BbinosHWA CTyAeHT 7 Kypca

2.7.53B rpynnbl
KoBaneHko Mropb AnekcaHgposumy



® MnMKoreH — nonucaxapuj coctasa
(C,H,,0,) , 06pasoBaHHbIM OCTaTKaMM
rJ1I0KO3bl, COeAMHEHHbIMM CBA3AMU A-1—4 (B
MecCTax pa3BeTB/ieHUAa — da-1—6). B KneTKax
YKMBOTHbIX C/IY>KUT OCHOBHbIM 3anacHbIM
Yr1EBOIOM M OCHOBHOM (DPOPMOM XpPaHEHMUSA
rnoKo3bl. OTKNaAblBaeTCA B BUAE FpaHy B
LUMTONNA3ME B KNETKAX MHOIMMX TUMOB
(rn1aBHbIM 06PA30M B KJIETKAX NEYEHU U

MbILLL).



oo



® FnMKoreHosbl — obulee Ha3BaHUe
CUHAPOMOB, 00YCJ/IOB/IEHHbIX
HacneACTBEHHbIMKU AeeKTaMU PEPMEHTOB,
YyYaCTBYOLWMX B CUHTE3E UK pacCLLenIeHNM
rJIMKOreHa.



anHFITO BblAe/1IeHNEe HECKOJIbKUX TUMOB INIMKONr€HO30B Ha

© ®©® © ©®
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OCHOBaHMKU BMOXMMUYECKOU NMpUpoabl AedeKTa:

0 TMn aeduUUMT rNMKOreHCMHTasbl (arJIMKOreHos)

| TMN, AedeKT rnaKo30-6-docdaTasbl (6one3Hb MpPKe)
Il TMN, JedeKT KMCI0M a-r/ItoKo3mnaasbl (6oaesHb Momne)

Il TN gedekt amuno-1,6 raoKkosmnaassl (6onesHb Kopu,
dopbca)

IV Tvn aedekTt1,4 a-rawoKaHBeTBAlero pepmMeHTa(b6oae3Hb
AHaepceHa)

V TMN, HapyLLUeHME MbilleYyHoU hocdopmnasbl rMKoreHa
(6onesHb Mak-Apans)

VI Tmn, gedeKkT pocdopmrnasbl neveHn (6onesHb epca)

VIl Tvn, aedeKkT pochodpyKTOKMHA3LI MbILLL, (60N1E€3Hb
Tapym)

VIII-IX TN, aedeKT KnHasbl pochopunasbl b (601e3Hb
Xara)



® TakKxXe BblaenaT neyeHouHble( |, I, IV,
VLVIIIIX) 1 Mbiwweynblie(ll,V,VIl) dopMmeil.




Faukorenonus -

I'nuxoren + HyPO
Pocgopuraza | 1 Iukoaus
I'mokoso-1-docdar [mokosa -+ AT®
I rokomymasa ' ! ' ﬁ
I'mokoso-6-pochar  « All®

Pocpousomepasa ) 1
- Opykrozo-6-pocdat -+ ATP
bocgoppykmokunasa | 1
®pykroso-1,6-nudocdar -- ALIP
Ansdosrasa
<Doc¢omnuepuuosul; anpaerul - pocoaHOKCHAIIeTOH

2 mMonekyab (GocdorauLepHHOBOrO asbjerkia -+
-+ 2H PO, 4 2HALl
Hezudpozenasa ocoeruyepurosoeo arvdeeuda | 1




MblLLIEYHblEe TNMKOreHo3bl AeNIATCA Ha ABe
rpynnbl:

NepBas xapaKkTepu3yeTca HapacTaroLlemn
C1Iab0CTb0 M aTPOHEN CKEETHDBIX MbILLIL, U
KapAMOMMOMNATUEN U CBSI3aHA C
HeZl0CTaTOYHOCTbIO pa3pyLUatoLLErO IIMKOreH
JIM30COMHOI0 (PbepPMEHTA- KMCI0M a-rNHOKO3MAasbl
( 60ne3Hb [TomMne, Il TMN)

