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MmukoreHos Il Tuna (6onesHb Momne)

Imukorenos II Tuma
(6onesun ITome)

OnpepeneHue

Inuxorenos II Tuira, 3a60/eBaHNe TaKKe IMPOKO M3BECTHOE KaK 60/Ie3Hb
ITomme (BIT), OTHOCUTCA K PefKUM MY/IbTUCHCTEMHBIM HAC/IECTBEHHBIM
6omnesuam Hakornenus (OMIM: 232300), cesasanHbIM ¢ feduutom dep-
MeHTa KICTIOi MajibTa3bl B In3ocomax. [IpenmyIecTBeHHOE HAKOIIeH e
IINKOTeHa OTMeYeHO B CKeJIeTHBIX MBIIIIIAX, HO B Pa3HOII CTEIIeHN MOXKET
06HApY>KMBATbCsI ¥ B APYIMX OPraHaX M TKAHSIX, BKIIOYAs CepedHyIo
MBIIIITY, TIeYeHb, HEPBHYIO CUCTEMY, ITIAKYI0 MYCKY/IaTypy 1 Ap.

B /mTepaType MCIONB3YIOTCS CrlefyloLine OOIIeIPUHATbIE CHHOHUMBDI
BII: 6one3ub HakomteHus rvkoreHa II tuma (GSD-1I), geuiyr kucmoi
manbrassl (AMD), rukorenos II tumna.

nuaemMmuonorus

Tounas pacnipocTpanenHocTs BII HensBectHa. [To JaHHBIM pasHBIX aBTO-
POB, YaCcTOTA BBIAB/ICHNs 0O/IE3HN B 3aBICUMOCTY OT CTPAHbI M STHIYEC-
KOV IIPUHA/JIKHOCTY BapbupyeT B inanasoHe ot 1:40000 mo 1:300 000.
Hampumep, B ro>xaoM Kntae n Ha TaitBane pacpocTpaHEHHOCTD K/IACCH-
JecKoit Mnagenydeckoit (nHdanTumbHOI) dopmer BIT coctasmser 1:40 000—
50000, T.e. puarnoctupyerca y 0,5—1 % HaceneHus U ABIAETCA CaMbIM
YacTbIM I/IMKOreHo30M. Ecnu paccMarpuBath faHHble 1o TaitBaHIo oT/ie-
JIbHO, TIOKa3aTenb 3aboneBaeMocty coctaBun 1:33134. Ilo pesymbratam
CKPUMHMHTA HOBOPOXX/IEHHBIX IO CyXOMY IIAATHY KPOBM B ABCTPUM pac-
npocTpaneHHOCTb BII coctaBuna 1:8684. B Tonnanauy 9acToTa BbIABIE-
Hus T7MKoreHosa Il Tuma y mmageHtes coctasaser 1:138000, a ¢popmsr
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MukoreHos Il Tuna (6onesHs Momne)

BII ¢ nosgHum Havanom — 1:57000. CerogHa c4MTaeTcs, 4TO CyMMapHas
paciipocTpaneHHOCTb BII coctasnser 1:40 000.

Knaccndpukaums

BII OTHOCHTCA K ITIMKOT€HO3aM — TPYIIIe PelKUX HAC/IelCTBEHHBIX 60-
JIe3Hell HapyLIeHNsA MeTabo/MM3Ma IIMKOTeHa, CBA3aHHBIX C M3MEHeHVeM
HECKOMbKMX (PePMEHTOB, BOB/ICYEHHBIX B CUHTE3 M PaCIaj IIMKOTEeHa.
Knyuuudeckue mposBieHns 60/e3HN CBA3AHBI C ATONMOTMYECKUM HAKOTI-
JIeHMeM I/IMKOTeHa U IIPOLYKTOB ero MeTabonmsma B KireTkaX. CerogHs
BBIIEJIIIOT 8 OCHOBHBIX TUIIOB I/IMKOT€HO030B. BII OTHOCUTCSA K I/IMKOTe-
Ho3y II TIa — IIMKOreHosy, 06yClI0BIeHHOMY HElOCTaTOYHOCTDIO T30~
COMHOJ1 a-1,4-T/TI0KO3W/Ia3bl, IPUBOJALIEI K M36BITOYHOMY HAaKOIICHIIO
IJIMKOT€HA HOPMAa/IbHOM XMMMYECKON CTPYKTYPBI B CEPAIle, CKEeTHBIX

MBIIIIIAX, IEYCHN, MO3I€e.

Cormacio MKB-10 3a6orneBaHne oTHOCUTCA K Kmaccy IV, 6o/esHsM 3H-
TOKPYMHHOJ CHCTEMBI, PACCTPOICTBY MUTAHNA 1 HAapYIIEHNIO 06MeHa Be-
miectB, E74.0 — 601e3H1 HaKomieHus rauKoreHa (6onesun [Tomre).

Bcex manneHTOB ¢ rmuKoreHo3oM Il Tuma He3aBUCHMO OT BpeMeHM Hava-
J1a OT/IMYaeT HeYKIOHHO IIPOrPecCHPYIOLINIi XapaKTep TeueHNs 60TIe3HI.
ITpomomxkaromieecss OTIOXKEHME IIMKOT€HA B TKAHAX-MUIIEHAX HapylIaeT
uX QYHKIMIO M B KOHEYHOM UTOTE IIPUBOLUT K HEOOPATUMBIM CTPYKTYP-
HBIM M3MEHEHNAM TKaHeil 1 cMepTenbHOMY ucxony. bIT xapakrepusyercs
MO/IMOPTaHHON IATONIOTHEl, HO YaCTOTa BOB/IeYeH M TeX M/IU MHBIX OpTa-
HOB I CHCTeM OyJieT pasHoil B 3aBUCKMOCTH OT BpeMeH! MaHubecTa.

TMonsitky knaccu¢ukanyy BII B 3aBMCMMOCTH OT BO3pacTa Hadasa ¢ BbI-
HereHyeM MIIafieHdecKoil GOpMbI ¢ 1e6GI0TOM Ha IIePBOM TORY KUSHU
(c monpaspeneHneM Ha PaHHION, ITO3[HIO0 MIafieHuecKyio Gopmy, Gpopmy
¢ KappoMuomaTueit 1 6e3 Hee 1 T.1I1.), JETCKYIO, IOBEHIWIBHYIO 1 B3pOC-
1yt GopMBbI 60JIE3HN He HALIN eAMHOAYIIHO ITOAAEPXKKY CIIeI[1aIiICTOB.
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MmukoreHos Il Tuna (6onesHb Momne)

CCI'OJIHH C y4€TOM €IMHOrO IIaTOreHe3a I/IMKOreno3a II tnma BBIJETIAIOT
TO/IBKO BAa BapMaHTa BII B 3aBucumocTy ot BpeMEHN MaHI/I¢CCTa CUMIT-

TOMOB:

o MiafieHYecKas (MH(paHTHIbHAS) 60e3Hb [Tomme (MBII),
MaHu}eCTUPYIOLas B IIEPUOJ HOBOPOXK/IEHHOCTH VIV B MIAfieH-
YeCKOM BO3PacTe;

« Gonesub [Tomrie ¢ mosguum Havanom (BITITH).

Ka)KJIaH W3 BBIICTICHHDBIX (bOpM MMeeT CBOY 0COOEHHOCTI KJIIMHUKU, aNnro-

PUTMOB AVATHOCTUKYU Y TAKTUKM BENCHNA ITALIVIEHTOB.

MBII xapakTepusyeTcsi TSDKEIbIM HPOTrPECCUPYIOLIMM TedeHMeM U ObICT-
PBIM PasBUTVEM MOMOPTAHHOM IATONIOTUY — MBIIIEIHON TMTIOTOHNN ¥ CTIa-
60CTH, CeppevHoil HETOCTAaTOYHOCTBIO B pesy/braTe IMIepTpodurdeckoi
KapAMOMIIOIIATIM, {bIXaTe/IbHOI HEHOCTATOYHOCTHIO Ha (hOHe crmabocTy ama-
(parMbl M MeXpeGepHbIX MBILIL, HAPYIIEHNUAMM MUTaHUA (TPYFHOCTH
IIpY BCKapM/IMBAHMM) U3-3a CTAGOCTH TTULIEBOI MYCKY/IaTyPbl 11 YBETMYeHIS
A3bIKa, yBemmdeHneM nedeHyu. Cmepts npu MBII yamie Bcero Hacrymaer
Ha IIepBOM TOJY JKM3HM OT CepfiedHO-IbIXaTe/TbHON HeFOCTaTOYHOCTH.

