO3BOIUT HaM JIy4llle M3yYUTh U3BECTHbIE
nopTunsl 3abonepanns. K npumepy, y nanyeHToB

C KJIMHMYECKMM JaTHO30M CHH/IpOM YOKepa-
Bap6ypr (WWS) renerndeckass MyTauys B IIeCTn
MI3BECTHBIX T'€HAX BBIAB/IAETCA TONbKO B 40%

ciydaeB. ITO 03HavaeT, yTo 60% manyenTos ¢ WWS
VIMEIOT MyTalli}i B HEM3BECTHBIX reHax. OfHaKo
Ba)KHee BCero, 4yTo 6ombHbIe BM]I, KOTOpPBIM He

OB TOCTABJIEH T€HeTUYEeCKIIT UATHO3, CMOTYT
VICIIOJI30BATh 9TO PYKOBOJCTBO /1A IVIAHUPOBaHNA
Jie4yeHyA CO CBOMMU BpadyaMI U 3aperUCTPUpPOBAThCA
B peectpe BM]I (cmdir.org). Takas perucrpanus fact
BaM BO3MO>KHOCTD IIO/TyYUTh MHPOPMAIVIO O VYIINX
B HacToslIlee BpeMs TeHeTUYeCKIX MICCTIeJOBaHUAX U
II03BO/IMT BaM WJIM BallleMy peOeHKY PUHSATh B HUX
y4dactue. HecMoTps Ha TO, 4TO 3HaHME T€HETUYECKON
MyTal M IO3BOIUT BpadyaM NPEeABOCXUTUTD
ollpefie/leHHbIe IIPOOIeMBbl KPUTNIECKOTO XapaKTepa,
Me[IMLIVTHCKIIE OC/IOKHEH A, BO3HUKAIOIME TIPU
OO/BIIHCTBE (bopM BM]I, aHa/mIOTUYHBL, U 3TO
PYKOBOJZICTBO OyZIeT ITOJIE3HO B TOM YYVICTIe U JIIS
IalJeHTOB 0e3 OKOHYaTeJIbHOTO TeHeTUYEeCKOTO

IouarHosa.




IIpunoxenne B
CrenuammcTsl, K KOTOPBIM MOXKHO 06paTtuThbcs mpyu BM]I

MenuumHCKast cecTpa BbICIIel KBamnuKaIn:
OO1uit TepMIH, UCIIONb3YeMBbIi [/ist 0003HaYeHNs
VIMEIOIIMX JINIIEH3NIO ¥ 3aPEeTUCTPUPOBAHHBIX
MEIMIMHCKIX CecTep, KOTOpble MOTY T

BBIMTOJTHATD POJIV KIIMHNYIECKOTO CIIEI{MaTNCTa,
cepTnGUIMPOBAHHON 3aperNCTPUPOBAHHON CECTPHI-
AHeCTe3UCTKM, CepTUDUIMPOBAHHON CECTPBI-
aKyIIepKy WM CepTUGUIMPOBAHHON IPAKTUKYIOLIE
MeficecTpbl. BoicokokBanmuduuupoBaHHbie
MEMIHCKIE CECTPBI MMEIOT BbICIIee 0Opa3oBaHIe

Y IPOQeCCHOHANIBHYIO CEPTUPUKALNIO A1 PabOThI

C KaKo¥-/11b0 TPyIIIoil ManyeHToB (Harnpumep, B
obmacTu efuarpun). BeicokokBamuduimpoBaHHble
MEIMIHCKIE CECTPBI MOTYT paboTaTh
CaMOCTOSITE/IbHO WV B COTPYSHUYIECTBE C
TepareBTaMy VM MHBIMYU BpadaMy B COCTaBe
MHOTOIIPOdMIBHBIX KOMaHJ criennanuctoB. OHu
TaK)Ke MOTYT MIMETb OT/IeTbHYIO CIIelManN3aInIo,
HarpuMep, B 00/1aCTi HePBHO-MbIIIEYHBIX
PacCTPOIICTB WU KapAMOMUOIIATUNL.

Kappauonor: Bpau, nmeromuuii crierjuanbHoe
o6pa3oBaHIie U OIBIT PabOTHI C IpobOIeMaMy CepALIa.
Kappauornorn sevaT Takye pacCTpoiiCcTBa, KaK apUTMUN
(HapyIIeHNsI PeTyIPHOCTH CepfieYHBIX COKpAIeHN),
BBICOKO€ KPOBSIHOE JIaB/IEHNIE U CEPAEIHYI0
HEZ[0CTAaTOYHOCTh. HeKOTOpbIe KapAMoIory POXOAsT
JIOTIOJTHATENIbHOE 00yUeH e I SIB/ISIOTCS 9KCIIEPTaMI B
obmacTy edeHnA MpobIIeM cepfieuHOl MYCKYIaTyphl
(crernyamcTsl 10 KapAMOMUOIATIN).
CeprudmnimpoBaHHas MPaKTUKYIOLIAs MEAUIIMHCKAs
cecTpa: MeficecTpa, MMeroIas BhICIIee oOpa3oBaHue
VUIY YIEHYIO CTelleHb, KOTOpasi 00C/IeayeT MaeHToB,
CTaBUT MATHO3, HA3HAYaeT JIeYeHNe, IPOMIChIBAET
JIeKapCTBa ¥ OCYIIECTBISIET ITOCTIENYIOLINIT YXOF

B paMKax CBOejT KOMIIeTeHI[MN. MeficecTpa Takxe
3allMIaeT MHTePeChl IAl[MeHTOB I IPeJOCTaBIseT
IAL[MeHTy U YIeHaM ero ceMb) MH(OPMAIINIO O ero
3ab0/IeBaHUI.

OHJoKpuHOOr: Bpay, nMmerommi
crienanu3upoBaHHOe 0Opa3oBaHIie U OIBIT PAOOTHI

¢ 6071e3HAMM SH/JOKPUHHOI CUCTEMBbI Ye/I0BeKa
(cucrema, OTBETCTBEHHAsI 32 IPOU3BOJCTBO U
BbIJIe/IeHlie TOPMOHOB). JH/[OKPMHOJIOTH JIeYaT, K
IpUMepy, TaKue 3a00/1eBaHNs, KaK caXapHbIi fnaber,
HV3KOPOC/IOCTH WU 3a/JeP>KKI TI0JIOBOTO CO3PEBAHMSL.
TactposnTeporor: Bpay, numerorinit
cIienianu3upoBaHHOe 00pa3OBaHIe U OIIBIT

paboThI ¢ 60/IE3HAMM NNIEBAPUTENIBHOIO TPAKTA I
HapyIIeHVAMY NuiieBapeHus. [acTposHTeponorn
jleqaT Takyue 3ab0meBaHusA, KaK TsKeNble

3aI10pbl, HapyLIeH)e HOPMa/IbHOTO Pa3BUTUSA U
racTpoasodareaabHblil pedIIoKc.

IeneTnyeckmit KOHCY/IbTaHT: MeqUMHCKNI
pabOTHUK, MMEIOIINII BBICIIee 0Opa3oBaHue U

OTIBIT PabOTHI B 06/1aCTU MEAMIIVTHCKON T€HETUKI

Y KOHCY/IbTMPOBaHNUsA. [eHeTIYeCcKMil KOHCY/IbTaHT
MOXXeT OOBSICHUTD, KaKasi TeHeTYeCKast My Tal{usi
BBI3bIBAET CUMIITOMBI 3a00/IeBaHNs, IMEIOLETOCS

y Balero pe6eHka, 1 MO>KeT IOMOYb OIIPefie/INTh
BEPOSITHOCTD TOTO, YTO y BAC MOTYT IOSIBUTHCS 1
ApyTHUe IeTy C TAaKUM 3a00/IeBaHMEeM.

Hesposnor: Bpau, uMeouuii cienuanabHOe
o6pa3oBaHye 11 OIBIT pabOTHI ¢ MpobIeMaMyl HePBHOI
cucreMbl. HepBHas crcTeMa nogpaspenseTcs

Ha IIeHTPa/IbHYIO (TOJIOBHOII ¥ CIIVTHHOM MO3T)

u nepudeprdeckyo (HepBbl, MCXOAAIINE 13
CIIMHHOTO MO3ra, 00ecIeunBaole CBsA3b MEXAY
I[THC u mbIIiamy, a TAK)Ke HEPBBI B MBIIIIIIAX).
HeBponoru 3aHMMaloTCs TedeHreM, HalpuMep, TaKUX
3a00/1eBaHNI, KaK SIIETICHs], MUTPEHb U 3aJIePIKKI
pasBuTusi. HekoTopble crienaancTbl MMET
o6pa3oBaHye 11 OIBIT /I PabOTHI C HAPYIIECHUAMMU
byHKIMOHMpOBaHUs epudepnuuecKoit HepBHOII
CHCTEMBI (CIIENMAICTHI TI0 HEPBHO-MbIIIEYHBIM
3a00/1eBaHMAM).

Hertponcuxoror: IIcuxonor, uMerommin
CIIelia/IM3MpOBaHHOE 0Opa3oBaHue B 006/1acTi
CTpOeHMs U PYHKIMOHVPOBAHNUSA TOJIOBHOTO MO3Ta I
YIX COBOKYITHOTO B/IMSIHMS Ha 00y4YeHue U OoBeeHue
JesloBeKa.

IprotepaneBT: Bpay, umeronuit Beiciiee 06pa3oBaHime
VI TIOMOTAIOIINIL JTIOfISIM AAIITUPOBATHCS UV BHECTU
¢dusnyeckue N3MEeHEeHNs B CBOIO Cpefy OOMTaHMS 11
o0JeryeHns CoOBepIIeHNsI TOBCEHEBHBIX IeiCTBUI
(ema, MbITbe, OJleBaHIe, BHIIIOJTHEHIE IITKOJIbHBIX
MOMAIITHVX 3aJ[aHNIT ¥ TIP.) U TIOBBILIIEHNUS CTETIEHN
CBOEJ HE3aBYICUMOCTHL.