Bo BTOpoM rpynmne HapyLleH SHEPreTUYECKMMU
OO6MEH B MbILLILAX, XapaKTEPU3YIOTCA MbILLIEYHOM
60/1bl0, HEMEPEHOCMMOCTbIO (DMU3UYECKOM
Harpy3|<|4 MMOr I0BGMHYPUEN U BbICTPOU
YyTOMIAEMOCTbIO. K 3TOM rpynmne OTHOCATCA:
6one3Hb Mak-Apansa, Tmn V; 6onesHb Tapyu, TvnN
VIl; pedekt C|)OCC|)OFJ1I/ILI,epaTKMHa3bI.



@ bonesHb [Momne( ramkoreHos |l Tuna),
OTHOCUTCA K peAKMM MYJIbTUCUCTEMHbBIM
HacneACTBEHHbIM 60N1€3HAM HaKOMIEHUS,
CBA3aHHbIM C AePHUUTOM PEPMEHTA KUCJIOU
MaJibTasbl (KMCOM asibda-r/itoko3maasbl) B
nm3ocomMax. lNpenmyliecTBeHHOEe HakonaeHue
rJIMKOreHa OTMEYEHO B CKEJIETHbIX MbILLAX,
HO B PA3HOM CTEMEHU MOXKET 0OHAPYKMBATbCS
1M B APYrMX opraHax U TKaHAX, BKAKOYas
CepZIEYHYI0 MbILLLY, NeYeHb, HEPBHYIO
CUCTEMY, FNaAKYH0 MYCKYnaTypy u T.1.



® eHeTM4YecKun gedeKT nposBaseTcS
HeJ0CTaTOYHOCTbIO hePMEHTA KUCIOU asibda-
rJII0K03MAa3bl , KOTOPbIM OTHOCMTCA K Fpynne
JIM30COMaJIbHbIX rmaponas. B pesysbrate
rJIMKOreH HaKan/MBaeTcsa B JIM30COMax, Toraa
KaK npu Apyrux raMkoreHo3ax OH Hakan/iMBaeTCs
B uMtonnasme.leH GAA, koaupyowmmn KAT,
IOKa/IM30BaH Ha AJIMHHOM nedve 17 XpOMOCOMblI.
CeroaHa naeHtTMduumpoBaHo 6osee 350 MyTaumm
reHa U UX YMC/I0 NMOCTOAHHO pacTeT.3abonieBaHue
MOHOIreHHoe, HacsieayeTca no ayToCOMHO-
peueccmBHoMy Tmny, Yactota 1: 40000- 300000.



@ 0 MnageH4yecKas 6one3Hb [Tomne (MBI), MaHMbecTupyowan B nepuos
HOBOPOXAEHHOCTU UM MNaZeHYeCKoM Bo3pacTte. Mbl1 xapakTtepusyeTtcA
TAXeJIbIM NPOrPpeCCUPYIOLLUM TEYEHUEM U ObICTPLIM Pa3BUTUEM
NOJIMOPraHHOM NaToIOrMM - MbILLEYHOM MMMOTOHMK, CNAaBOCTU U
cepAie4YHoN HeoCTaTOMHOCTM B pesy ibTaTe rmneprocbmquKom
KapAMoMMonaThu, AbixaTe/ibHOM HeJ0CTaTOYHOCTM Ha (poHe CnabocTy
Anadparmbl n Mempe6epr|x MbILLL, HAPYLWEHUN NMUTaHMA (TPYAHOCTH
NpY BCKapMJ/IMBAHWM) M3-3a CNabOCTU IMLLEBOM MYCKYaTypbl U
yBe/IMYeHMA A3blka, yBennyeHma nevyeHn. Cmeptb npu MbI1 6e3
CBOEBPEMEHHOIO JIEYEHUSA Hallle BCEro HaCTynaeT Ha NEPBOM roay KMU3HU
OT CepAEYHO-IbIXaTe/IbHOM HEAOCTAaTOYHOCTM.