BIIITH ormyaerca ot MBII 60ee MATKMMM KIMHNYECKMMM IIPOSAB/ICHN -
AMU U TE€YEeHMEM, OTCYTCTBYEM IOMMOPIaHHON HaTomoruu (IIopaxkeHue
ceppLa KpaitHe pefiko) u 6ojee TO3JHUMI OC/IOXHEHUAMM CO CTOPOHDI
IBIXATE/MBHOM CUCTEMBI B pesynbraTe CIaboCTM MbII fadparmbl
u MeXpebepHoit MycKymaTypbl. OOBIYHO MALMEHTHI MOTMOAIOT OT [bIXa-
TE/IbHOI HEJOCTATOYHOCTY M MHQEKIMOHHBIX JIETOYHbIX OC/IOXHEHUIL.
Bpemsa rubenn maumentos mpu BIIITH 3aBucut oT MOMeHTa Havama
U IOC/IeRYIOLIero XapakTepa TedeHus 60/e3HI ¥ MOXKET HACTYIUTb B Jie-
TCTBE, JOHOIIIECKOM, B3POC/IOM IV TIPEK/IOHHOM BO3pacTe.

Tenernmueckmit medext npy BIT mposBndeTca HeOCTATOYHOCTBIO dep-
MeHTa Kucinoii anbga-rmoxosunassl (KAT). Ten KAT nokanu3oBaH Ha ymH-
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MukoreHos Il Tuna (6onesHs Momne)

HOM IUtede 17-i1 xpomocomsl (17q25.2-q25.3), coctont u3 20 9K30HOB U Me-
et pasmep 20 K6. Ceropus ngentnduimposaso 6onee 300 My Tarjuit reHa,

¥ MIX 9UC/I0 IIOCTOAHHO pacTeT.

MyTanus reHa NpUBOAUT K CHIDKEHMIO CMHTE3a VIV TOTHOMY OTCYTCT-
Buio hepmenTa KAT, KOTOpBIit OTHOCHTCA K IPYIIIe TM30COMaTbHbIX THJ-
pornas. 3aboneBaHue MOHOTEHHOE, HAaCTIeAyeTCs 10 @y TOCOMHO-PeLieCCHB-

HOMY THUITY.

Matodunsmonorns

MyTanus B IByX Konuax reHa GAA, KOOUPYIOLIETO TM30COMaIbHBII
susuM GAA, OTBeYalOIIVil 3a Jierpafialivio TIMKOTeHa B /IM30COMaX,
IPUBOAUT K pasHoIl cremeHu pgeduunra sHsuma. MBII passBuBaercs
[IpY 3HAYUTETBHOM CHIDKeHnN (06br4HO0 < 1 % B pubpobmactax KoXxn)
VIIN TIOJTHOM OTCYTCTBI/II/I aktuBHOCTU 9H3UMa KAT. Bornbiie Bcero rim-
KOTeH HAKaI/IMBAeTCsA B CKeMeTHBIX MbIIIIAX U medeHu. OTI0XKeHMe
WIM YTWIN3aLUs ITIMKOTeHa 3aBUCUT OT MOTPeGHOCTM OpraHm3Ma
B I/IIOKO3€e. broxmmmdeckne mpespaijeHns INIMKOTeHa B Ied4eHM CIOo-
COOCTBYIOT TOJJIeP)KaHMI0 HOPMATbHOIO YPOBHSA ITIIOKO3bI B KPOBH.
B cKe/leTHBIX MBIIIIAX PU MeTabomnsMe ITIMKOreHa 06pasyeTcs I/io-
K030-6-ocdart, yuacTByommilt B Ipolecce OKMCIEHNA U IPOLYKIIN
9Hepruu, HeoOXONMMOIT /i1 HOPMA/IbHOI PAbOTHI MBILIIBI (€€ COKpa-
IeHNs ¥ pacciabnenns).

MeTa60/mm3M I/IMKOTeHa IPOUCXOFUT ITyTEM HOC/IEOBATEIBHOTO OTILeII-
JIeHJA OCTAaTKOB ITIIOKO3BI B BUJIE ITII0K030-1-ocdara. [lnko3uaHas cBA3b
paclLenIfeTcst ¢ UCIOMb30BaHNeM HeopraHmdeckoro gocdara un dep-
MeHTa I7IMKoreH(ochopuassl.

1. Inukorendocdopnnasa pacierniseT TONbKO d-1,4-IMuKo3ufHbIE CBsI-
3u. IloaTalHOe OTIUEIUIeHNe OCTATKOB IJIIOKO3BI IIPEKPAIaeTcs], KOIfa
JI0 TOYKY BEeTBJIEHNUS OCTaeTcsi 4 MOHOMepa (peakuus 1).
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MmukoreHos Il Tuna (6onesHb Momne)

2. Peaxuns 2 3aK/1049aeTcs B epeHOCE TPeX OCTABIINXCS KO TOUKM BETB-
JIEHVSA TIIOKO3HBIX OCTaTKa Ha HEPeNyLMPYIOLii KOHEl, COCeiHel Lenmu
[IpM yYaCTUM OJIMTOcaxapupTpancdepassl, yIIMHIS ee U TaKUM 06pa3oM
cospaBasi yCIoBus st fieiicTBus pocopuassl.

3. Peakuus 3 mpoucxoput npu yyactuu depmenta KAT, yro npusogur
K TUJIPONIUTUYECKOMY OTIIeIUICHNIO ITTIOKO3HOTO OCTaTKa B BUJie CBOOOJ-
HOJ [7II0KO3B1. B pesynbrare oTIernieHns cBOOOIHO I/TIOKO3bI HEPa3BeT-
BJIEHHBIIT YYaCTOK IIMKOTeHa MOXKeT BHOBb aTakoBarhbcs hpocdopuasoit.
Orcyrcrue wm 3HaunMbIi fe¢uiut KAT npuBoanT K MacCMBHOMY Ha-
KOIIJICHUIO TTIMKOTEHa B TM30COME U €€ TlepepPacTsKEHNIO, BIIOTH JI0 Pas-
pyLIeHHus.

ITpn BII He3aBucrMO OT HOPMBI ITMKOTEH MOYKET HAKAIIMBAThCS MpakK-
TUYECKM B JIOOBIX TKAHSX, HO IIPM 9TOM MMEEeTCsl IIPeMMYIIeCTBEHHOe
CKOIIJIEHME TTIMKOT€Ha B Pa3HBIX OPraHaX ! TKaHAX, KOTOPOE yKe 3aBUCUT
ot popmer 6onesnn. Tak, mpu MBII rIuKoreH HaKanIMBaeTCA B CKeNleT-
HOJl MYCKyNaType, cephedHoll Mbllllle, IIeYeHN, MBIIIIIAX sA3bIKa. Pexe
aHOMaJ/IbHbIe OT/IIOKEHNS IIMKOT€HA MOTYT BCTPEYAThCS B MBIIIEYHOM
C/I0€ COCYAMCTON CTEHKH, OIpefieNiAsd pa3sBUTIE aHEBPU3M U MalTbpopma-
LA, a TAKOKe B KJIETKaX LIeHTPa/IbHOI 1 HepudeprdecKoii HepBHOII Cuc-
temsl. [Tpu BIIITH B or/mrane ot MBII 6onbiie Bcero cTpagaeT CKeeTHast
MYCKy/IaTypa, B TO BpeMs KaK ITopakeHJe OCTaIbHBIX OPTaHOB ¥ TKaHell
BCTPEYAETCS 3HAYUTEIBHO PeXke U IO TAXKECTU MOPaXKeHNsl He COIOCTa-
BuMo ¢ MBII. Ha panexo samepmmx cragmax BIIITH camxenne cmyxa,
HapyIlleHJe MOYeNCITyCKaHNUA 1 leheKalnu, a TAKXKe CTyYaifiHO BBIAB/IAC-
Mble BHY TPMMO3IOBbIE COCYAMCTbIE Mab(OPMALINIA Yallle BCEro sBIISIOT-
s IPM3HAKaMM OCHOBHOTO 'eHETUYECKOTo Jiedexra.