Odranbmoror: Bpay, crienyansupyommiics Ha
AVATHOCTUKeE U JIeYeHNM 3a00/IeBaHNII OPTaHOB
3penus. Heitpoodranpmornoru crienannsupyoTcs
Ha HapyuIeHsX (pyHKIMOHNPOBAHVSI HEPBOB, OT
KOTOPBIX 3aBMCUT paboTa I71as.

Xupypr-opromnesn: Bpay, crienyanusupyommiics Ha
XVMPYPrUuecKoM JIe4eHNY TPaBM, 3a00/IeBaHNIT I



nedopmarnuii. Vcronb3ys pasamyHble MHCTPYMEHTBI
Y aHeCTe3MI0, XMPYPIU-OPTOIEbI 1e4aT pusndecKe
nedopManyy, BOCCTAaHABIMBAIOT KOCTY I

TKAHU [TOC/I€ TPABM I TIPOBOJIST [IPEBEHTUBHBIE
XUPYpruvecKiie MpoLefAypsl /IS IeIeHNs TAlVIEHTOB
C MHBA/IMAV3UPYOIMMY 3200/IeBaHNAMMA

v HapyeHusamu. Opromeydeckas

XVMPYPIus, 3aHUMAIOLIAsICA JIeYeHIeM OIIOPHO-
IBUTATETbHON CUCTEMbI OpPraHN3Ma, SBJISETCS
Hanboiee pacIpoCTPaHEHHON XMPYPIrUIecKoi
CIIeI[MaTbHOCTBIO.

OpTe3uct: MequimHCcKuit pabOTHUK, 3aHUMAIOIUIICS
pa3paboTKOIL, TOATOHKOM 1 afiariTaleil KOPpCeToB,
HIPUCIIOCOOIEHNIT U TIPOTE30B I HOTBHBIX C
VHBAIMAV3UpPYoOIMMY 3aboneBannsamn. Ecim

BaM He MOAXOAMUT KOPCeT WIN IIMHA, He0OXOAMMO
o0palaTbCcs UMEHHO K OPTE3UCTY.

dusnotepamnest: Bpay, cnenmannsupyommiics

Ha GU3NIECKOII ¥ peabMINTALVIOHHO TepaIni,
IesATeNbHOCTh KOTOPOTO HAIlpaB/ieHa Ha paclIpeHe
Yl BOCCTaHOBJIEHE (PYHKIIVIOHAJIbHOCTY OpraHu3Ma
¥l TIOBBILIIEHVEe KaueCTBa XM3HY H0TBHOTO C
busnYecKNMI HapPYIIEHVSIMHA.

Crnenpmanmuct 1o ne4e6Ho-Pr3ndecKon

¢uskynprype (JIOK): Cnennanmuct, umerommmit
BbICIIIee MEIUIIMHCKOE 0Opa3oBaHIe U OIIBIT

paboThl, CBSI3aHHBII C IPUMeHeHeM PU3NIECKIX
YIIpaXHEHUI J/Is1 YTy qILIeHVs] IBUTaTeTbHOM
CIIOCOOHOCTM MAIMEHTOB. JTO BK/IIOYAET B

cebs1 1 TIPOAKTUBHBIE MEPHI, HATIPAB/IEHHBIE HA
IpefyNpexeHre BO3MOXKHO ITOTePH JIBATATETbHOI
CIIOCOOHOCTM U CBSI3aHHBIE C UICIIO/Ib30BAHEM
pacTsDKeK MM puMeHeHeM QUKCUPYIOMX
YCTPOJCTB.

Bpau: MepgnuuHckuit paboTHUK,
CTIeIVIa/IN3UPYIOLINIICS Ha TIOCTAHOBKE AMArHO3a,
Ha3HauYeHUU JIeYeHNs U JIeKapCTBEHHBIX MIPeIapaToB
/151 MAIVIEHTOB, CTPAJAIOINX OT TPABM MK
3aboneBaHuil. Bpaun mpoBOAsAT OCMOTP MAIMEeHTOB,
COOUPAIOT UCTOPUIO OOJIE3HN, HA3HAYAIOT U IPOBOJISAT
aHaJIM3BI, @ TAK)Ke MHTEPIIPETUPYIOT UX Pe3y/IbTaThl.
OHM KOHCY/IBTHPYIOT NMAIVIEHTOB 10 BOIIPOCAM AMETHI,
TUTVEHBI Vi IPEeBEHTUBHOIO YXO/ia 32 COOCTBEHHBIM
3J0pOBbeM. B aMeprKaHCKOIT IIpaKTUKe Bpaun

MOTYT IMETb C/Iefylolye IpodeccuoHaNbHbIe
KBa/muKanym: fokropa Meguiyasl (medical doc-
tor, M.D.) u moktopa ocreomnatuu (doctor of osteo-
pathic medicine, D.O.). [TepBble TakXe Ha3bIBAIOTCS
Bpauamu-aonatramu. HecMoTpst Ha To, 4TO Kak
IIepBbIe, TAK Y BTOPbIE MCIIO/Ib3YIOT BCE IIpUeMIeMble

METO/ibl JIEYEHN A, BK/II0Yas JIeKapCTBEHHbIE
IperapaThl ¥ XMPYpruiyeckoe BMeIaTeIbCTBO,
OCTeONarTsl YAeIAT 0co000e BHUMAaHME 3J0POBBIO
OIIOPHO-ABUTATEIBbHOIO AlIlapaTa OPraHNU3Ma,
IIPEBEHTUBHO MeAMIHE I KOMIUIEKCHOMY YXOZly 32
3I0pOBbeM IAIVIEHTA.

@enpaiep: MeguIMHCKUI pabOTHUK, MMEIOI NI
BbICIIee 0Opa3oBaHye U MPAKTUKYIOLINIT IO
PYKOBOJICTBOM Bpaua. B 3aBucuMoctu ot cBoein
CIIelVIa/IN3al iy ¥ PO/IU B KOMaHJe (ebiepbl MOTYT
IIPOBOJUTH OCMOTP IALIIEHTOB, CTABATD AMAarHo3,
OCYLECTB/IATD JIeYeHVE, Ha3HA4YaTh aHA/IN3bI U
VIHTEPIIPETUPOBATh X P€3y/IbTaThl, KOHCYIbTVPOBATh
IIAIMIEHTOB 110 BOIIPOCaM IPOdUIAKTUKY, [IOMOTATh
IIpY IPOBENEHNUY XMPYPIrUIeCKIX Ollepanuii 1
Ha3HA4YaThb JIEKapCTBEHHBbIE IIPEIapaThl.

[Icuxmarp: Bpay, cienmanusmupyommiica Ha 1e4eHnn
HNCUXNYECKUX PACCTPONICTB C TIOMOIIBI0 KOMOVHALINN
IICUXOTepaIny, ICUXOAHANIN34, JIEYEHN B YCIIOBUAX
CTaIVIOHApA U JIEKAPCTBEHHBIX IIPEIIApaTOB.
[Icuxorepanusa nofgpasyMeBaeT perynsapHble
BCTPEYN C MAIVIEHTOM ¥ 00CYyXK/IeHVe ero poOIIeM.
[IcuxyaTp moMoraeT HailTy pelleHue 3a cueT
M3MeHEeHM 111abJIOHOB IIOBEJEH S, IIOMCKA OTBETOB

B IIPOILJIOM OIIBITE, & TAKXKE C VICIIO/Ib30BAHNEM
TPYIIIIOBBIX ¥ CEMEIHBIX T€pPalleBTUYECKIX CEaHCOB.
[TcuxoaHanus BK/IOYAET B ceOs JOITOCPOIHYIO
IICUXOTEPANeBTUYECKYIO IIOMOILb ¥ KOHCY/IbTALIIA.
Bpad MoxeT nponucaTh 1eKapCTBEHHbIE IIPEapaThl
/151 KOPPEKTUPOBKM XMMUIECKOTO AncOanaHca,
ABJISAIONIETOCS MICTOYHMKOM SMOIIMOHAIbHBIX
PacCTpOICTB.

[Tcuxomor: MeguuMHCKMIT paOOTHYK, UMEIOLIVIA
BbICIIIee 00Opa3oBaHye NN YIEHYIO CTelIeHb, KOTOPBIN
paboTaeT ¢ manyeHTaMm, KOTOPBIM TpebyeTcs Takoe
Jie4eHNe, KaK, Hallpumep, KOHCyabTauuu. B otnmane
OT IICUXMATPA, IICUXOJIOT He Ha3HaYyaeT NallieHTaM
JIeKapCTBEHHbIE IIpeaparhl.

[Tynpmonomor: Bpay, crienyanusupyrommuicsa Ha
3a00/1eBaHUSAX JIETKNX U IPOOIeMax C IbIXaHMEM.
[TynpMoHOMOrY paboTaIOT C NalMieHTaMI,
CTPAJAIOIIVIMI HEPBHO-MbIIIEYHBIMU
3a00/1eBaHUAMI, Y YWIEHAMI UX CEMEN, YTOObI
IpefyNpefuTb pasBUTIE OC/IOKHEHMIT (HapuMep,
aIrHo?d).

3aperncTpupoBaHHbIN AMeTONOor: Bpay,
CIIelVIa/IM3UPYIoINIics B 06macTy nuTanus. B
aMEePUKAHCKOM IIPaKTUKe AMEeTONOIY IOy4aloT
BbICIIIee MEIULIMHCKOe 00pa3oBaHIe, CIAI0T
TOCy[JapCTBEHHBIN 9K3aM€eH U IIPOXOJAT



peructpanuo B KoMmuccun o perucrpanum Bpadeit-
IMETONOTOB IIpY AMEPUKAHCKOI A€ TOIOTYeCKOI
accouyanum. [JneTonoru Takyke MOTyT Ha3bIBaTbCsA
HYTPULIMOHMCTAaMM, OJHAKO He BCE HY TPULMIOHMCTDI
ABJIAIOTCA IUETONIOTaMI.