@ bonesHb Momne ¢ no3gHMm Havanom (BIMH). BIMMH otanyaetca 6onee
MATKMMU KJIMHUYECKUMMU MPOABIEHUAMU U TEYEHUEM, OTCYTCTBMEM
NoJIMOPraHHoOM NaTosIorMK (NopaxeHue cepaua KpamHe peako) u 6onee
NO34HMMM OCNIONKHEHMAMM CO CTOPOHbI AbIXaTe/IbHOM CUCTEMbI B
pe3ynbTaTe cNaboCTM MbillL, AMaparmbl U MEXPEOEPHOM MYCKYaTypbl.
O6bI4HO NaLUMeHTbl NOrM6atoT OT AblXaTe/IbHOM HEJOCTAaTOYHOCTU M
MHMEKLMOHHbIX IEFOYHbIX OCN0XKHEHMM. Bpems rmbenu naumeHToB npum
bINIMH 3aBMCUT OT MOMEHTa Ha4vana M1 nocaeayoLlero xapakrepa Te4eHums
060/1€3HU 1 MOXKET HaCTYyNMUTb B AETCTBE, IOHOLIECKOM, B3POC/IOM UJIN
NPEeK/IOHHOM BO3pacTe.



[Tpy MBI1 MaTb YacTo XXasaveTcad Ha TO, YTO
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DEOEHOK:

cTasl NJIoXo 6paTtb rpyAb U OTCTAET B Bece,
NA0XO0 r/ioTaeT, 6bICTPO yCTaeT NpU COCaHMU

MAJI0aKTUBEH, OTCTAET B PA3BUTUM,
pa3/JpaxkMTesieH, NoBbILEHA NOT/IMBOCTb

HEe AEePXMT roJIoBy, HE MOXKET CaMm
nepeBopaYMBaTbCsA, HE MOXKET CECTb

YyacTo 6oseeT pecnMpaTopHbIMU MHDEKLMAMM

BCEraa AepMT poT MPUOTKPbITbIM, A3bIK
yBE/IMYEH

MMEET YacToe JblXaHue
4acTo 6bIBalOT 3anopbl, MHOTla pBOTA
MMEET CHUMKEHHbIM CYX



[Mpy BININH YacTo MMET MecTo caeavilime ¥aaoobbl:

nporpeccmpyoLias Mbllle4Has ciabocTb (0CO6eHHO
MbILLILIbl NOACOB KOHEYHOCTEN M MPOKCUMAaJIbHbIE
OT/Z€/1bl MbILLL, KOHEYHOCTEN).

M3MEHEHME NOXOJKM (MHOrAa NO TUMY YTUHOM),
ObICTpOE yCcTaBaHUeE Npu xoaboe

HEBO3MOXHOCTb CECTb, BCTaTb U3 NOJIOXEHUA NeXKa
6€e3 NoMoLLU pYK

MNOBbILLIEHHAA YTOMJ/IAEMOCTb, HENEPEHOCUMOCTb
(PU3NYECKMX HArpy3oK, ronoBHasa 60b

oJbllLKa, 3aTPyAHEHUE AbIXaHUSA, YYBCTBO HEMOJIHOMO
B/J0OXa

yBeE/IMHEHNE A3blKa

cnabble UM YMepeHHbIe XpOHUYeCKHne 6011 B
MblILLILIAX



Cneayet BbIACHUTD:

® UMeNIN I MEeCTO ObITb paHHME CMEPTH B
CeMbe

® rméenb AeTen B paHHEM J€TCKOM BO3pacTe

® HaM4YMe HEOBbIYHbIX MbILLEYHbIX
NpoABJIEHMA, MMOMATUM Y POACTBEHHMKOB

® Habawaanacb M 3aJePKKU OUIMYECKOro
Pa3BUTUA B JI€TCKOM BO3pacTe Y
DOJCTBEHHUKOB

® MMeNocChb /i1 y nauneHTa nosbilleHe KOK B
aHaMHe3e



OcHoBHble cumnTombl MBI :