Bropuunsle GpakTOpbl MOTYT BIMATH Ha KIMHMYecKoe Tedenne BII y ma-
I[VIEHTOB C OJMHAKOBBIMY F€HETIIECKIMI MY TaIVAMM, YTO COOTBETCTBY-
eT cmaboil KoppenAuuy Mexay reHotunom u ¢enorunom. Hecmorps
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Ha pasHoOOOpasme KIMHMYECKO) KapTuHbl, BII XapakTepusyercsi HeykK-
JIOHHO IIPOTPECCUPYIOIIMM TedeHMEM C PasHbBIMM BapMaHTaMI IPOrpec-
cuposanns. [Inarsoctuka BIT He3aBucuMo oT popMbI OCHOBaHA Ha OLiCHKe
KIMHNYIECKNX CUMIITOMOB, NaHHBIX MHCTPYMEHTA/IbHBIX 1 naéopaTop—

HBIX 06cIeoBaHmiL.

KnuHunyeckue nposiBneHus mnageH4eckon popmbi bl

Bo Bcex cnydasx mpu nogospeHnn Ha MBII 06s3aTebHBIM SBIAETCA
YTOYHEHME CeMeifHOro aHaMHe3a (BBIAB/IEHME CITy4YaeB paHHell CMepTu
B CeMbe, TMOeITI IeTeil B paHHEM JIETCKOM BO3PacTe, HEOObIYHBIX MbIIIIEY-
HBIX IIPOSABJIEHNIT, MMOIIATUM); C Y4€TOM Pa3BUTHA HOIMOPTaHHOI 11aTo-
JIOTMY [OKa3aHO PaclIpeHHOe Tab0paTOpHOe 1 MHCTPYMeHTaIbHOe 00-
cefoBaHue.

Iepsbie npusnaku u cumnTomMbl MBIT BosHuKalOT y>xe Ha 2—3-M MecALax
>xusHK. IIpu ocMOTpe Ha eAuaTpuIecKOoM IpyeMe BhLAB/IAITCA MblIled-
Hasi TUIIOTOHMS U IIPOTrpeccpyIoLiast MbliedHast c1aboctp. JInmo peGeH-
Ka Ipro6peTaeT XapaKTepHbIil BIJI: POT IPUOTKPHIT, IIOIOCTDb PTa 3aI10N-
HeHa YBeJMYEHHBIM A3bIKOM (y 1/3 MajeHIeB), MMMNUKA OCTabieHa.
Marb 4acTo KaayeTcs Ha TO, 4TO pebeHOK CTasl I/IOX0 6paTh IPyAb U OT-
CTaeT B Bece, OBICTPO yCTaeT IpU COCAaHMM, IIIOXO IoTaeT. JambHermmit
OCMOTD BBIAB/IACT IVIOTHOCTD MBI, 0OHAPYXMBAIOTCA MPU3HAKM JibIXa-
TEJIbHOM M CepHevHOil HeOCTATOYHOCTI: OIeTHOCTb KOXM, LiEHTPaslb-
HBIJ ¥ aKPOLMAHO3, TUIIEPTUPO3, CTOHYIIEE AbIXaHMeE, yIacTIie BCTIOMO-
raTe/bHOV MYCKY/IaTyphl B aKTe AbIXaHMA, fedopMaLys IPyHOI KIeTKM
10 TUITY «CePfIeYHOro ropba», pacinpeHe rpaHinL OTHOCHTENBHOI cep-
JIe4HOI TYIIOCTH, OCab/eHue nepudepudecKoit myabcalnm, reraToMera-
s, epudepryeckie OTeKU. B /Ierkux aycKy/nbTaTMBHO OLPeHeIsIoTCst
JKeCTKOe JBIXaHMe, YaCTO — IIPOBOJHBIE XPUIIbI, OCTab/IeHMe IbIXaHUs
ClieBa, TaXUITHO3; TOHBI CEPAIla T/TyX1e, CUCTOMMYECKMIT IIyM HaJ, BCeit
0671acThIO Cepilia, HapylleHue pUTMa ceppua (Taxukapaus, 6pagukap-
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MmukoreHos Il Tuna (6onesHb Momne)

aus, KemypjoukoBasi apurmust). st kimaccmdeckoit MBII xapakrepHo
Pa3BUTHE aTeNEeKTa30B JIETKMX Y M/IafleHIIeB, B OCHOBHOM B HIDKHeII Jfore
JIEBOTO JIETKOTO 3a CYET CAABJICHN I/TABHOTO OpOHXa rMIepTpodupoBaH-
HbIM ceppileM. Ileuenb yBenmmyeHa. PenTrenonornyeckoe muccnenoBanme
TPYZIHOII KJIETKM BBIAB/IAET TUIepTpodudeckyro Kapauomuonaruo. [Ipu
6onee nospHeM febore MBII B aHaMHe3e — 4acTble pecIMpaTOpHbIe MH-
exuum.

Hespornorydeckuit ocMOTp 0OHapyXMBaeT BHIPAXXEHHYIO 3afIepXKKy pas-
BUTUA B BUJie HapylleHNA GOpMUPOBAHIIA MOTOPHBIX HABBIKOB: CHIDKEHa
CIIOHTAHHAsA M IPOM3BO/IbHASA [IBUTaTe/IbHAs aKTUBHOCTD, peOeHOK He Jie-
PXXUT TONOBY, HE II€PEBOPAYMBAETCA CaMOCTOATENbHO, He cuauT. Cra-
60CTh IPOKCMMA/ILHBIX MBI B TIOJIOXKEHMN JIeKa IPUaeT peOeHKy Xa-
PaKTEepHYIO «I103Y JATYLIKN», IIPY TOMBITKE MOJHATD €ro 32 PyKM roioBa
OTKUJbIBAETCA Hasaf. Hpm YAepXXKaHun pe6eHKa Ha pyke — TUMIMYHBIN
BUJ, «BSI/IOTO peGeHKar». BosMoxkHa usbuparebHast rumepTpodus u najib-
[IaTOPHAs IIOTHOCTD MBIIIL] HYDKHMX KOHedHOCTell. CyXoXXmmbHble ped-
JIEKCBI B [1e610Te MOTYT OBITh COXPaHEHBI, HO TI0 Mepe IPOrpeccHpOBaHNA
3abo/eBaHNsA yracalT. B Tabm. 1 mpencTaBieHbl OCHOBHBIE CHMIITOMbI
MIIb.

Ta6muua 1

Knunuueckuii cumnmom Yacmoma

CHHJIPOM «BSNIOTO peGeHKar, OGbICTpoe
MIPOrpeccupOBaHNEe MBILIEYHOI C1aboCcTH,
AKCHa/IbHasA TUIIOTOHNA, CHVDKEHIE MOTOpHO]Z

110 96 %
AKTUBHOCTH, CHaGOCTb MUMMYECKUX MBIIIIII,
apedreKcust B IO3[HEN CTafNu 3a60/IeBaHN,
KPOHOKHBIe MBIIIIBI IIOTHbIE IIPY MajIbIIAINU
Kapnuomeranys, KapaMoMUONIATHA i/ VTN CepAedHast 095 %

0

HeJIOCTaTOYHOCTh K
TenaTomeranus 10 82 %
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Makpornoccus 10 62 %
TpyAHOCTH [IpU BCKAPM/IMBAHUM 1 HU3KAS IPUGaBKa

PYA B B P 110 50 %
B Bece
YacTele pecrmpaTopHble MHGEKIVN, PeCIpaTop- 30-40 %
HBIIINCTPECC U CHYDKEHME [IbIXaTe/IbHON QyHKIMM °
ITosbienne yposHsa kpearnukunassl (KK) 100 %
BhicTpoe 11 HeyK/IOHHOE IIPOrpeccupoBaHiie

po! €YK/IOHHOE TIPOTPeCCUpo! 100 %

3aboeBaHms

JlocTaTOYHO YacTO K ONMCAHHBIM BbINIE U3MEHEHVUAM IIPUCOENMHAIOTCA
HecrenuIecKme HapyIIeHNA B BUJe OOIIEro HeOMOTAHNA, PasAPaXKI-
TeNbHOCTY peGeHKa, MOBBIMIEHHON IOTIMBOCTH, PBOTHI 1 3a1I0POB. Pekim,
HO HaCTOPaXMBAIOLIMM IPU3HAKOM ITONMOPTAHHO MATONOTUM ABAETCA
CHIDKeHMe CTyXa. B pesynbrarte HapyleHus: pe3opOLuy CIIMHHOMO3TOBOI
JKUAKOCTU Pa3BUBaeTCA ruipouedanus.