3aperncTpupoBaHHas MeJUIMHCKAs cecTpa:
MepuuyHCK1iT pabOTHUK, KOTOPBIN 3aHMMAeTCs
JIe4eHMEeM ITAllIEHTOB, KOHCY/IBTUPYET IALII€EHTOB

U IPYTUX 3aMHTEPECOBAHHBIX JINI] 10 BOIIPOCAM
3ab0eBaHNIL, @ TAKXKe IPefOCTaB/AeT KOHCY/IbTallNN
Yl OKa3bIBa€T MOPA/IbHYIO MOJIEPIKKY YIEHAM CeMeN
IalMeHTOB. MefcecTphl BeAyT UCTOPUIO O0/Ie3HN
MALVEHTOB ¥ MMEIOLMXCA Y HUX CUMIITOMOB,
IIOMOTAIOT IIPOBOAUTD AaHAIMU3bI I MHTEPIIPETUPOBATh
IIO/TyYeHHbIe Pe3y/IbTaThl, PAa00TAIOT C MEAVIIVIHCKIM
o06opyzoBaHMeM, IPOBOAAT e4eOHbIe IIPOLeAYPbI

Y IAIOT JIEKapCTBEHHBIE IIPEIapaThl 10 Ha3HAYEHNIO
Bpayen U MPaKTUKYIOIINX Me[ICeCTEP, TIOMOTAl0T
BECTM NAIVIEHTOB ¥ IPOBOAUTH UX peadyInTaIuIo.
Pecnimparopnblii TepanesT: MenuuyHCcKuin
PabOTHUK, KOTOPBII IPOBOANUT OCMOTP IALMEHTOB

C HapYLIEHUAMMY AbIXaHUsA M QYHKIVIOHVPOBAHNUS
JIETKUX, OCYILeCTBIISIET UX JIe9eHIe I MEeIVUIIMHCKOe
obcnyxuBanue. PeciipatopHble TepareBThl
paboTaloT IOJi PYKOBOACTBOM Bpaya 1 HeCyT
OCHOBHYIO OTBETCTBEHHOCTbH 32 BCE BUIbI
pecniparopHoit Tepanuu. OHM MOTYT IOMOYb
HaIMeHTaM C IIOJTOHKOII [IbIXaTe/IbHOTO
obopynoBaHus (HampuMmep, Macku Jyist annapara VIBJI
C TIOJIOXKUTE/IbHBIM [IaB/ICHUEM).

Jloromep, (peueBoit TepamnesT): Bpay,
CIlelManm3npPYIOLUIICS Ha BBLABIECHNN,
[MArHOCTUPOBAHNM, JIEI€HUN Y IIPERYIPeXeHUN
HapYILIEHNII, CBS3aHHBIX C PEYblo, SI3BIKOM,
KOMMYHMKaI/elt, TO/I0COM, IJIOTaHMEeM 1 OeTIOCThI0

peun.




IIpunoxenne C
Dimoccapun

Vurn6uroper AII®: rpynna nekapcTBeHHBIX
IIperapaToB, KOTOPble HA3HAYAIOTCS KapAMOIOraMu
JUISL pacUIMPeHs COCYHOB 1 00/erdeHyst paboTs
ceppla 0 IepeKaYMBaHNI0 KPOBY 110 OPraHU3MY.
OpayM 13 Hanbosee cepbe3HbIX HOOOYHBIX 3P PEKTOB
SIB/IETCS MMOTEHIVIAJIbHOE CHIDKEHVE KPOBSIHOTO
nasnenus. B CIIIA Hanbosee 4acTo MCIIONb3YIOTCA
TaKue Ipernaparsl, Kak sHananpui (Vasotec),
nusuHonpun (Zestril) u nepuugonpun (Aceon),
OJTHAKO Balll KAPAVIO/IOT MOXKET IIPOIIVICATh U APyTe
ananoru. Viurn6uroper AII® MoryT ucnonbp3oBarbes
IS JIeYeHUs Y APYTUX PACCTPOIICTB, He CBSI3aHHBIX C
cepaleM.

3auTa MHTEpecoB OOIBHOTO: Y4acTe B
MEIVIVHCKOM yXOfie 3a pe0eHKOM COBMECTHO C
MEIVIVHCKIMY pabOTHMKAMU It 00ecIiedeH st
MaKCMMaJIbHOTO COOJIIOIEHNIS €T0 MHTepecoB. ITO
MOYKET 03HA4aTh, YTO BBI JJO/DKHBI BBICKA3bIBaTh
CBOVI BO3pa)KeHNs, KOIJIa BaM He HPAaBUTCA Ta VIN
VIHasI CUTYalVsl VIM TUIAH JIeYeHUsI, IPOBOANTD
He3aBJUCHMbIe KOHCY/IbTALIMN C APYTYMM BpadaMyl WIN
VICKaTh CHEeLMa/INCTa CPey BallVX JTeYallIX BpaJer,
KOTOPBIIT ObI 3aHMMAJICS 3AIUTOI MHTEPECOB BallleTo
pebeHka.

AHTUKOATY/IAHTBL: IPYIIIA IeKapCTBEHHBIX
IIperapaToB, KOTOPbIe Pa3KIKAIOT KPOBb,
IIpefloTBpalias ee CBepThIBaHMe 1 00pa3oBaHe
TPOMOOB, OIIOKMPYIOMINX KPOBEHOCHBIE COCYHIbI.
Ceppuy mpoiie IIpoKa4yMBaTh 110 OpraHu3My bosee
JKUJIKYIO KPOBb, OJJHAKO TPV IPYMEHEHMN TaKIX
IIpenapaToB CYLIeCTBYeT IOBBIIIEHHBI PUCK
BO3HMKHOBeHMs kpoBoTedeHuit. B CIIIA nanb6ornee
JaCTO MCHONb3YIOTCS TaKye Iperaparhl, KakK
Bap¢apuH (Coumadin), remapyus u acuupuH, OFHAKO
Balll KAPJVO/IOT MOYXKET IIPOIICATh U APYTie aHA/IOTM.
[TpoTHBOCYZOPOXHBIE IPENapaThl: IeKapCTBEHHbIE
CpefcTBa, COKpAIAOLIVe YaCTOTY U TSXKeCThb
CYOPOXXHBIX IPUCTYNOB. VIHOIa IpueM TaKux
BEIeCTB IPUBOANT K ITOJTHOMY IPeKpalleHIIO
cypopor. B CIIIA Hanb6osee 4acToO NCIONB3YIOTCS
TaKye IPOTUBOCYAOPOXKHBIE IIPerapaTsl, Kak
BanbriponBas kucnora (Depakote), neBeTupaneram
(Keppra), sonucamup (Zonegran) un ronpamar (To-
pamax) OHaKO Balll HeBPOJIOT MOXKET IIPOIICATh U
npyrue aHasoru. [IpoTuBocyopoXKHbIE CpeficTBa
JaCTO VCHONb3YIOTCS IS Ie9eHVS U IPYTUX

PaccTpoIICTB, He CBA3AHHBIX C CYAOpPOraMy MIN
SINJIETICUEN.

AputMuA: U3SMeHeHUe PUTMUYHOCTY CepeIHbBIX
COKpAILleHWIA.

Aprporpumnos: 3aboneBanue, IpUBOJiIIee K TOMY,
4TO peOeHOK POXKAAETCS C MHOXKECTBEHHBIMU
KOHTpAaKTypamu. Mo>eT ABNATbCA PAHHUM
cumnroMmoM BMJI, oHako B TO ke BpeMs
BPOXK/IEHHBIE KOHTPAKTYPbI MOTYT OBITh BBI3BAHBI U
APYTUMM IPUYMHAMIU.

Acnypanys: ornagaHue NOCTOPOHHMX BellecTB (efpl,
YKUJIKOCTH, C/IV3M U T.JI.) B JIETKVe BMECTO >KeTy/iKa
VI U3 Hoca/pTa. Acrimpanysa MOXKeT IPUBECTU K
BO3HMKHOBEHMIO JIETOYHOI MH(eKIY (Harnpumep,
ITHEBMOHMN).

ArenexTa3: KOJJIAIIC JIETKOTO W/IM €Tro 4acTu. MoxxeT
OBITb 00YC/IOB/ICH 3aKYIOPKOJ BIXaTETbHBIX Ty Tel
WIN CHAAaB/IMBaHNEM JIETOYHO TKaH!U M3BHE.
BeTa-6/10KaTOpPBI: TpyIIIa IeKapCTBEHHDIX BEIIECTB,
Ha3HavyaeMbIX KapAVONI0TaMy [ CHYDKEHUS YacTOTbI
CepJieYHbIX COKpallleHNII. DTY MpemnapaThl TAKXKe
CIIOCOOCTBYIOT PACIIVPEHNIO COCYIOB VM CHVDKEHIIO
KpossHoro pasienus. B CIIIA naubosnee yacto
VICTIO/Ib3YIOTCS TaKMe Ipelaparhl, Kak aTeHoJo]L,
Haponon (Corgard) u nponpanosnon (Inderal), ogHako
Balll KApAMOJIOT MOXKET IPOMNCATD U APYTie AaHAJIOT M.
BeTa-6/10KaTOPBI MOTYT MCIIONIb30BATHCS [/ JIEYEHNA
U IPYTUX PacCTPONCTB, He CBA3AHHBIX C CEPJILIEeM.
BiPAP (BUIITAII): coxpamenne ot «bilevel positive
airway pressure» (JByXypOBHEBOE IIOTIOKITE/IbHOE
IlaBJIeHNe); OHA 13 HanbosIee 4acTo MCII0Ib3yeMbIX
¢$bopM HeMHBA3VMBHOI UCKYCCTBEHHON BEHTVIALIVIN
nerkux. IIpu ncnonbsosanun BiPAP Ha Broxe
HAIVIeHTY CO3/1aeTCs MOBBILIEHHOE, @ Ha BbIIOXe

— IIOHVDKEHHOE JIaB/IeHye. ANapar MOXKeT ObITb
3alporpaMMMPOBAH Ha paclio3HaBaHMe [JbIXaHNA
HaleHTa VIN Ha BpeM JI NIePeK/TI04eHN MeXY
PEeXMMaMIU.