©® CUHApOM «BANIOrO pebeHKa», BbICTpOe NporpeccMpoBaHme
MbILLIEYHOM CN1abOoCTH, aKCUa/IbHAA MMMOTOHUA, CHUXEHME
MOTOPHOM aKTMBHOCTM CNabOCTb MUMMUYECKMX MbILLL,
apednekcua B No3AHEN CTaaMM 3abosieBaHMS,
MKPOHOXHbl€ MbILLLbI NJIOTHbIE NPU Nanbnauum

© Kapamomeranua (nepkyccms) m npusHaKM cepeyHou
HeJ0CTaTOYHOCTH

® [enatomeranma (nepKyccua, naabnauma)
® Makpornaoccua
® TpyaHOCTU NpM BCKapMJIMBaHMU U HMU3KaA NpubaBKa B Bece

® YacTble pecnnpaTopHble MHPEKLMU, peCrMPaTOPHbIN
ANCTPECC U CHUXKEHME AblXaTeNIbHOM (DYHKLMM

® bblCTpoe M HeYKIOHHOE NporpeccMpoBaHMe 3a60/1eBaHMS



®

OCHOBHbI€ K/IMHUYECKME CUMMMTOMbI AeTcKkon bopmbl BINTMH

[porpeccupytoLLas MbllleYHasa C1aboCTb C
NpeMMyLLECTBEHHbIM NOPaXKeHMEM NMPOKCUMasIbHbIX
OT[E/I0B, CHM}KEHME MOTOPHOM aKTUBHOCTM, C/1Aa6OCTb B
HOFax 6O/IbLIE, YEM B pyKax, runepTpodua MKPOHOXHbIX
MbILLL], BOBJIEYEHUE NApPaACMMHAJIbHbIX MbILLL, (Y AeTeH
NocTapLLe), FMMNOTOHUA, CHUKEHME CYXOXKMUJIbHbIX
pecbnexcos, MNONOMKUTENbHBIE npmemsbl FoBepca,
MMOMaTUYECKasa NoxoJKa

HapyLeHua fpixaHusa, YacTble pecnupaTopHble MHDEKLMH,
AblXaTe/ibHas HeAOCTATOYHOCTb, AMCMHOS Npy MdU3MYECKOM
Harpyske, 06CTPYKTUBHOE arnHo3 BO BPEMSA CHa,

YMepeHHaAa renatoMeranma (nanbnayma, nepkyccma)
Jlopaos, Kuo3 u/mam cKonmos

HopMmanbHoe ncMxopeyeBoe pa3BUTME, COXPaHHbIM
MHTEJIIEKT



©

6MOXMMMUYECKMIN aHa/IM3 KPOBM C onpejesieHnem
YPOBHA CbiBOpOoTOYHOU KOK, AJIT, ACT, JIAT

onpeaeneHune aktmBHoCTM KA (KMCI0M ManbTasbl) B
NATHaX KpOBM, BbICYLUEHHOM Ha (PUbTPOBAJIbHOM
bymare, nemkoumTax nepmdepmyecKkon KpoBu.

onpeaeneHme ypoBHA HAaTPUMYPETUYECKOIO NeNTMAa
(NT-proBNP) - ana onpegeneHmsa cteneHu rnopaxkKeHmsa

cepaua

npoBeAEHNE MOJIEKYNAPHO-TrEHETUYECKOIO
MccneloBaHUA: BblAB/IEHME MyTaUuun B reHe GAA



©

©®

CTUMYJIILUMOHHAA U UroJibYaTas
3/IEKTPOMMOrpadpum

peHTreHorpacdma opraHoB FpyJHOM KNETKU
Y3 6ptolHOM NONOCTH

JKI', XonTtepoBcKoe MoHUTOpUpoBaHue IKI u
IXoKI

nccnegoBaHue QYHKLUMU BHELIHErO AblXaHWUSA
(OBA) MeTolOM CNUPOMETPUMN



PekoMmeHaoBaHa NOXXM3HEHHaA CbepMeHTHaFI 3aMecCTnTE/IbHaA
TepanuAa peKOM6MHaHTHOM Yye/IoBEYECKOM KMCI0M a-
I'J'II'OKOBM,D,EBOM