KnunHunyeckune npoasneHus bl c nosgHum Hayanom

M BII oTnnyaerca OTHOCUTETbHONM FOMOT€HHOCTbIO KIMHUYECKUX MTPO-
ABJIEHMIA, Y€TO Henb3sA cKa3aTh o BIIIIH, 4ro cymiecTBeHHO 3aTpygHsAeT
AMAarHOCTMKY 3To¥ popMbl rukorenosa II tumna. ITpu opyHakoBOM maro-
reHese M/IafieHUecKoll 1 mo3gHelt popm BII KIMHMYeCKMIT CIEKTP U TA-
JKeCTb IOPAYKEHNs PasHbIX OPTaHOB M CUCTEM 3aBMCAT OT BO3PACTa MallM-
eHTa. Ilocle OTHOCMTENBHO O/IArONONYYHOTO pasBUTUS peGeHKa
B M/IafieH9eCTBe IPY Ha/MM4Mu rinkoreHosa I tuma saboneBaHme MOXeT
MaHudpecTnpoBarh B m060M Bospacte. He3aBucumo ot BpeMeHNM Hadaja
BIIITH y meTeit nnu B3poC/IbIX 3ab0/eBaHNe HOCUT HEYKIOHHO IIporpec-
CUPYIOLIMIT XapaKTeP, a BbIPaYKEHHOCTb MBIIIEYHBIX M MHBIX IPOSBICHMIT
MOXET He KOPPeMpoBaTh C TEMIIOM IIPOTPeCCUpOBaHNs GOTe3HN.

ITpu manudecte BITITH nocne nepsoro ropa xusHu (MHOTAA B IUTEPaTy-
pe a1y dopmy BITITH HasbiBaoT 0BEHUIBHO, /1A TOTO YTOObI MOYEPK-
HYTb, 4T0 60/Ie3Hb MaHI(peCTUPOBA/Ia B IETCTBE, HO MOC/IE [IEPBOTO Iofia

MepeyeHb Ho3onornYecknx hopm
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JKM3HU) OOHAPY>KMBAIOTCA MUONATUYECKUII CHHIPOM, OpraHOMeTaius.
Habmopnaercs 3afiep>xka GOpMUPOBAaHUSA BUTATENbHBIX HABBIKOB. BoB-
JledeHne B MATOIOTMYECKMIT IIPOIIECC CEPAEYHO MBILIIBI BapraberbHo,
Jallie pa3BMBAETCA JbIXaTe/lbHAA HEJOCTATOYHOCTD B Pe3y/bTaTe Crabo-

ctit AuadparMel 1 MeXXpeGepHBIX MBIILILL.

IIpencTaBneHHOCTb OCHOBHBIX CMMIITOMOB, BBIABJIEHHBIX IIPM OCMOTpE
manyenTa ¢ BIITTH ¢ ge610ToM B feTCKOM BO3pacTe, MOXET YMEHbLIATbCA
C BO3pacTOM pebeHKa, 3a MCKII0YeHNEeM ITOPaXKeHMsI CKeIeTHOI U [ibIXa-

TeIbHOI MYCKYIaTyph (Tab. 2).

Tabnuia 2

Ilpusnax Yacmoma

TIporpeccupyromiast MbILIeYHasA CTAGOCTD € TIPENMYIIeCTBEHHBIM

MOpa>keHMeM IIPOKCYMATIbHBIX OT/IE/IOB, CHIDKEHME MOTOPHOI

aKTMBHOCTH, CTAGOCTH B HOTaX 6O7IblIle, YeM B PyKaX, TnepTpodus
MKPOHOXXHBIX MbIIIILI, BOB/IEYEHV€ MAPACTIMHATBHBIX MBIIII] 30-90 %
(y meTeit mocTapiue), TUIIOTOHMSA, CHIDKEHME CYXOXKITbHBIX

pedrieKcoB, OIOXKNUTeTbHBIE IIpyeMbl [OBepca, MuonaTniecKast

TTOXOfIKa

Hapymienns fpIxanus, 4acTble pecMpaTOpHble NHPEKINH, IbIXa-

TeJIbHasI He[JOCTATOYHOCTb, AVICITHOI IIPY GU3IIECKOI HATPY3Ke, 25-40 %
06CTPYKTHBHOE AITHOI BO BPEMsI CHa, OPTOITHOD

Tosbimenne ypous KK 100 %

YMepeHHas rernaroMeranmnsa o 16 %

Kapamomeranusi, kKapanomuonaryst (MeHee BhIpaXKeHHasl, 0-12 %
— 0

JeM 1pu fieboTe o 1 Tofa KM3HM)

Makpornoccus 104 %

COHNMBOCTD, yTOM/IAEMOCTD 1o 8 %

Jlopno3, kugo3 1/umm CKommo3 9-25 %

pros,
HopmanbHoe nicuxopeyeBoe pasBuTHe, COXPaHEHHDIN MHTEIIEKT 96 %

MepeyeHb Ho3oNOrNYECKUX hopm
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CremyeT OTMETHUTD, 4TO B 95 % ciydaeB ypoBeHb chiBopoTouHOl KK mpu
BII noBbimaeTcst B 2—10 pas, HO Bce JKe CTelleHb MOBBIIIEHNs 0COOEHHO
Bemmka mpu MBI (zo 2000 Ex/n n Beiute). Ilo faHHBIM AMTEpaTypHI,
aKTMBHOCTD cbiBOpoTouHOII KK 0b6parHO mpomopumoHambHa BO3PACcTy
(p=-0,71, p < 0,001), murenbrocTH 60Me3HM (p = -0,45, p < 0,001) n aTpo-
¢um mpiur (p = -0,53, p < 0,001).

PopyiTeny 4acToO HENPAaBMIBHO OLIEHMBAIOT COCTOsIHME pebeHKa, CumTast
€ro «JIeHMBBIM» I He 00paIaloTCsA K CrelamicTy. B mocnenyromem y pe-
GeHKa pa3BMBAETCs HApYIIeHMe OCAHKM, IIOSB/ISIETCS TUIIEPIIOPHO3, CKO-
JI1103, TI0OXOZIKA CTAHOBUTCS BIlepeBa/IKy (yTMHAs IOXOAKa). MBIIII[BI HOT
Y Ta30BOTO I105ICA MIOPAKAIOTCS OOJIBIIIe, YeM MBIIIIbI IIEYEBOTO MOsICa.
YV peteit 4acTo pasBMBAETCA PETMOHAPHAS IICEBAOIMIEPTPONS MBIILIL]
CNMHBI, @ TAKXKe CUMIITOMBI PUTHIHOTO IO3BOHOYHMKA. [Iporpeccuposa-
HMe 60/Ie3HN IIPUBOAUT K HAPYIIEHMAM JbIXaHNA, dallle Bcero B Gpopme
HOYHBIX TUITOBEHTUIALINIA, YaCTBIX IIPOCTYAHBIX 3a00/IeBaHMIT U aCIIMpa-
LIVIOHHOJI [THeBMOHUM. Pe6EHOK MOXKeT IpefbsiB/ISATh XKanmobbl Ha TOMIO-
BHYIO 00JIb, B [IOBEEHNI OTMEYAeTCs OBICTPast yTOM/IIEMOCTD U CHIDKe-
HII€ YCTOIYMBOCTY K IPVBBIYHBIM HATPY3KaM, B OCHOBHOM K OeTy 1 fpyrum
aKTUBHBIM urpam. C1aboCTh MYMMUYECKIUX MBIIIL], YMEPEHHBI T03 (4acTo
ACYMMeTPUYHBIII), YBeNMYeHNe A3bIKa, CHIDKEHIE CYXOXKWMIbHBIX pedriek-
COB 1 OCTEOIIEHNS TaKXKe [JO/DKHbI HACTOPOXKUTD B I/IAHE HAMUMUA Y pe-
6enka BIIITH. ¥ pereit nocrapute npu BIIITH B ommmune or MiajeHIes
Kap[YIOMVOIIATVIA BCTPEYaeTCsl 3SHAYNTEIBHO pedke Y MPaKTIYeCK HIKOT-
7na 3aboreBaHe He MPOSIB/IAETCS IATOJIOTHEN CO CTOPOHBI CEPALIA.