[a30BbIl1 COCTAB KPOBU: AaHA/MN3, TP KOTOPOM
U3MepseTcs KOHIIEHTpalus B KpoBu Kucnopozpa (02)
u yrnekucrnoro rasa (CO2), a Takxe ee KMCTOTHOCTb
(pH) n ypoBens copepxanue 6ukapboHara.
HakonuTenbHoe bIxaHMe: OJVH 13 BUJIOB
pecnupaTopHoIt Tepanuim. VIcronb3ys crenyaabHbIil
MEIIOK C OfTHOCTOPOHHMM KJIaIIAHOM U MYHJILITYKOM,
IalJEeHT fie/laeT CePUI0 BIOXOB 0e3 BBI0XA, YTO



II03BOJISIET PACIIMPUTD €TI0 JIeTKMe CBEPX TOTO0, 4Yero OH
MOXKET JOOUTHCS, Ieast OAUH BAOX. DTO IO3BOJISIET
OTKPBITD 3a0/I0KVPOBAaHHbIE IbIXaTe/IbHbIE Ty TH.
Kapanommonarus: maTonorus cepyiedYHoN MbIIIIIbI,
IPUBOJAIIASA K YBEIMYEHNIO pasMepOB cepAlia

VI PUTUJTHOCTHU €TI0 CTEHOK. MOXKeT ABNAThCA
OCJIO>KHEHMeM IIPY APYTUX CepAeYHbIX 3a00IeBaHMUSAX.
Kom1iiekcHble MOTOPHBIE HaBBbIKI: I3MepeHe
Pas3IMYHbIX TUIIOB MOTOPHBIX HABBIKOB (HampuMmep,
MILCbMO U €]a) ¥ MX KOMIIZIEKCHBIN aHa/INU3 C I[eIbI0
MOHVMMAaHNA UX COBOKYITHOTO Pa3BUTUA.

VIBJI ¢ mOCTOSSHHBIM IIOJIOKUTENTbHBIM [aBIeHEM
(CPAP wu CUTIIALII): cokpatenue ot «continuous
positive airway pressure»; oHa 13 Hanbosee 4acTo
JVICTIOTIb3yeMbIX (POpPM HEMHBA3VBHON MCKYCCTBEHHOI
BeHTWAssUMM teTkuX. CPAP noBbIlIaeT gaBaeHme
BO3/lyXa B JIETKMX B T€YEHVE BCETO BpEMEHN
JICIIO/Ib30BaHMA annapata. Takoit Bup VIBJI nopgxogut
11 6OTIBHBIX CO CTTAOOCTBIO IbIXAaTeIbHBIX Iy TEN,
KOTOpbIe BpeMsA OT BpPEMEH! 4epecdyp CUIbHO
3aKpbIBAIOTCA (Hapumep, Ipy 0OCTPYKTUBHOM aITHOI
BO CHe).

KoHTpakTypa: cTATMBaHMEe MBILIL, VN CYXOXUIUI B
CycTaBe, KOTOPO€ OTPaHNYMBAET €ro MOJBIDKHOCTD.
Hanpumep, KOHTpaKTypa KOJIEHHOTO CYCTaBa MOYKET
OTpaHMYUBAThH IOJTHOE CrUbaHMe Wau pasrubanme
HOTIA.

JInarnos: KOHKpeTHOe 0003HaUeHne 3a00/IeBaHUSI.
Hapyiienne MOTOpUKM KUIIEYHMKA: COCTOSIHHE,

IIpY KOTOPOM IlepeBapeHHas Mullla He MOXXeT
IPOJBUTaTbCA 110 KETYAOYHO-KIIIEYHOMY TPAKTY

C HEOOXOIVIMON CKOPOCTBIO. [I/Is1 MpOTaNnKMBaHUS
IV 110 KUIIEYHVKY €T0 MYCKy/IaTypa COBepIIaeT
BO/THOOOpa3Hble Konebauus. VHoraa aTu Konebanms
IPOMCXOAAT CIMIIKOM MEMIJIEHHO, YTO MOXET
IpuBeCcTy K 3anopaM. Eciu »xe nuia nporankupaeTcs
C/TUIIKOM OBICTPO, 9TO BBI3BIBAET JUAPEIO.
IxokappuorpamMma (9X0): yIbTpa3ByKOBOe
uccrefoBanue cepana. [Iposoaurcs ¢ nenbio
VICCTIE0OBaHNs CTPYKTYPbI CEpALA U €T0
(YHKLMOHATTBHOCTH.

Anexrpokapauorpamma (IKI): o6cnenosanme

C LIe/IbIO M3Y4YEHM S YaCTOThI ¥ PETYIAPHOCTI
CeplleYHbIX COKpaleHuit. [I14 ero nposefeHus K
TPYAM, PYKaM M HOTaM MalMeHTa IPUKPeIUIAITCA
crierjuanbHble 3meKTpoabl. O6pryHO cHsTUE DK
3aHIMaeT MeHbIIIle Jaca.

Anexrposunedanorpamma (I3I): obcnenoBanme
AKTMBHOCTY TOJIOBHOTO MO3Ta C 1[e/TbI0 BBISABIIEHIS
npu4yH cygopor. nd caatua 931 K ronose nauneHTa

IPUCOENVHAIOTCS CIelaIbHbIe 37IeKTPOAIbl. Mo3r
001aeTcs C IPYTUMM CHCTEMaMy OpPraHU3Ma,
HAIPAaBJIss UM COOOIeHNs (CUTHAIBI), KOTOPBIE
IIPOXOAAT IO HepBaM. Ecim Mo3r pyHKuMOHMpyeT
HOPMaJIbHO, IIOTTyYeHHBIN pe3y/nbTar OymeT
COOTBETCTBOBATDH OXKMAEMOMY ITaTTEepHY. B ciyuae
oOHapy>XeHMsI OTKJIOHEHWII Bpad OyfeT 3HaTh, 4TO Y
HalyeHTa MMeeTCs PUCK BOSHUKHOBEHNUSA CYOPOT,
opHako I3 He coobimaeT 06 ux nprynHe. HepBo
MOYKHO TIPe[ICTaBUTb KaK Te/le(pOHHBIE TPOBOJ,
coeguHsomye goma. C momouipio 99 MoxkHO OyzeT
Ha0/TI0aTh, YTO 10 STUM IIPOBOZIAM UAYT CUTHAJIBL,
OJIHAKO Heyb3s OyfeT MOAC/IyIaTh pa3roBop.
Hapymenne HOpManpHOTO pasBUTHA: TEPMUH (aHITL.
«failure to thrive»), o603Hauaromuii, 4TO pe6eHOK

He pacTeT WM He HabupaeT BeC B COOTBETCTBUM C
HOpMOit. OOBIYHO 3TO CBSI3aHO C HEIOCTATOYHBIM
notpebIeHreM Kalopuii WK HeCITOCOOHOCTHIO

3¢ ekTUBHO ycBaMBaTh MIUTATeTbHbIE BELIeCTBA,
HIOCTYTIAOLIVIE C IINIIEI.

OHIOCKONVIA: IPOLeAYPa, TPV KOTOPOI Bpay
u3y4yaeT BHYTPEHHOCTH MAl[VIeHTa C MICII0Ib30BaHMEM
TOHKOJ JUIMHHOJ TPyOOUYKM ¥ MICTOYHMKA CBETA.
DHIOCKOINSA MOXKET MCIIOTb30BATHCS IS TOTO, YTOOBI
B3IJISIHYTh Ha KUIIEYHVK (KOTTOHOCKOIIVSI) VIV JIeTKue
(6poHXOCKOMMSI) TAI[MEHTA.

dopcrpoBaHHas )KM3HEHHAS] eMKOCTb JIETKUX
(OJKEJI): MakcuManbHBI 06BbeM BO3[[yXa, KOTOPBIN
MOXXET BBIJOXHYTb YeIOBEK IT0C/Ie MaKCUMA/IbHO
rry6okoro Broxa. C momouisio @XKEJI moxxHO
BBISABUTD HapyLIeHVs PyHKIMOHMPOBAHNS TETKUX,
CBsI3aHHbIE, HATIPUMED, CO C/TAOOCTHIO ABIXAaTETbHON
MYCKY/IATYPBbI WV C MHPEKIeIL.

[a3006MeH: mpoliecc, pu KOTOPOM OpraHu3M
nornomaet Kucinopoz (O2) v BbIfjesieT YIIeKUCTIbIi
ra3 (CO2). [a3000MeH MPOUCXOAUT B IETKUX U KPOBM.
TacTpoasodareanpHas pedokcHas 60Ie3Hb

(I'9PB): HapyeHne, Ipy KOTOPOM KUCTIO€
cofiep>KIMoe KemyaKa IPOHMKaeT B MMIeBOJ (KaHaT,
COeIVIHAIOLIVI POTOBYIO ITOJIOCTD Vi JKENTYHOK).
Tactpanpubiii 30HA (I-30H[): TUII TUTATENBHON
TPyOKU, BBOAUMO XUPYPIUIECKIM IIyTEM UYepe3
KO)XY HAIIPSIMYIO B XKeTyHOK. [-30H/{bI MOTYT IMETb
pasMYHble HAaMMEHOBaHMs, B TOM 4ncie YII-30H7,
30H], ¢ «KHOIKOI» MicKey mnn Bard.