[py pa3BMTMM cepAEYHOM HEAOCTAaTOYHOCTM PEKOMEHA0BAHO
NMPMMEHEHME COOTBETCTBYHIOLLMX IPYnn NpenapaToB

Npyu pasBUTUM AbiXaTeNIbHOM HEAOCTATOYHOCTM PEKOMEHJ0BaHa
HEMHBA3UBHAS KMC/IOPOHAs NOoAAEPKKa

Mpn pa3BUTUM MHPEKLMOHHDBIX OC/IOXHEHUIA PEKOMEH0BAHO
He3aMe/IMTe/IbHOE Ha4yaslo arpecCMBHOM aHTMBaKTEpPUAIbHOM
TepanMmM B MAaKCMMaJibHO BO3MOMHbIX TepaneBTMYECKUX J03ax

PekoMeH0BaHO NPUMEHEHME NpenapaToB KasbLMs, MarHus,
B1uTaMmnHa D, ucdocdoHaToB



® PeKomeHpoBaHa BaKuUMHaLUMA MO
MHAMBUAYANIbHOMY rpaduKy, KOTopas
BKJItOMaeT B ce64 BaKLUMHbI, BK/IIOYEHHbIE B
HaLMOHaJ/IbHbIM KasieHAapb NMPUBUBOK, a
TaK)e BaKUUHY NPOTMB pecnmpaTopHO-
CUHLUMTHANIBHOIO BMpYyCa YeloBEKA, CE€30HHYH
BaKLUMHY OT rpmnna, NMHEBMOKOKKOBYIO
BakUMHy. JnmarHo3 Mbl1 He aBageTcA
NpOTMBOMNOKAa3aHMEM A1 NpoBeAeHUA
NPUBMBOK .



® HepoctaTo4HOCTb MbllLeYHOM pocdopmaasbl
orpaHu4ymBaeTt obpasoBaHme AT® B Mbiluax,
NPUBOAMT K HAKOMJIEHUIO I/IMKOreHa.

® Hacnepyetca Kak ayTOCOMHO- peLecCUBHbIN
NpU3HaK



® CMMNTOMBI Yalle BO3HMKAKT B NOAPOCTKOBOM
BO3pacTe U BKJIIDYAKOT HEMEPEHOCMMOCTb
(bM3MYECKOU HarpysKkM U 601€3HEHHbIE
MbILLIEYHbIE Cna3mMbl. ITO HabAaeTca IMbo nNpu
KPaTKOBPEMEHHbIX MHTEHCUBHbIX YCUIUAX, JIMOO
Npy AMTE/IbHOM MA/IOMHTEHCMBHOM HarpysKe.

® Y 50% 601bHbIX MOYa NOC/IEe Harpy3Ku
npuobpeTaeT 60pA0BbIN LIBET(MMUOI/I0OUHYPUA).

® AKkTMBHOCTb KOK B CbIBOPOTKE KPOBU OObLIYHO
NnoBblLlIEHA YXKe B MNOKoe U Bo3pacTaeT nocse
HarpysKu.



® BblgenawT no3gHow opMy riMKoreHosa Vv
TUMNa, Npu KOTOPOM CUMIMTOMbI
pa3BopavYMBalOTCA B 3pEJIOM BO3pacTe U

® PaHHI00, cMepTesibHYI0, (POpMY,
COMPOBOXAAMOLLYHCA TMMOTOHUEN MbILLL,
06LEN MbILLEYHOM CNABOCTbIO U
NMPOrpeCcCUpPYIOLLEN JbIXaTENbHOU
He0CTaTOYHOCTbIO.