BIIITH xapakTepusyeTcs reTepOreHHOCTbIO KIMHUYECKUX IPOsB/IeHN,
Pa3HBIM BO3PaCTOM IIOSAB/IEHNA TIePBBIX OYEBUIHBIX IIPU3HAKOB U CHMII-
TOMOB, Pa3HOJ CKOPOCTBIO IIPOTPECCUPOBAHMSA OONE3HN U BHIPaXKEHHOC-
ThI0 cabocTyt MbluL,. ITpy OMHAKOBOM I'eHOTHIIe BpeMs Hadana 60/1e3Hu
MO>KeT OT/INYAThCSA Ha AeCATUICTIA M Pa3IMIaThCA TI0 BCeM IepedncIeH-

HBIM BBIIIE IPOABICHNAM.
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MmukoreHos Il Tuna (6onesHb Momne)

TTokasaHo, yro mpu BIIITH nepBble mposiB/IeHNst WM IpU3HAKYU 60/Ie3HN,
KOTOpBbIe CyO'beKTUBHO He PaCcCMATpPUBA/INCD MALMEHTOM KaK OTK/IOHEHNe
OT HOPMBI, B 77 % CITy4aeB Kaca/uch TPYJHOCTEN IIPU 3aHATUAX CIOPTOM
(maryeHTsI 110X0 6erau, He MOITIM HOATAHYTBCA Ha TypHMKe), 28 % ObI-
CTpO ycTaBaju Ipu Xofbbe 1o secTHuile, 20 % UCIBITHIBAIN 3aTPySHEHN
IIpM BCTaBaHMM C HUBKOTO CTY/a, 17 % ycTaBamy Ipy o6bIYHON Xofbbe
u 11 % He MOITIV BCTATh M3IIONIOXKEHNA JIeXKa Ha CIMHe 6e3 OMOILM PYK.

Takum o6pasom, mpu nogo3pernn Ha BIT y B3pocoro maiuenTa Heo6xo-
JMMO JieTaZTbHO BBIACHUTD OCOOEHHOCTM IBUTAaTeNIbHOTO PAa3BUTHA B Jie-
TCKOM 1 IOHOLIIECKOM BO3pacTe.

CrmaboCThb MBIIILL ABIAETCA OCHOBHOIT Xamo60ii y B3POC/bIX MAI[IEeHTOB
¢ BIIITH, o6napyxuBaemoit B 93 % cinyvaes. [To marTepHy pacmpererne-
HM MBILIEYHOJ CTAGOCTH OTMEYAEeTCsl HECKOIBKO MeHbIas Bapyuabenn-
HOCTDb MeXJy MallMeHTaMi. B 60/IbIIMHCTBe CTyYaeB MaKCUMasIbHas Crla-
60CTh KacaeTcs IapaclMHAIbHBIX MBILII] M MBIII TepefHeil CTeHKN
JKMBOTA, MBILIIT TPOKCYMA/IbHBIX OT/I€/IOB HOT M MBILII] II/IEYEBOTO T0SCA.
CrmabocTb MPOKCUMATBHBIX OT/IE/IOB IIpe0brajjaeT Hafl CHIDKEHUEM CHJIbI
B AMCTA/IbHBIX MbIIIIAX (ecau TakoBas HabmonaeTcs). bonee Toro, B cny-
4yae 0OGHApPY>KeHNsI CTAGOCTI MBIIIL, KOHEYHOCTEN! 1 ee OLIeHKU Yepes TOf,
OC/Ie TIePBOrO OCMOTPA GONMBHOTO MPOTpeccHpyIoliee CHIDKEHUE MBbI-
IIeYHON CMIIBI OTMeYeHO GOIbIIe /IS HOT, YeM JIA pyK. B cpemneM cuma
MBIIII] HOT TIafiaeT Ha 7,1 %, pyk — Ha 4 %. ITo XapakTepy pacrpesieNieHus
MBILIEYHON CTabOCTU pasHble aBTOPBI OTMEYAIOT CIIefyIoliye 3aKOHOMep-
Hoctu. OmnucaHb 60)’1])].1.186 CUMMETPUYIHOE BOBJ/IEYEHME OTBOAAIIMX
MBI Gefiep U ATOAMLL IIPU OTHOCUTEIBHOI COXPAHHOCTH MBI Cruba-
TesIeil Gefpa, OTHOCUTENIbHAS COXPAHHOCTD MBIIII 6efiep 10 CpaBHEHMIO
C MBIIIIIAMI Ta30BOTO TMOsica M CMaboCThI0 MBIILII pasrubaTeneit 6enpa.
Ha panHMX cTapysax 60/1e3HN M3MEHEHNUS B MBILIIIAX MOTYT IIPOAB/IATbCA
TOBKO HOXOJIKOIZ BHepeBa}IKY 10 TUITY (<YTMHOiI TIOXOKNM» C TUIIEPIOp-
1030M HOACHMYHOro otAena. CrabocTb MBIIII IIEYEBOTO I10sACa Yale

MepeyeHb Ho3oNOrNYECKUX hopm
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BCero 0OHAPYXKMBAETCS PY TeCTUPOBAHMM M HOCUT A Y3HBII XapaK-
Tep. ITauueHTbl MOrYT He IPEABSABIATb )Kalo0 HA M3MEHEHVE CHIIbI
MBILILY ITPeAIUIEYNiT 1 KUCTU AaKe Ha JAJIEKO 3alleflnX CTagusx 6oes-
HM, KOT/ja IPU3HAKN IIePBUYHO-MBIIIEYHOTO TIOPAXKEHVIS [0 TUITY «MUO-
MATUM TIOSICOB» CTAHOBATCS OYE€BUIAHBIMU. [JOCTATOYHO YacTo cabocTh
" u3MeHeHye o6beMa (aTpoduit) MBIILILL II/Ie4€BOTO M0siCa GbIBAIOT aCHM-
METPUYHBIMH, YTO MOXKET IPOSBIATHCA B OTCTABAHNY JIOMATKI OT IPYA-
HOJI K/TeTKy (KPbUTOBUAHON JIOMATKIL) TOIBKO C OFHOI CTOPOHBI M/IN 3Ha-
YNUTENIBHON aCUMMETPUN JAHHOTO CHMIITOMA.

Kak y»e TroBOpuioch Bblllle, TapacIMHA/IbHbIE MBIIIIIbI ¥ MBIIIITBI Ilepe-
THE CTEHKM XMBOTA VHOT/A TTOPA)KAlOTCA Ha CaMbIX PAaHHMX CTafMAX
BIIITH, 4TO MpUBOAKT K OBICTPOI YTOM/IAEMOCTH, CHIDKEHNIO IEPEHOCH -
MOCTHM CTaHJJAPTHBIX HarPy30K KaK Ha PaHHNX, TaK U PasBEPHYTBIX CTa-
uAX GonmesHu. BakHO BBIABUTH HApylIeHMe JbIXaTe/lbHON (QyHKIMM,
006yCIOB/IEHHOE CTabOCTHI0 MBI AradparmMpl M MeXXPeOepHBIX MBIIIIL.
Ho 1/3 B3pocnpix manuentos ¢ BIIIIH umeroT HapyuleHns co CTOPOHBI
JIBIXaTe/TbHOM CHCTEMBbI.

PexoMeH[IyeTCA TeCTMpOBaHME MBIIII] PasHBIX IPYIII C BBIIOTHEHMEM
IIPOCTBIX 3aaHMI, TI0 pe3yabTaTaM KOTOPBIX MOXXHO 060CHOBATh Heob-
XO[MMOCTb 00C/IefoBaHMs NaleHTa Ha Hamure BITITH: noxHsATHe pyK
HaJl TOJIOBOJ, IPMHATIE BePTUKATbHOTO IIOJIOXKEHS 113 IIOIOKEHMs Ha-
K/IOHMBILVICH BIIepef], BCTaBaHMe C HU3KOTO CTy/Ia, BCTaBaHMe 6e3 oMo-
LIV PYK 13 II0JI0KEHVIsI JIeXKa Ha CIIVHe, IIOAIIPBITMBaHNe Ha MeCTe, XOfibba
BBEPX/BHM3 II0 JIECTHHUIIE, TIOAHATHE HOT B ITOMOKEHNUN JIEXa, CII0CO6-
HOCTD IIOJHATHCA C KOpTO‘{eK.