TeHeTnyeckas MyTauys: MSMeHEHVE B l'eHaX,
B/IMSIONINE HA CTPOeHVEe VI PYHKIVIOHMPOBaHNe
opraHusMa. [eHbl SABISIOTCS YepTeXXaMu, IO KOTOPBIM
CTPOMUTCS OpraHyu3M. Mbl Hac/eyeM TeHbl OT CBOUX
Oronornvecknx popureneii. MO>XHO CKas3aTb,



YTO TeHbl — 3TO OYKBBI, 13 KOTOPBIX CTPOSITCS
IPeIOXKEHNS B MHCTPYKIMUM 110 9KCIUTyaTal{ M.
Taxum o6pasom, MyTauysi — 3TO ouIbKa B CIOBE
VULV IIPOITYCK C/IOBA VIV IIPEJIOKEHNA. Y KaX/[OTO
Je/I0BeKa eCTh OIpefle/ieHHbIe U3MEHEeHNs B

reHax, Kak U B Ka)X/0Jl KHIUTe MOYXHO BCTPETUTD
ornOKy. BONBIIMHCTBO TaKMX I3MEHEHNIT He
IPUBOJST K Cepbe3HBIM IOCIEACTBISIM, OJJHAKO
HEKOTOpbIe MYTallM)t MOTYT BBI3BATH IIPOOGIEMBI MK
3aboneBanus. [IpencraBbTe cebe, YTO BB KYIIMIN
KOMOJI ¥ IUTAaHMPYeTe ero CaMOCTOSITENIbHO COOpaTh

y cebs1 joma. B MHCTPYKIMM MOTYT BCTPETUTHCS
OIIeYaTKy, HO BbI MOXKETe VX IIPOUTHOPUPOBATH,
IIOTOMY 4TO ¥ TaK CMOXKeTe [OHATH, YTO BaM HY)KHO
cnenatb. OHAKO, €C/IM B Hell IPOIYIeHbI C/I0BA UK
1je/Ible TIPEMIIOKEeHNIsI, BBl MOYKETe He Y3HATb, YTO BaM
HaJI0 COeVIHUTD BCe JIeTa/Il C IIOMOII[bI0 BUHTOB. Vnn
Ke BBl MOYKeTe OCTaBUTh SILIVKY B KOPOOKe, U Balll
KOMOJI TIPEBPATUTCS B CTETIaX.

Tunepmmasust geceH: runeprpoduyeckoe paspactaHie
TKaHM JieceH. YacTo MpOsIBIAETCS B KaueCcTBe
n10604HOro a¢¢exra y manymeHToB, KOTOpble He MOTYT
3aKPBITh POT (13-3a TMIOTOHNM VIIY MBIIIEYHON
cmaboCTu), MU MALMEeHTOB, TIPUHUMAIOIINX
bennTouH (mpemnapar, UCIIONb3YEMbII IS
IIpeOTBpAIleHNs CYZOPOT).

ToHMOMeTpMs: M3MepeHIe YITa, Ha KOTOPbI MOXKET
pasrnbaTbcs/crudaThes CycTas.

Anmnapar XosnTepa: IOpTaTUBHOE YCTPOJICTBO,
KOTOPOE€ MO3BOJISIET OCYILIECTB/IATH MOHUTOPUHT
OKT maryeHTa B TedeHue MPORO/DKATENTHBHOTO
neproya BpeMeHu (00bIYHO 2 M 3 CyTOK). Annapar
3aIMChIBAET NIEKTPUYECKYI0 aKTUBHOCTD CEPALIA U
VICIIO/Ib3YETCsI B COYETAHNM C JHEBHIKOM ITallieHTa
JUTSI BBISIB/IEHUST BpEMEHY CYTOK VIV CUMIITOMOB,
KOTOpBIe MOTYT COIIPOBOXK/ATh M3MEHEHNsI B TAKOII
aktuBHOCTH. C anmaparom Xontepa HalueHTy
0OBIYHO y>Ke He HY>)KHO OCTaBaThCsl B OONbHUIIE, U OH
MOYXET OTIIPABJISITHCS JOMOIL.

[unonmasus: HegopasBUTIE KAKOII-MNOO0 YacTy Tera.
Hamnpumep, npu rumoria3nm cpeHeit 30HbI UL y
HaleHTa Hab/II0aeTCsl YIUIOLeH e 30HBI BOKPYT
HOCa, KOTOPO€e MOXKET OC/IOXKHUTD MCIIOTIb30BAHNS
POTO-HOCOBOJT MaCKIL.

[MIOTOHMS: TEPMUH «TOHYC» MICIIOB3YeTCs ISt
OIVICAHVISI HATIPSDKEHUS WM COIPOTUBIICHNS
MBIIIIBI IPY €€ pacTsDKeHnn. Takum o6pasom,
«TUIIOTOHMS» O3HAYAeT CHIDKEHME TOHYCA, KOTza
YacTb TeJIa JBUTAETCS JIeTde, yeM Bo/DkHa. CocTosiHue
IIOBBIIIIEHHOTO MBIIIEYHOTO TOHYCA, KOT/ja CYCTaB

00e3IBIKEeH, Ha3bIBAETCS «TUMIEPTOHMSI» MU
«CTIIACTUYHOCTDb». MBIIIEYHDBINI TOHYC — HE TO XKe
caMoe, 4TO MblIlIeYHasA cyIa (peGeHOK ¢ TUITOTOHMEN
MOXXET VIMETb OCTATOYHYIO MBIIIECYHYIO CUITY), OTHAKO
y MJIafIeH1[eB VX JIETKO CITyTaTh.
VHucydnarop/sxccydnarop: npubop, KOTOPbI MOXKeET
YIYYIIATD PYHKIVIO IETKMX 32 CYET CUMY/IALNN
KallUIsd. ATmapar HaIlo/HseT JIerKue mamyeHTa
BO31yXOM (KakK Ipy IITyOOKOM BJIOXe) U 3aTeM
OBICTPO ero BbICachbIBaeT (KakK Py CMIBHOM Kallljie).
OOBIYHO 9T YCTPOIICTBA HACTPANBAIOTCS Ha VKT

13 HECKOJIbKUX «Kalltei». Takue mpubopsl Takxe
Ha3bIBAIOT «OTKAIUIMBATEISAMI» UJIY 110 TOPTOBOMY
HayMeHoBaHuI0 — CoughAssist. [To cmoBam
HEKOTOPBIX JIeTell, UM TpeHOBaIOCh HEKOTOPOE BpeMs,
9TOOBI IPUBBIKHYTh K TAKOMY IIPUOOPY, HO 3aTO
IIOTOM MX CAMOYYBCTBYE 3HAYUTE/TbHO YIYUILIANTOCh.
VIHTpanynbMoHa/IbHAA NEPKYCCUOHHAS BEHTUIALUSA
(MIIB): opva 3 BuOB (pr3MYeCcKO Tepanum
TPYAHON KJIETKY, IIPY KOTOPOI IpMOOp oMoraeT
MOOUIU3NPOBATD CeKpeT (YAaIUTh CIU3b U3 JIETKIX)
3a cyeT o4eHb ObICTpoIt Bubparuu. CyijecTByeT
MHOTO pa3/INYHbIX TUIIOB anmnaparos jgid VIIIB, B Tom
qyIC/Ie TIOPTATUBHBIX U C/IeTAHHBIX B BUJE XKUTIETa,
KOTOPBII HOCUT HAIVeHT.

Exonanbubii 3ouy (E-30H[): THII IMTaTEIHHOM
TPYOKM, BBOAVMOJ XMPYPIUIECKUM ITyTeM Yepe3
KOXKY HaIIpSIMYIO B TOHKYIO KUIIKY.
MaruuTtHO-pesoHaHcHas Tomorpadus (MPT): metop
HIO/Ty4YeHNsI Ie TaTN3VPOBAaHHOTO M300pakeHs
BHYTpPEHHETO CTPOEHNs OpraHoB. V3obpaxxenus,
noxy4yaemble ¢ momoibio MPT, ornnyarorca
OO0/bILINM paspelieHneM, YeM PY UCTIOTb30BaHUN
KT-ckanupoBanus un penrrenorpadun. Kpome Toro,
npu MPT He ucnonbsyerca paanauysa. MPT nonesno
II/Is1 UCCTIeIOBAHMs MATKUX TKaHel (Harmpumep,
MO3Ta ¥ MBIIIIIL), OJHAKO He AB/IAETCA UeaTbHbIM
VMHCTPYMEHTOM /IS MICC/IefloBaHMA KOocTeit. MoXHO
cKasaTb, uTo MPT rosoBHOro Mo3ra — 9TO KaK B/
«3ems» Ha Kaprax Google. Bel MoxxeTe BuzieTs foMa,
YIUIIBL ¥ TAPKY TOYHO TaK Ke, KaK OHMU BBITJIAJAT

Ha CaMoM Jiefie, I MO>KeTe IIOCMOTPeTh, Ha UTO OHU
CTa/IM ITOXOXKM ITOCIIe TOTO, KaK 110 HUM IIPOIIeTICs
topHazio. Ognako MPT (1306pakeHne ropopa) He
IIOMOYKET BaM pacCMOTPETb OT/[e/IbHbIE K/IeTKY VN
HepBbI (JIIOAV BHYTPY SOMOB) U IIPOAHAIN3NPOBATh
(dYHKUIVMOHMPOBaHME MO3Ta (OIpefe/INThb, UAYT I
JTIOfV Ha paboTy, KakK 0OBIYHO, NIV TAKOE JBVDKEHUE
Hab/I01aeTCA TONBKO ceromus). MPT Mo>keT TO/IbKO
II0Ka3aTb HaM CTPYKTYPY.