® bX uccnepoBaHMe KpoBM: Ha MbILLIEYHbIU
r/IMKOr€HO3 YKa3blBaeT OTCYTCTBME MPUPOCTA
NakTaTa B KPOBM U pe3KOEe yBEIMYEHME
aMMMaKa, MOYEBOU KMCIOTbI.

® buvoncua MmbllevyHoM TKaHU- OLeHMBAETCS
aKTMBHOCTb (DepMeEHTa.

® MonekynapHo-reHeTu4eckoe nccsieaoBaHme



® CneunduryecKkon Tepanmm He CyLLLeCTBYET

® [MoKka3aHo orpaHM4yeHMe BbICOKOMHTEHCUBHOM
Harpyskum

@ Bo BpemMsa Harpy3km pekoMeHA0BaHO
noTpeodsieHne yrneBo0B

® /JMeTa C BbICOKMM cogepaHneM besika, C
4acTbIM APOOHbLIM NPUEMOM MNULLIU



® bnaronpusaTHbIN




MbileyHaa pochoPpyKTOKMHA3A KaTa/IM3UPYET
npeBpaLlleHne PpyKTo3obdocdaTa B
dpyKTO30-1,6,-aAMdDOCdarT.

CoaepXnTCAa B MbllLAX, NEYEHU U IPUTPOLMTAX
(0603HavaeTca M, L u P)

B MbiliLax coaepxmMTca ToNbKo M-cyobveamHmua,
TOrAa Kak B 3puTpoumTax UMerTcaA M M n L
cyobe AMHMLbI

[pn ravkoreHo3se Vlltvna gedpekt M
CyobeaAnHULbI MPUBOAMT K CHUKEHMIO aKTUBHOCTM
(ocPOPpPYKTOKMHA3bI B 3pUTPOLMTAX U NOSTHOMY
OTCYTCTBMIO €€ B MblLLLAX.

HacneayeTtcs ayTOCOMHO-peLEeCCMBHO, 0COBEHHO
PACMpOCTPAHEHO CpeaM AMNOHLEB U aLLIKEHA3M.



HenepeHocMMOCTb OU3MYECKOM HarpysKH,
KOTopas BbiSIBNSETCA B paHHEM BO3pacTe,

6oJ1ee BblpayKeHa Yem Nnpu ramkoreHose V

TMNa, CONPOBOXAAETCA CMA3MAaMM MbILLIL, U
MMOTr I06UHYpPHEN

Pa3siM4yHasa cTeneHb reMosimsa,
NpoABAAILWLAACA YBE/IMYEHMEM HENPAMOIo
6UNMpyouHa U peTUKYI0LMTOB

[MnepyprKkemma, 6oblUas Yem npu
rMKoreHose V tmna

[IpycyTCTBME B MbllWLAX F/IMKOreHa
HanoMMHaKLWEero aMmMI0NeKTUH



® HenepeHoOCMMOCTb (PU3MYECKOM Harpy3KM
0COGEHHO 060CTpAETCA Nocsie NpMeéma NULM
60raTom yrieBoamMm, NOCKOJIbKY JIIOKO3a
MHIMOUPYET IMNOJIU3 U TEM CaMbIM JIULLAET
MbILLLbI APYrUX CYyGCTPaTOB OKUC/IEHUA-
¥XMUPHbIX KUCNOT. B oTam4me ot 3Toro, npu
rMKoreHose V Tvna MblLlLbl CMIOCOOHDI
YTUIM3UPOBATb /IIOKO3Y KPOBU U BBEAEHME
rJII0KO3bl Yy4llae NepeHOCUMOCTb HarpysKu.



® [lMarHocTunka: nccaegosaHme akTMBHOCTU M-
cyobeanHULbl POCHOPPYKTOKMHASDI B
PUTPOLMTAX; MONIEKYIAPHO-FEHETUYECKOE
nccaegoBaHme

® JleyeHune: cneyndmryeCcKoro nevyeHus He
CYLLEeCTBYET, NMOKa3aHO UCKJ/IIDYEHME TAMXKEbIX
(PU3NYECKMNX HArpy30K.