Ha ocHoBaunu cb6opa aHaMHe3a 11 OCMOTpA HaIMieHTa KpajlHe BaXXHO BbI-
IeUTb HacTOpakuBawolye cumnromel BITITH:

— MaboCTh MBIIIL] [IepefHell CTEHKN XKIBOTA;

- cmabocTh MapacHaIbHbIX MbILIL (JIOPAO3, KN(O3, CKONMN03);
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€1aboCTh ATOAMYHBIX MBILIL ¥ TPYAHOCTD YAEP)KaHVsl paBHOBECHSI

[PV BCTaBaHWI;

- COXpaHHOCTb CHUJIbI ‘-IeTI)IpeXFTIaBbIX MBIIIIILY Hp]/[ CHa6OCTI/I MBIIIIT]
APYTYX OT/IETIOB;

— cmabocThb crubaTerieii men;

- cmabocTpb Anadparmsl, OABIIIKA;

— ¢/1aboCThb MBIIII] A3bIKa;

- c1abocTb MYIMIYECKIX MBILIL], 0COOEHHO aCMMeTpUYHas;

— OTHOCUTENbHO HeBbIcOKMe mokasarern KK npu vamrann
MMONIATIYeCKOTO CHHPOMa;

- yTpeHHf[FI TOJIOBHAA 6071]), TaXI/IKapHI/Iﬂ, JHEBHAas COHNMBOCTD,
HeO6bI‘{Ha${ yTOMﬂF{eMOCTb;

— C/IyYailHO BbIsAB/IeHHbIe (aCHMIITOMHBIE) MaTb(GOPMAINIL COCYLOB

TOJIOBHOTO MO3ra.

AnddepeHumnanbHas gnarHocTuka

Cnoxuoctb anarnoctuku BITITH onpenenserca oTcyTcTBreM crienudu-
YeCKUX KIMHWYECKUX CHMIITOMOB, XapaKTepPHBIX I OO/bIIMHCTBA He-
PBHO-MBILIEYHBIX OO/E3Hell, a TaKKe PasHOOOpasyMeM MX COYeTaHMs,
BpeMeHeM IOsABIEHNUS U TSHKECTU B Ipoliecce pa3Butus 6omesniu. Ilepe-
YeHb OCHOBHBIX 3a00/IeBaHMIl, BXOAAINUX B mubdepeHIanbHbIl gua-
rHo3 npu BITHII, npepcrasnen B Tabn. 3. [luddepeniuanpHas guarso-
ctuka MBII Bk/moyaeT Bce 3a60/1eBaHMA, BEAYLIMM CHHPOMOM KOTOPBIX
SIBJISIETCS CMHPOM «BSUIOTO peGeHKay.

MepeyeHb Ho3oNOrNYECKUX hopm
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Ta6mmua 3

OcHoBHble 3a6oneBaHus, paccMaTpuBaemble

npu auddepeHunanbHom anarHose bMNMH

OctosHvle cxosxcue

Tun napywenus Jluaznos
Py A cumnmomol
ITosicHO-KOHEYHOCTHAs MBILIEYHAs
JICTpOuUs
AucTpod ITporpeccupyromas

Mpireqnsrie
auctpodun

BocnanurenbHas
MUOIIATUA

Bpoxpennbie
MUOIIATUN

Meta6onuye-
CKMe€ MUOIIaTUn

306

Jucrpodusonarin (MuogucTpodus
IromeHHa, bekkepa)
MuodubpuispHas MUOIATHS
MuoTtonndeckas fucTpodus 2-ro Tuna
ITnedenonaroyHaAMMOANCTPOPGUS
Bonesus [lanoHa

X-clienyeHHas MUOTIATHA
JIntie-n1onaToYHO-KOHEIHOCTHAS
MblIeYHast AUCTPOPUS

IMonmumunosnr
Mnosut ¢ BKITIO4eHIAMMI

HemanmmuoBas Muonatusa

Boste3Hb 11eHTpa/IbHOTO CTEP>KHS U 60-
JIe3Hb MHOYKECTBEHHbIX LeHTPa/IbHbIX
CTepKHeil,

HeHTPOHyKHeapHaS{ MUOIIATNA
MpuonaTus ¢ ruaaMHOBBIMM TeTbLIAMU
ITpoune Bpo>xfIeHHbIE MUOTIATUN

Tnuxorenossillla, IV, V u VII tunos
Bornesup MaxkAppis (no3nusis popma)
MmuToXOHpMATbHBIE MYOTIATUI
JKupossie MyuomaTum

MepeyeHb Ho3onornYecknx hopm

€1ab0ocTb MbILIIY
T05ICOB, HVDKHUX
KOHEYHOCTEI,
KPbUIOBU/IHBIE
JIOTIaTKM, KPaMIIn,
TIOBBILIIEHVIE
yposusa KK

IMocrenenHo
Pa3BMBAIOIIAsCS
c1aboCThb MBIIIIL,
TMOBbIIIEHe
yposua KK

Mpimeynas crma-
60CTD, TUTIOTOHNA
TIpY HOPMa/IbHOM
VI YMEPEHHO
TOBBINIEHHOM
yposae KK,
Ha/INM4Nn CKeJIeT-
HBIX HapYyLIeHUit

Innoronns, remaro-
Meranus y fereit,
c1abocThb MbIIIII,
YTOM/IA€MOCTb,
c/1ab0CTh MBIIIII,
CHMYKEHME YCTOM-
YMBOCTYU K Harpys-
KaM, [IOBBIIIEHIe
yposusa KK



MmukoreHos Il Tuna (6onesHb Momne)

Bonesnn
MOTOHEPOHA

Bonesun
HEPBHO-MBbIIIeY-
HOJI Iepefja4yn

AcuMnToMHOE
TIOBBIIIEHNE
yposua KK

CrnHaIbHBIE MBILIEYHBIE aTPOdUN,
Ty I w111

BynbbocnunanbHas aMMOTPOGusL
(6onesnp Kennemn)

BokoBoit amnoTpodudeckuit CKepos

MpuacTenus rpaBuc
BpoxjieHHbIe MIaCTEeHIYeCKIe
CUHJIPOMBI

Cunpapowm Jlambepra—Vtona

Heycranosnennblit fyaraos

JAunarHoctuka bl

ITpyHIMIBI yCTAaHOBIEHNA AMAarHosa rimKoreHosa Il tuma B menom opm-
HakoBbl y11 MBIT n BIIITH u B koHeYHOM UTOTe HalpaB/IeHbl HA BbIABIE-

Cnma6ocThb MBI,
HapylileHne
AbIXaHMs, aTpodust
MBIIII], BO3MOXKHO
TIOBBIILEHIE YPOB-
s KK

Hapymennsa
IbIXaHVIS,
€1a60CTh MBIILIII,
YTOM/IAEMOCTh

IloBbreHne
yposua KK

HJi€e U3MEHEHHOI aKTUBHOCTY COOTBETCTBYIOIEro pepMeHTa.

Yacro mmarHoctuka MBIl HauMHaeTcs C BBIABJIEHUA KapAyMOMerauiu,
ABIXATe/IbHOI HEJOCTATOYHOCTH, MUOIIATNYECKOTO CUHAPOMa U AuCchYH-
KLUV XKeTyFOYHO-KUIIIEYHOTO TPAKTA, T. €. C BBLACHEHNUS IPUIMHBI, 00ycC-

JIOBIMBAIOILEI CUHAPOM, 0OpaTiBLINII Ha ce6s1 BHMMAaHIeE.

Pexomenpryembie nccnenosanus npu MBII:

1. KnuHndeckn: ocMOTp mefpyaTpa (B MIafeHIeCKOM ¥ ZeTCKOM BO3pac-

Te), HeBPOJIOTa, KaPAUOJIOTa.

2. V[HCTPYMeHTaHhHOe uccnenoBanme:

- HepBHO-MbI].L[e‘{HOI;[ CUCTEMBI (CTI/[MYJ'IHLU/IOHH&H U Urojb4varasa

SMI);

- cepana (pertreHorpamma rpygHoit kinetku, IKI, 9xoKT);

— JIETKUX (peHTreHorpaMMa pr,E[HOﬁI K/IETKM, ITy/TbC-OKCUMETPUA

MepeyeHb Ho3oNOrNYECKUX hopm
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u KanHorpadus, nonucomHorpagust). OueHka GyHKUmMN
BHEIITHETO JBIXaHIA 0053aTeIbHA B IIOMOXKEHNI CTOA I JIeXKa —
C OTIpefjeNieHVieM PasHUIIBI B IIOKA3aTEIIAX;

- JKKT (ynprpasBykoBoe ncc/iefoBaHue IedeH, OKeTyOIHO
JKeJe3bl).