3/10KauecTBeHHasA IMIepTepMus: ajlepruieckas
peakiys Ha HEKOTOpble BUIbI aHeCTe3UN
(mexapcTBeHHbIe Ipenaparhl, KOTOPbIe JAITCS
nalyeHTaM, YTOObl OHMU CITajIu BO BPeMsI TOM MU
VIHOJI TTpoLiefypsl). laHHOE COCTOsIHYIE MOXKET
IIPefICTAB/IATb ONIACHOCTD JI/IA KM3HMY, TaK KaK
BbI3bIBAET Ileperpes oprannsma. Kak u B cyyae
M060¥1 APYTOI aIIepruy, OHa BO3HUKAET TOIBKO
Yy HEKOTOPBIX JIIOfIell, OHAKO OIIpeJie/IeHHbIe
reHeTMYecKye MyTallyi MOTYT YBEJIMYUTD PUCK €€
IIPOSAB/IEHUA.

MepuiHcKkoe 06CTy>KUBaHue C y9acTiieM
MHOTOIIPOGU/IBHO KOMaH/IbI CIIEIVIa/IICTOB:
COBMECTHOE JleueHIe Mal[MeHTa CIielaaucTaMmu
B Pa3/IMYHBIX 00/TaCTAX, HAIPUMEP, HEBPOJIOTHUN,

ITy/IbMOHOJIOI MM, (bMSM‘{eCKOI‘/‘I Tepanum 1 [YIETOIOTUN.

MynbTucHCTeMHBIN: KOT/ja 3a00/IeBaHNe 3aTparuBaeT
HECKOJIbKO Pa3/IMYHbIX CYICTEM OPraHM3Ma WM KOTJa
Bpauyl OCYILECTB/IAIOT UX oblee 06cIefoBaHme WIn
MOHUTOPVHT.

MuomeTpus: U3MepeHe CUJIbI MBIIILIBI VI/IM TPYTIIIbI
MBIIIL] C MCITO/Ib3OBAHMEM CIIELAIbHOIO YCTPOMCTBA.
Haszoracrpanbubiii 3ouz (HI-30Hz): T nuTarenbHOM
TPYOKM, BpeMEHHO BBOJMIMOI Yepe3 HOCOBOI IIPOXOJ
HalJeHTa HAIIPAMYIO B XKETYHOK.

QOynponnukanusa no Hucceny: xupyprudeckas
onepany I Ie4eHUs TAXKEIO0ro
racTpoasodareasbHOro pedIIoKca, B Xofie KOTOPOit
BEPXHMII OT/IEJI XKeTy/IKa «3aBA3bIBAETCS Y3/I0M».
HenHnBasnuBHasA UCKyCCTBEeHHAs BEHTU/IALNA

nerkux (VIBJI): oquH 13 BUIOB pecnMpaTopHOI
HOJIeP>KKM NAL[MI€HTOB, KOTOPbIe HE MOTYT AbILIATh
CaMOCTOSITE/IbHO VI UCIBITBIBAIOT TPYAHOCTHU

C AbIXaHMeM. JTa MO eP>KKa OCYIeCTBIAETCA
HEVMHBAa3VBHBIMU MeTofiaMy (Harpumep, ¢
VICIIOJIb3OBaHMEM MaCKM BMECTO TPaXeOoCTOMMYECKO
TPYOKIM) ¥ MOXXET IIPOBOANUTLCS, HATIPUMEP, TONIBKO
II0 HOYaM MM BO BpeMs 6one3un. HemnBasuBHas
VIBJI wacto sBnseTcs 60ee IpefIoYTUTE/IbHON, 4eM
VHBa3MBHbIe MeTOAbI. [IprMepoM HeMHBa3UBHOI
VBJI aBnsercsa VIBJI ¢ TOn0XXUTENbHBIM JaBieHEM
(PAP).

Opres: BcmoMoraTebHOe yCTPOICTBO MM MEXaHU3M
(HampyMep, KopceT) IS MOAAeP>KKY KaKoy-mnbo
4acTy Tejla VIV IIOMOIIM B €€ IlepeMeIeHNMN.

B xadyecTBe NpuMepa MO>KHO IPUBECTU OPTE3
roneHocronHoro cycrasa (OI'C). OI'C — aro mmHa
13 TBEPJOTO IUIACTHKA, YCTaHAB/IMBaeMasA Ha 3a/IHIOI0
9aCTh TOJIEH) ¥ CTOIY ¥ OOBIYHO 3aKperisieMas

¢ nomouplo 3actexxek-nunydek. OI'C moxxHO

HOCUTb IIOBEPX HOCKa 11 B 00yBu. brarogaps OT'C
JETH C TIOHVKEHHBIM MbIIIEYHBIM TOHYCOM MOTYT
npro6pecT 1 COXPaAaHUTD CIIOCOOHOCTD XONTb.
OxcumeTpus: nsMepeHne cofiep>kaHus B KpOBI
KIC/IOpOJa.

[TanmmuatuBHasA MOMOIIb: OIVH U3 BUJIOB
MEXIVCUUTUIVHAPHOV MEAUIIMHCKON ITOMOLIN
OOMBHBIM TsDKeTbIMU 3a00/meBanmsaMu. [lannmaTuBHast
MIOMOIIb OT/INYAETCS OT MEAULIMHCKOV TTOMOIIIY Ha
TEepPMIUHATIBHON CTaJUy 3a00/IeBaHUs WV OT MTOMOIIA
110 00/IerYeHNI0 CTPaZlaHNit 60TBHBIX B XOCIMCAX.
Lenbio mamaTBHON IOMOILY ABJIAETCS yIy4llIeH)e
KauyecTBa YKM3HY MalleHTa U YJIeHOB €r0 CeMbU

3a CUeT CHVDKEHMS MHTeHCUBHOCTY IPOSAB/IEHNA
CUMIITOMOB 3a00/IeBaHUS.

MakcumanbHas CKOPOCTb BBIJIOXa IIPY Kallljie:
M3MepeHye MHTeHCUBHOCTY KalllJIA; JAHHBI
TII0Ka3aTeslb yKa3bIBaeT Ha 3¢ (PeKTUBHOCTD IETOYHOM
dYHKIMM ¥ CTIOCOOHOCTD MAIVIeHTa YAAIATD C/IU3b U3
JIETKUX.

[TonmucomHorpadus (uccnenoBane cHa):
o0creoBaHye C 1e1blo GpUKcayy N3MeHEeHNI,
IPOUCXOAIINX B OpraHu3Me 60IbHOTO BO BpeMsI CHa.
B xope aToro nccnefoBaHmA NPOBOAUTCA MOHUTOPUHT
(bYyHKLIMM JIETKUX, CePALIa Y MO3Ta, a TAK)XXe JBVDKEHMUI
r7a3 ¥ MpI. C TOMOIIBIO STUX aHAIM30B MOYKHO
OIIpENENNTDb IPUUNHY JHEBHO YTOM/IAEMOCTH
MaleHTa.

VIBJI c momoXXuTenbHBIM iaBieHueM (positive air-
way pressure, PAP): ogyH 13 BU/J0B HeMHBa3VBHOM
VIBJI, usHavanbHO pa3pabOTaHHBIN it OONbHBIX,
CTPa/Ial0IIVX AITHOD BO CHE, OJIHAKO VICIIONb3YEMBIII U
OO/IbHBIMU C HEPBHO-MBbIIIIEYHBIMY 3a00/1eBaHUSMI.
Cymectsyet gBa Tuna VIBJI ¢ nono>xxurenbHbIM
naBneHueM: VIBJI ¢ MOCTOSSHHBIM MOMOXUTETbHBIM
maBneruem (CPAP win CUITAIT) u VIBJI ¢
IIBYXYPOBHEBBIM II0/IOKUTENbHBIM iaBneHueM (BiPAP
wnn BUITAII). ITocne Toro, kak AbIXaTe/bHbIE Ty TH
OTKPBIBAIOTCA C IIOMOIIbIO TAKOTO almapara, NalyeHT
MO>XXET JbIIIaTh HOPMAJIbHO.

[IpoakTUBHBIN: OAXO[, IPU KOTOPOM EeCTBUA
IpeANPUHNUMAIOTCA IO TOTO, KaK BO3HUKAET UK
ycyrybrnsercs Ta win uHas npobnema. Hanpumep,
KOT/]a BBI IPUCTETMBaeTe peMeHb 6€30IacHOCTH,

BBI COBepIlIaeTe IPOAKTUBHbIE [IeVICTBUA 110
pefoTBpallleHNo TpaBM ronossl npu ITII
[Tporuos: npepmonaraeMoe pa3BuTie OOIE3HN C
Te4eHJeM BpeMeHM C YKa3aHleM TeX M3MEHEHNI,
KOTOpbIe MOTYT IIPOM30MTY C BalllIM PeOEHKOM U €ro
3l0pPOBbEM.



[TporpeccupoBaHue: X071 3a00/IeBaHNSA C TEYEHIEM
BpEMEHI.

[TcuxoMeTpuyeckoe TeCTMpOBaHMe: TPYIINA TECTOB,
KOTOpBIE TOMOTAIOT OLIEHUTD Ye/TI0OBeKa C TOUKM
3peHMs CIOCOOHOCTY K 00YYeHNI0, KOTHUTVBHBIX
GbyHKIWI, TOBEIeHNsT, SMOLIVIOHATIBHOTO

HACTPOS ¥ TMYHOCTHBIX XapaKTepUCTHK. Takoe
TeCTUPOBaHME MOXKET TaK>Ke Ha3bIBaThCs IICUXOJIOTO-
IIelarOrMYeCKON OLJ€HKOM. B OTHOIIEeHMN pa3HbIX
JieTell MOTYT IIPOBOJUTHCS pasHble TeCTbl. OHU
MOTYT 3aBJCETh OT BO3pacTa peOeHKa WIN ero
0COOEHHOCTEI.

®ynkuys BHemHero gbixanus (OBJ1): Habop TecTos,
MO3BOJISIOLIVIX U3MEPUTH, HACKOIBKO XOPOIIO JIETKIe
MOTYT BIbIXAaTh I BBI[BIXaTh BO3JYX I IIepefaBaTh
KJCIIOPOJL B KPOBb.

CKonmnos: aHoOMaJIbHOE UCKPUBIIEHNE TO3BOHOYHNUKA B
¢dpoHTanbHOI IIockocT. Moxket 6b1Th C-00pasHbIM
yn S-o6pasHbIM. CKO/MNO3 C/IefyeT OTINYaTh OT
VICKPUBJIEHUS HIDKHETO (TIOSICHUYHOTO) OTHIeNa
TI03BOHOYHUKA, TIPU KOTOPOM >XMBOT BBIA€TCS
Briepef (MOSICHUYIHBIN JIOPI03) ¥ OT UCKPUBIEHIS
BEpXHeTro (TPYAHOTr0) OT/ie/la I03BOHOYHYIKA, IIPU
KoTOpoM obpasyetcs rop6 (kngos). CocrosHue,

IIpY KOTOPOM K11(pO3 ¥ CKOINO3 IIPUCYTCTBYIOT
OJIHOBPEMEHHO, Ha3bIBaeTCs «K1M(OCKOMMO3».
Cynopora: n36bITOYHBIE BO30YX/IeHVI
9NIEKTPUYECKOIT aKTUBHOCTY MO3Ta. TaKoii

BCIIZIECK MOYKET JIOKa/IM30BaThCSI TOIBKO B KaKOVI-

TO OTIpeJie/IeHHON YacTy Mo3Ta (IapiyanbHbIii/

(b OKaIbHBI CYZOPOXKHBII IPUCTYII) MU
OXBaTbIBaTh BECh MO3T LIe/TNKOM (TreHepan30BaHHbIN
CYZOPOXKHBIIT IIPUCTYII). B CBsI3u ¢ TeMm, 4TO MO3T
KOHTPOJIMPYET BCIO )KM3HEAEATeIbHOCTh OPraHN3Ma,
Y Pa3HBIX JTIOfiell CY/JOPOTY MOTYT BBIIJISIIETH I10-
PasHOMY B 3aBYICMMOCTY OT JIOKa/IM3aLIMM IIPUCTYIIA.
Y HEKOTOPBIX CY/JOPOTY MOTYT COTPSICATh BCE TENIO
VLU OTZE/IbHbIE €r0 YacTy (HapuMep, PyKu Uin
HOrM). Y APYIUX CYAOPOTY MOTYT BBIPaXKaThCs B

TOM, 4TO OOJIBHOI IIPOCTO OYAEeT CMOTPETh B OfHY
TOYKY MHOIJ]A B COIIPOBOXK/IEHN HEOOBIYHBIX
IBVYDKEHUI! pTa, I1a3 nin pyk. Hannune gByx u
6oree MAVONATUYECKUX CYSOPOXKHBIX IPUCTYIIOB
CBUJETENBbCTBYET 06 sammencun. B crygae
IIOI03PEeHMIT Ha Ha/In4ue y pebeHKa Cygopor
obparuTech K CBOeMYy jievalieMy Bpady. bombie
HPOpMALVM O CYJOPOTax ¥ SIMJIETICUY MOXKHO
HaliT!, HaIIpUMep, Ha caiitax efa.org u epilepsy.com.
ATmHO3 BO CHe: HEHOpMaJIbHbIe OCTAHOBKM JIbIXaHUS
BO BpeMs cHa. Koryia yesmoBek ciuT, yactora

ero JIbIXaHUsI 0OBIYHO 3aMeJ/IsIeTCsI, OTHAKO

MHOTTIa OHa 3aMeJISIeTCS CIUIIKOM CMIbHO. Ecm
nay3a MeXX/Iy BIOXaMM ¥ BBIJOXaMU CIMIIKOM
3aTATUBAETCS, B OPraHM3Me MOXKeT HaKaIIMBaThCs
yI7IeKMCblii Ta3. [Ipy 5ToM MO3T MOXKeT He IO/Ty4aThb
IOCTAaTOYHO KUCIOpo/a (TUIOBEHTUIALNA). ATTHO3
BO CHE IIPUBOJUT K YCUTIEHHOMY CTPecCy I
opranusma. OTCyTCTBUE JIeUeHVsI XPOHUIECKO

(T.e. HONITOCPOYHOI) TUIIOBEHTU/ISIIIUY MOXKET
IIPUBECTY K CEPIeYHON HelOCTaTOYHOCTY I JIPYTUM
MY/IBTYICUCTEMHBIM ITPOOIIeMaM.

Crnmpometpus: Haubojiee MOMY/IAPHBIN CII0CO0
aHanmM3a QyHKIUY JTeTKMUX, KOTOPBIN 3aK/TI0YaeTC

B U3MepeHNM 00’beMa BJIbIXaeMOr0 U BbI/IBIXaeMOTO
BO37yXa.

[TopBBIBMX: YaCTUYHOE PACXOXK/IeHNE

CYCTaBHBIX IOBEPXHOCTEN C COXpaHEHVEM TOYeK
conpukocHoBenus. [Ipu BM]] yacto Habmogaercs
TIIOZIBBIBUX Ta300€IpEeHHOrO CyCTaBa.

KpuBomes: ofyH 13 BU/J0OB KOHTPAKTYpPHI LIeN, IIPK
KOTOPOII 1lIes] HAK/IOHAETCS B OGHY U3 CTOPOH TaK, 4TO
yXo npubmmkaercs K miedy. PebeHoOK ¢ KpuBoleeit He
MOXXET IIO/THOLIEHHO IIOBEPHYTb TOJIOBY.

Jl1Ha TOKTEeBOI KOCTY: J/IMHA PYKY OT 3aIIACThSA IO
JIOKTsI. DTOT MTOKa3aTe/lb MO>KHO MCIIO/Ib30BATh IS
OLIEHKM POCTa MAlMeHTa, KOTOPBIl He MOXKET CTOSTD
PSIMO.

Banpnpousas kucnora (VPA): oguu us
IIPOTVBOCYIOPOXHBIX IIperaparoB. VI3BecTeH oy
TaKMMM TOPTOBBIMI HaMIMeHOBaHMsIMM, Kak Depakote
(tabmerku/kancynsl) u Depakene (pactBop).
Bupeodmoopockonusi: OfyH 13 BULOB
peHTreHorpadyecKkoro CC/IefOBaHNsA, IPY KOTOPOM
BefleTCs BUIEOHAOIONIeHIe aKTa [TIOTAaHUs Ha
npenMeT BO3MOXKHOI aciupanym. ITO UCCIeOBaHMe
TaK)Ke Ha3bIBaeTCsl «<MOAMUDUIIPOBAHHOE
PEHTTeHOIOTMYeCKOe UCCIeloBaHNe C [TIOTaHNEeM
Oapusi».

Bernoe BeliecTBO: OMH U3 KOMIIOHEHTOB MO3Ta
HapsIy C CEpPBIM BellecTBOM. B rojloBHOM Mosre 6enoe
BEIIeCTBO HaXOAVUTCSA BHYTPU U OKPY>KEHO CePhIM
BemecTBOM. Cepoe BelecTBO COCTOUT U3 HEIPOHOB
(ABIAOIMXCS UCTOYHMKAMY HEPBHBIX CUTHAIOB), B
TO BpeMsI Kak 0e/ioe BelleCTBO COCTOUT 13 HEPBHBIX
BOJIOKOH (aKCOHOB), COeVIHAIOIINX HEPBHbIE KJIETKU C
APYTUMU OpraHamMy. AKCOHBI OKPY>KeHbI MUETTITHOBOJI
000/10YKO11, KOTOpasi IOBBIIIAET CKOPOCTb
IPOXOXK/IEHVSI CUTHAJIOB. VIMEHHO 13-3a MIe/TIHa 9Ta
4aCTh MO3Ta MMeeT OeIblil IIBeT.



[Ipunoxenne D
JTnarHocT4eckKye MeTOIbl

HOuarnoctuka BM]I HaunHaeTCcs ¢ IIOCTaHOBKU
K/IMHMYECKOTO AMAaTHO3a. ITO 3HAYNT, YTO Bpad,
MEAVIVHCKUI pabOTHMK CMEXHBIX CIeLIMaTbHOCTEN
v PUSMYECKUI TepaneBT JO/DKHBI PACIIO3HAThD
Ha/IM4Me y manyenTa (M1ajeHIa, pebeHka, MogpocTKa
VIV B3POC/IOTO) CUMIITOMOB VIV ITpu3HakoB BMJI:
PAHHIOIO MBIIIEYHYI0 CTA00CTh C KOHTPAKTypaMu

1 6€3 HUX, CJIOXKHOCTY C IbIXaHMeM, ICKpUBJIEHIe
1103BOHOYHMKA. Cofiep)KaHMe KpeaTMHKEeHa3bl B
KpoBy ipy BMJI MO>keT OBITh TOBBIIIEHO, HO MOXKET 1
HaXOUTbHCA B Ipefe/laX HOPMBI.

Ecnu Bpay cumraet, YTO KAMHUYECKUI IMATHO3
IalyeHTa ¥ €r0 CUMIITOMBI COOTBETCTBYIOT
onpenenenHomy nogruiy BMII, on moxer cpasy
INPUCTYIIUTD K TEHETUYECKOMY T€CTUPOBAHUIO
(aHa/!M3 KPOBM) IIPY YC/IOBUM, YTO M3BECTEH I'EH,
KOTOPbII BpI3bIBaeT faHHbI nogrun BM]I. K
IIpUMepY, eClu y peOeHKa pUTHIHBIN HYDKHNIT OT/eN
II03BOHOYHVIKA, TMOKIe MajIbIbl, PyMsIHel] Ha IIeKax,
KeJIOVIHBIN py6el, «IrycuHast Koxka» (pOJUIMKY/IAPHBIA
TUIepKepaTo3) ¥ KOHTPAKTYPhI IOKTEBBIX CYCTABOB,
OH MOXKET PACIIO3HATb KaPTUHY, XapaKTEPHYIO I
MMOIIATHM, CBA3aHHOM C KoutareHoMm IV tura, u cpasy
IEPENTU K TeHETUYECKOMY TECTUPOBAHMIO Ha IIPEAMET
myTauumii B reHax COL6A1, COL6A2 n COL6A3.
Ecnm Bpau nogospesaetr BM]I, HO He MOXeT
Pacro3HaTh XapaKTEPHYIO KapTUHY, CIeyIOINM
marom OyzieT IpoBefieHyie OYONICHI MBIIIEYHO

TKaHM WU KOXXI. broncus Koxxu MoXkeT IoMo4b
muarHoctuposatb LAMA2 n COL6. (TectupoBanue
Ha npepMeT Hannmuysa aDG npoBoanuTcs TONBKO B
paMKax MCCIeflOBaHNA, IPOXOAAILET0 B YHUBEPCUTETE
mrata Aiosa.) [l [UarHOCTUKY JPYTUX TUIIOB

BM/I TpebyeTcst GMOIICKS MBILIEYHON TKaHN.