3. JlabopaTopHas AMAarHOCTMKA: OMOXMMUYECKMIT aHaMN3 KPOBH C OIIpe-
nenenueM yposHa AJIT, ACT, ceiBopoTounoit KK, JIJIT.

Amnamms axtuBHOCTH KAT 110 cyxoMy IATHY KpOBIL.

4. AHanu3 MbIILIEYHOTO OUoITaTAa:
— IUCTONOTMYECKOE VICCIE[IOBAHNIE;
- VMMMYHOIMCTOXMMUYECKOE MCCIIefOBAHIIE;

- 9MIEKTPOHHASA MUKPOCKOIIVS.
5. Tenetnueckue metoppl uccnenoBanus (JJHK-ananms).

ITepedncienHble KIMHUKO-MHCTPYMEHTA/IbHble METONBI VICCTIENOBAHNS
HEOOXO[MMBI [Isl AMATHOCTUKY U AuddepeHnnanbHO FUarHOCTUKN
MIOTIATMYeCKIX CHHAPOMOB, BK/IIOYas fieTeil B BO3pacTe fjo 1 ropa.

JlaGopaTtopHasi noaTBepXAaloLas guarHoctuka b

Juarno3 BIT 06s3aTenbHO [OMKeH ObITh MOATBEPXK/EH Tab0paTOPHBIMI
MeTofaMut. «30/I0THIM CTaHAApTOM» guarHoctuku BII siBsiercst ompe-
JielleHMe aKTUBHOCTY (epMeHTa KIC/IOM MalbTasbl (JIM30COMHOI alb-
¢a-rmokosnpassel, GAA, KAT) B Tkausax. Y maunentos ¢ MBII akTus-
HOCTh (pepMeHTa, KaK IIpaBmiIo, He TpeBbmaeT 1 % OT HOPMBI
VY 6onbubix ¢ BIIITH aktuBHOoCcTh GAA MOXKeT cocTaBnATh 10 30 %. Boi-
sIB/IeHa KOPPeJIALs MEX/Y CTelleHbIO TsHKeCTU 3a60/IeBaHms M aKTHB-
HocTblo epMmenTa. Hanbornee yno6HBIM COBpEMEHHBIM METOIOM OCTa-
eTCsi Olpefie/ieHNe aKTMBHOCTY (epPMEHTOB B IIATHAX BBICYIIEHHO
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KPOBU C IOMOUIbIO TAH/IEMHOM Macc-CIIeKTpoMeTpun. MeToibl MONIEKY-
JISIPHO-TEHETNYEeCKOTO aHa/MN3a MOTYT OBITH IOJIE3HBI B KadecTBe [IO-
TIO/IHUTENbHOTO TeCTa Ipy MOATBepXkjatouei auarHoctuke bII, ecnn
HEOCTYTIeH OMOIOTMYecKnii MaTepuan MpobaH/a, a TAaKXKe /I MpeHa-
Ta/IbHOM ¥ NPEeUMIIIAHTAIIMOHHONM AuarHocTukyu. OgHaKo, HOCKOIbKY
B reHe GAA ommcaHo GO/IBIIOE YNMCIO YHMKAIBHBIX MYTALMIL, @ TaKXKe
OMMOP(HBIX BapHAHTOB, MOI'YT BOSHUKHYTb TPYAHOCTH B MHTEpIIpe-
Tal[My BIIEPBbl€ BbIABIEHHBIX M3MEHEHMUI HYK/IE€OTUHON IOC/IEfOBa-

TE€TbHOCTHU.

Heo6xomumMo oTMeTHTD, YTO KIMHMYeCKuit auarHos BII mpexpe Bcero
(eHOTUIINYEeCKNIT ¥ OCHOBBIBAETCSA Ha KIMHIIECKOI KapTiHe 3a6oneBa-
HJA B COYETaHMN C Ta00PATOPHBIM HOATBEPKIEHIEM CHIDKEHNS WY OT-
cyrcreuA akTuBHOCTH KAT

JleyeHue naumeHToB ¢ Bl

CoBpemenHoe nedenne BII 3akmodaeTcs B Ha3HAUYEHMM IIOXKU3HEHHO
¢epmenTHOI 3amecturensHoll Tepanuy (P3T) peKOMOMHAHTHOM Yeno-
Bedyeckoit KAT.

EnpuncrBenHbIM npenapaToM A narorenetudeckoit ®3T npu BIT apna-
eTcsl a/rmioKo3nasa anbda, saperncTpupoBanHas B Poccuiickoit Pepe-
panyu Kak Maitosaim®.

ITpenapar Maitosaitm® (anrmokosugasa anbda) (Kog ATX: A16AB07) —
PpeKOMOVHAHTHBIIT QePMEeHT, CUHTE3MPyeMblil K/IeTOYHOI IMHMEN, OTy-
YEHHO! 13 AMYHMKOB KMUTAJICKMX XOMAYKOB. Maito3aitM® BOCIIONHAET
aKTMBHOCTD /130coManbHOM KAT, 4TO IpMBOAUT K CTAOMIM3ALMI MIN
BOCCTAHOBJIEHMIO QYHKIMM CEPHEYHOI ¥ CKeeTHBIX MBI (BK/TIOYas
AbIXaTeIbHbIe MBIIIIIEI). IIpemapaT X0opoIo mepeHOCHTCs, He MMeeT BbI-
pakeHHbIX M0604HBIX 9¢dexroB. ITokasan mist gonrospemenHoit G3T
y IAIIMEHTOB BCeX BO3PACTOB C MOATBEPXK/IeHHbIM AuarHosom BII.
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Ha paHHbIT MOMeHT 3G (eKTUBHOCTD 1 6€30IIaCHOCTD a/IITIIOKO3M/[a3bl
ambda OleHeHAa B KIMHMYECKMX MCCTEHOBAHMAX KaK y [ieTel, Tak
Uy B3POC/IBIX MALMEHTOB. 3aKOHUEHHbIE U ONMCAaHHbIE B IUTEPATYPe UC-
crnegoBanus 1o edenntoo BIT 6bUm mpoBeneHsl ¢ ydactuem 6ormee 500
TaIeHToB. besomnacHocTh 1 Xopolas NepeHOCUMOCTb Tepanuy aario-
KO31Ja30i1 anbga MOATBEpXK/eHa KIMHUYECKUM OIBITOM Ha IIPOTSKe-
Hum 6omee 10 et ¢ y4dacTtueM cBbie 1800 maiyeHToB.

ITpenapar BbIITycKaeTcst BO QIAKOHAX, KOIMYECTBO TMO(UIN3aTa B KOTO-
PBIX 3KBMBAJIEHTHO 50 MT aKTMBHOTO BellecTBa. BBOgUTCA B/B Kalemb-
HOB J1031pOBKe 20 MI'/KI' MacChl Te/Ia IalMeHTa.

3T no3BorseT COXpaHNUTD XXM3HD NalyeHTaM ¢ BII, yrydimaer ee kagec-
TBO ¥ 3aMeJ/IsAeT MporpeccupoBanne 6onesHn. PaHHee Hayamo Tepanuu
OYeHb BaXKHO, TAK KaK II03BOJISIET JOOUTHCS Hambosee TyqlInX KINHU-
4YecKMX McxofoB. [lokasaHo, uro npumMeHenne O3T mpu MmageHdecKoi
dbopme 6omesHn yMeHbIIAET PUCK cMepTH Ha 99 %, a HEOOXOIMMOCTD MH-
Ba3MBHOJ BEeHTWIALUY JIeTKUX — Ha 92 %. CBOoeBpeMeHHOe Ha3HauYeHMe
Tepanuy aarIoKo31asoit anbda BbI3bIBaeT 0OpaTHOE pasBuUTHE KapAU-
OMMOIIATUY Y MALIMEHTOB C MIafieHdeckoit popmoit BII, yayumraer moxa-
3aTe/y MbIIIEYHOI CHJIbI, IBUTATE/IBHOM aKTMBHOCTU U CTaOMIN3UPYET
COCTOSIHIE [IBIXaTeNbHOI CYICTEMBI Y fleTeil 1 B3POCTIBbIX aleHToB. Tepa-
sl TALVIEHTOB ¢ I03fHel ¢opmolt 6omesHn mpemapaToM Mariosaim’
3aMefjIsIeT MPOrpeccupoBaHye GOTe3HM, YIydllas COCTOSHIE KOCTHO-
MBILIEYHON CUCTEMBI U CTAOWIM3UPYs COCTOSIHME ABIXAaTeMbHOI CUCTe-
MBI, ITOBBIIITAET BBDKMBAEMOCTD ITALIMEHTOB, YJI)'[I/IHHGT TIEpMOp, VX )KU3SHU

10 HACTYIUIEHUA H€06XOJII/IMOCTI/I BEHTUIALINM JIETKUX U KpEC/Ia-KOJIACKN.

B cBsA3M ¢ 9TMM KaK MOKHO 6oree panHee Havano ®3T anrmoko3npasoit
aznb(a sB/IAETCS KU3HEHHO BAXKHOI Mepoil, KOTOpast II03BOIAT IIPefo-
TBPATUTb PAHHIOW MHBAMAU3ALINIO, IOBBICUT BHDKVMBAEMOCTD IAIfVeH-
TOB 1 y}'[y‘{]l[I/IT nx coumanthlo aanTalunio. Kp0Me TOTO, paHHee Havajio
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TE€palnm 1 OTCY TCTBIUE IIEPEPHIBOB B JIEIEHNN ITALIMIEHTOB IT0O3BOIAET 3HA-
YUTE/IbHO CHM3NUTD PUCK CMEPTH MALVIEHTOB M PVICK UX MIE€PEXOa Ha UH-
BasUBHYIO BEHTUIALNIO JIETKMUX, IIOBBICUTD Ka9€CTBO UX JKU3HU U Cl)yHK-

IIMOHAJIPHYI0O HE3aBUCUMOCTD.

IIpu Hammuuy nopTBep>KaeHHoro auarnosa bIT HesaBucuMO OT Bo3pacTta
MAIMleHTa TaTOTeHeTNYeCKasl Tepalns aIrIIoKO3U/Aa30il anbda TODKHA
OBITh MHNIMVPOBAHA He3aMeRMTenbHO. JKnsHeHHas: BOKHOCTD paHHETO
Hayasla Tepanuy IOAYEePKHYTa BO BCeX MEXX/IyHAPOHbBIX PeKOMEeHalMAX
1o neyenuio bII.

Benenne nanuenTos ¢ BI1 npennonaraetT MyIbTUANCIMIINHAPHBII TTOJ-
XOJ C 00s3aTe/IbHBIM y4acTeM HeBPOTIOroB (0COGEHHO CIIELMaNCTOB
10 HEPBHO-MBIIIEYHBIM 3a00/IeBAHNUAM ), TEHETUKOB, KAPAVIOIOTOB, My/Ib-
MOHOJIOTOB, FaCTPOSHTEPOTIOroB, (M3MOTePANeBTOB 1 Bpadeil APYIuX CIie-
L[Ma/IBHOCTEI1, MMEIOLIVX OIIBIT B JIEYEHIUM 3TOTO PEAKOro 3a60/IeBaHI.

OcobeHHOCTN BegeHUs naumeHTos ¢ MBI

IManenTam ¢ Miagendyeckoit popmoit BIT xxusHeHHO BaXKHO HeMeJIeH-
Hoe HasHavyeHne 3T mpu ycTaHOB/IEHVN TUaTHO3A.

Oco6ennoctu nposefennsa 3T npu MBIT:

» He xopmuts pebeHka 3a 3—4 4 0 MpoBeeHNs MHPY3UN
(mpenympex/ieHne aCIMpaLuy, BO3MOXHOE IIPOBeieHIe
PpeaHMMaIMOHHBIX MEPOIIPUATHIL).

« PasBefieHne npenapara B MMHMMaIbHOM O00beMe.

+ Bsepenne npenapara mpy nepBbIX MHPY3UAX JOIDKHO
MIPOBOJMUTLCA B IIEHTPA/IbHBI BEHO3HbIN KaTeTep
VUTH TIPY BBEfIeHWN B IiepudeprdecKuii BeHO3HbII KaTeTep
HeOoOXOAUMO UMETh fiBa JOCTYII, B Ja/IbHEMILEM PEKOMEH/IYeTC A
yCTaHOBKA MH(Y3UOHHOI IIOPT-CUCTEMBIL.

MepeyeHb Ho3oNOrNYECKUX hopm

311



MmukoreHos Il Tuna (6onesHb Momne)

o VIHdy3um ¢ orpanndeHHO CKOpOCThIO (ToBbIIeHNe Ha 0,5—1M1/4
Kaxkzpie 30—60 MIH) C y4eTOM BBICOKOTO PVCKa JeKOMIIEHCALINN
CepfIeYHOI HEIOCTATOYHOCT Ha (pOHE IUIIePBOTIEMUN.

« IlpoBenenue nepsbix 3 nudysuit B OPUT ¢ yuactiem
peannmaronora. Haxoxpenne B OPUT B teyenne 3-6 1 nocne
3aBepUIeHIIA IPOLeyPbI.

» Uncybdnauns ypnaxennoro O, yepes Macky.

o MOHUTOPMHT BUTAIbHBIX (YHKIMIL 10 IPMKPOBATHOMY
mouuropy (UCC, AJl, caTypanus) Bo BpeMs [IPOBeeHNs
uHGY3UM WM 1O TIOKA3aHUAM (3aBUCHUT OT TAXKECTU COCTOSHMA).

Heob6xopumblit rpadmk 06C/Ie[OBaHMIT HALMEHTOB C JMArHOCTUPOBAH-
Hol1 BIT MOXHO IIpeICTaBUTD B C/IefyIOLIeM BUIE:

Bce
Bo3pacr < 5 ner Bospact > 5
LUEHTbI

Ha momenm Kanc- Kaxc-
Hauana Ovie  Ovle
D3T 3mec 6 mec

Kancovie Kancovie Kascovie
12 mec 6 mec 12 mec

Knuangecknit
CTaTyc MaLeHTa

X X X

PocrT, macca tena,
OKPY>KHOCTb X X X X
TOJIOBBI y fleTel

AJl, Temniepatypa

X X
Tena
Amnanus kposu™* X X X
Ananmms Moun** X X X
PentreHorpadms
OpraHoB IPyAHOI X X X
KJIETKU
OKI' X X X
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IxoKT' X X X
Aynmometpus X X X
O1eHKa 0CTPOTBI X .
3peHus
O1eHKa KOTHM- X .
TUBHOTO CTaTyca
Ouenka ©B]] X X
Onenka MOTOp-
HOTO CTaryca

b'e X X

II0 [IKa/IaM 1 TeC-
Ty 6MWT***

Ouemca Kavecmea HuU3HU

OnpocHuk SF-36 X X
Porrepmamckas

IIKasia MHBAJINI- X X

HOCTHN

Illxasma cTeneHn
ycTanocTi

*Ananus kposu oonxcen exmouamv: ACT, AJIT, JINT, KK (MB—ﬁpmcuuﬂ), anv-
OYMUH CbIBOPOMKLU, NPOMPOMOUHOE0E 8PEMS, HACTUYHOE MPOMOONTIACHIUHOBOE
8pemst, 00usuti GUNUPYOUH, CbIBOPOMOUHDLTI KPEAMUHUH.

% Ananus mouu 0onxeH 8KII0UAMD: KpeamuHuH mo4u, 6enox, CK®.

*** Plenonvsyemvie wikanvi: lkana Anvbepma MomopHo2o paseumus maadeHues
(AIMS), Cuna moluiy, no wiKane KOMumema meOUyUHCKUX uccrnedosanuil, lllxana
Ckomma 071 0UeHKU MblUe*HO20 CTAMyca, PyHKUUOHATbHDIE KAACCHL WKATIbL
Bunvoca, 6MWT (6 minuteswalkingtest) - mecm 6-munymmoti xo0b6vL.

PekomeHpyemas nutepatypa

ATS Statement: Guidelines for the Six-Minute Walk Test. Am J Respir Crit
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