Bpay paccMarpuBaeT MBIIIEYHYIO TKaHb IO
MUKPOCKOIIOM U MIIET CTPYKTYPHBIE ATONMOINM (9Ta
0071aCTh Me[VIIIVIHBI Ha3bIBAETCS «ITaTO/IOTMYeCKast
TYICTOJIOTYISI» ), @ 3aTeM IIPY IIOMOIIY CIIelVaTbHBIX
KpachUTesIeN UCCIefyeT ee Ha IIPEAMET OTCYTCTBUA
OIIpefie/IeHHBIX O€TKOB, KOTOPOe MOXKET SBJIAThHCS
npuarHoi BM]I («MMMyHOTMCTOXMMMIYECKOE
uiccrleioBaHue»). B HacTos1ee BpeMs B OONIBIINHCTBE
nabopaTopuil MaTOMOIMYeCKO aHATOMUY €CTh
HOCTYII K KPAaCUTEIAM, II03BOJIAIOLVM BbIABUTD
pedunut guctpoduHa (qucrpodus HomenHa),
Mepo3MHa 1 capKormkaHoB. Oxpacka Ha COL6 u
DVICTPOIIMKAH IIPOU3BOAUTCA TONIBKO B HEKOTOPBIX

nmaboparopusax B CIIIA 1 06bIYHO He OCYIeCTBACTCA
B XOJie PYTMHHBIX aHa/II30B MBIIIEYHOTO OMONTATA.
Ecnu o pesynbraram 6moncumy HabmomaeTcs

IIO/IHO€ OTCYTCTBYE VIV Ae(DUIIUT TOTO VIV THOTO
BXHOTO 6€/IKa, YTO COOTBETCTBYET MMEIOIINXCSA Y
MalyieHTa CUMIITOMaM, Bpa4d Ha3HavyaeT TeHeTUYeCcKoe
TeCTUPOBaHNeE J/IsI BBIABIEHNSA IIPOOTeMHON My Talun
(ecnmu 3TO BOSMOXKHO).

g puaraoctuky BMJI MOryT Tak>Ke MCIIO/Ib30BaTbhCA
Takue MeToguky, Kak Y3V nin MPT-ckanupoBaHne
MBIIIILI, C IOMOIIBI0 KOTOPBIX MOXXHO OIIPEMENINTD,
KaKJie MBIIIIIbI yYaCTBYIOT B Iiponecce. [Ina
HEKOTOPbIX TuoB BM]I, HanmpuMep, MUOIIATH,
cBAsaHHOI ¢ SEPN1, XxapakTepHO y4acTye MbIIIL]
BHYTpeHHeIl yacTu 6efipa, KOTOpOoe He BCTpedyaeTcs
npu Apyrux popmax MbleyHoit gucrpodum. MPT-
CKaHVPOBaHME TOJIOBHOTO MO3Ia MOXKeT IIOMOYb

IIpY IMATHOCTMKE JUCTpornuKanonaTuit u BMII,
csi3aHHOV ¢ LAMA2, Ha ¢poHe XapaKTepHBIX
CTPYKTYPHBIX aHOMa/INIi ¥ aHOMa/Init 6e1oro
Bel[eCTBa, COOTBETCTBEHHO.

OxonuarenbHbIM noATBepKaeHeM BM]I aBnserca
reHeTMYeCKoe TeCTUpOBaHMe. BaXxHO, 4TOOBI
6onpHble BM]] MOV ITONTYYNTh TeHeTIYEeCKOe
HOATBEP)K/IeHNe CBOETro 3a60meBanmsi. ITO O3BOIUT
HaM pacIIVPUTDb HAIIY 3HAHMA O T€eHeTUYECKNX
MYTalAX, €r0 BbI3bIBAIOIINX, CBA3AX MEX/Y
OT/I€/IbHBIMYM MyTalVMAMM U TAXKECTHIO CMMIITOMOB, a
TaK>XX€ OTKPBITh HOBbIE T€HBI, YYaCTBYIOIIVE B JAHHOM
npouecce. Ha cerogHAMHNII IeHDb BbIABJIEHBI HE BCe
reHbl, BeI3biBatonie BM/I, omHaKo ncciemoBaHMs
ceityac BefyTcs C Topaszo 6omee BHICOKON
VIHTEHCHBHOCTbBI0. MBI HajieeMcs, 4TO B OypyuieM
YHACTCSA OIPENENTD BCe Te€HBI, IPUBOAALLNE K
nossBnenuio BMJI.



[IomaroBas guarpaMma AnarHoctuky nogrumna BM/J

HerT

Knmmanaeckuit guaraos BM /] ?

Ha

JInarnos no pesynbraTam
MBILIEYHO 6MOTICHN:
OKpacKa Ha IIpefMeT
Ha/n4ysi 6€NKOB U MOUCK
NIPYI3HAKOB MBIIIEYHOI
nuctpodun

JluarHo3s no pesynabraTam
OMOTICUY KOXKI: TOIBKO

€C/IM TI0 pe3y/IbTaTaM
K/JIMHUYECKOTO IMarHosa
SICHO, YTO OCHOBHBbIE
npereHjgeHTl — LAMA?2

u COL6 (ananus 6uoncun
koxu Ha aDG memaercs
TOJIBKO B MCCIIEOBATETbCKOI
nabopaTopunu YHUBepcuTeTa
AJ10BBI)

/

Heduunt 6enka mo

pesynbTaram 6moncun
MBIIIEYHO TKAaHV VIV KOXKU:
Hepexofi K TeHeTUYeCKOMY
TECTVPOBAHNIO

\

IeneTtuyecknii mmarHos
BM]I: MbI 661 XOTENIN,
YTOOBI BCE MAI[MIEHTHI C
BM/I mpowiu 3TOT 3TaIl U
IIOJTY4V/IN TIOATBEPKIAEHIE
TeHeTNYECKOI MyTalumn
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bnarogaproctu:
Hamnmcanue sToro pykKoBoAcTBa CTaIo0 BO3MOXKHBIM O/1arofjapst 3aMbIc/ry DHH PyTKOBCKI
(Anne Rutkowski), pykoBopnrens ¢ponpma Cure CMD. Ero aganranmys, coctasienne
pemakuys 6suM ocyiecTsieHb! Cblodan Ckmapodd-BaH Xyk (Susan Sklaroff-Van Hook) n
Haiten Cmut-Xo6an (Diane Smith-Hoban).
OKCIepThl, IPMHUMaBIINE YIacTIe B HallVICaHUy pykoBozcTBa: Merans JIng (Meganne
Leach), MSN, APRN, PNP-BC, Karu Meitop (Katy Meilleur), PhD, CRNP, HaunonanpHsie
uHCcTUTYTHI 3apaBooxpanenns CIIA; Tomac Ceitepcen (Thomas Sejersen), MD, KaponuHckuii
MHCTUTYT, llIBers; Kot Bymon (Kate Bushby), MD, Yausepcurer Horokacna; Yun X. Ban
(Ching H. Wang), Crandopacknit yausepcuret; 1 Kapcren bonnmansn (Carsten Bonnemann),
MD, neTckme HEpBHO-MBIIIEYHbIE U HelIpOreHeTMYecKe 3aboneBannsi, HaimonanpbHbie
MHCTUTYTHI 3apaBooxpanenns, CIIIA. MexuimHcKoe pegakTpoBaHme ¥ IyOIMKamys
ocyuiectsiensl npu nogpep>xke Mapu T. epkun (Mary T. Durkin), Jasien Tpy (Diane True)
u OpuH Maxkrepk (Erin McGurk).
Vcrionp3yeMble B HACTOSIIEM PYKOBOACTBe GOTOMATepyaIbl ObIIV IPESOCTABIEHBI CEMbMNI
¢ BM]I. M 651 XOTeM 1OOIarofapuTh BCeX JIeTell U WIEHOB X CeMell, KOTOPble pa3peiin
HaM JICIIOIb30BaTh CBOM (poTOrpadum.
Ecnu y Bac ecTb Kakue-m160 BOIPOCHI IV KOMMEHTAPUM, KOTOPbIe MOTYT OKa3aThCs
II0/Ie3HBIMM IIPY ITOATOTOBKE OYAYIIMX peflaKI[Mil HACTOSAIIEr0 PYKOBOZICTBA, BBl MOXKETE
ceasatbes ¢ porgoM Cure CMD (info@curecmd.org) wan HanycaTh HaM 1o agpecy: Diane.
Smith-Hoban@curecmd.org.

JTrocunpa JIn - rpadmyeckuit ausajiHep He-aHITIMIICKMX Bepcuil pykoBozcTBa. OHa
usy4aeT rpadu4ecKuil Au3aliH B YHUBEPCUTETe, peann3oBanga MHOTO JU3aiiH-IIPOEKTOB
JUIS1 pa3/IYHBIX OpTaHM3aVIL, IVIAHUPYeT Ha4aTh COOCTBEHHBIN OM3HeC Kak rpadydecKuii
nu3ariHep. JIlocMHAa caMa XMBET ¢ OFHON 13 (GOPM MBIIIEYHBIX 3a00/IeBaHNIL.



