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bone3Hb TTomne

* CnabocTb/aTpopusa MBILIL TA30BOTO U MeYeBoro
nosicos

« CnabocTb/aTpoPuUa NPOKCUMAIBHBIX OTAEN0B
BEPXHUX U HUXHUX KOHeYHOCTeu

« CnaboCTb MbILWL TYNOBULLA

« CnabocTb AMAgpParmbl, MexpebepHbIX MbILLL

* CnabocTb 6ynbbapHLIX MbILLY

* Kpb1nosuaHbIe NonaTku

* TToacHUYHBLIN rMnepnopAaos

* CUHAPOM PUTNAHOIO NO3BOHOYHUKA



bonesHb TTomne y B3pocnbix

[Nb1xXaTenbHas cucrtema

* OeixatenbHas
HeAOCTATOYHOCTL/ AUCTpecc
CUHAPOM

* CnabocTb AnaAPparmer

° HapyweHusa apixaHus Bo cHe/HOuYHas
rMnoeeHTUNALUA

* OpAbIWwKa Npy Harpyske

° Tlepuoauuyeckas notpebHocTb B

WUCKYCCTBEHHOMU
BEHTUNALUU

XenyaouHO - KULEYHLIW TPAaKT

* TpyAHOCTU B NMUTAHUU U FNOTAHUMU

* TpyaHocTu npu xeeaHUM, cnabocTb
XKeBaTesIbHbIX MBbILLL|
« TloxyaaHue




OuarHoctuka 3abonesaHusa

° Cepaue
- PeHTreHorpamma rpyaHoi
KneTku

- dnextpokapauorpagpusa (KI)

- Axoxkapauorpagpusa (3xo-KI)

* Jlerkue
- CnupomeTtpus

- PeHTreHorpamma rpyaHou
KNeTku

- TTynbc-okcumeTtpus

- WUccneposaHua cHa
(nonucomHorpagpun)



OuarHocTtuka 3abonesaHus

* MbIwubr
- TecTuposaHue MbIWEYHOU CUSbL

- dnextpomuorpacpua (MMONATUYECKUIA NATTepH)

- MPT mbrwy

* JlabopaTopHbIe uccnenosaHUN

- CbIBOPOTOMHAA KpeaTUH@ocpokuHasa (KEK)

- ANAHWHOBAA U acnaparuHosas amMuHotpaHcgepassl (AJTT/ACT)
W nakraraeruaporeHasa (AN

- Tuctonatonorus



TToarsepxaeHue amuarHosa 6onesHu
TTomne

* PepmeHTHbIU aHanu3 ( 3010TOU CTaHAGPT )

- AKTUBHOCTb KUCJIOM anb@a-riFOKO3UAAG3LI MOXeT
U3MepATbCA B JIeMKOLMTAX, NNa3me, CbIBOPOTKE UNuU
CYXUX NATHAX KpOBU

- Y nauueHTtoB ¢ 60onesHbo TToMne aKTUBHOCTL (PpepmeHTa
coctaensetr 0 - 30% ot Hopmer

TTpeumyllecTea epMeHTHOrO aHANU3a CYXUX NaTeH
KpOBU
*  MUHUMANBHO UHBA3UBHLIA MeTOA

= TlIpoctoTta BbINONMHeHUa U 6bICTpOe MoslyveHUe pesysibTaToB
=  O6pasubr cTabunbHbL (MOryT XpaHUTBCA A0 HECKOSbKUX MecsALieB NPU KOMHATHOM

Temneparype)

= DBS-@popmbr MOryT TpaHCNOPTUPOBATLCA NMPU KOMHATHOU Temnepatype
= BosmoxHO npoaHanusuposatb 6onblioe KONU4ecTBO 06pasLOB B cxaTbie cpoku (npu

nposeAeHUU CKPUHUHra B rpynnax 60nbHLIX BLICOKOrO PUCKQ)



NeyeHue 6onesHu TTomne

- &3T: B/8 BBEeAeHUe
npenapata 20mr/kr
Kaxable 2 Heaenu

-CumntTomaTtuueckoe
neJyeHue



KnuHuueckuu cnyuav
TTaumenT K., 17 ner

Xanobbur

Bonu B merwuax aroauu, 6éaep, pyk, Wee, CNUHLI, BO3HUKAFOLWME
nocne gu3ndeckmx Harpysok (ber B TedyeHue 10 muH, urpa B 6ackeTtb60n)

CnabocTb, pa3bUToCTb NOCNe MU3nYeckom Harpysku (ber, urpa s
6acketbon)

U3smeHeHue uBeTa mouum (LBeTa KpenKoro 4as) nocrne pusnyecKkom
Harpy3Ku



AHaMHe3 3abonesaHuUs

Poauncs ot nepsout 6epemeHHOCTU, pOALI CPOYHbIE MyTeM Kecapesa ceveHus

B ppu3mueckom passuTUU He OTCTABAS OT CBEPCTHUKOB:
- TONOBKY CTAN yAepXuBatb ¢ 3 mecsles
- cuaeTb ¢ 6 mecales
- xoauThb ¢ 11-12 mecaues

C 2 net - nosbIweHue yposHa ANT (ao 112 Ea/n (N: 9-55), ACT (mo 170 Ea/n (N: 5-35) B aAnHamumke
(anti-HCV IgG, IgM, HbsAg - otpuuatensHo, MM TTT - Hopma)

C 10 net nossunuch 6onu B MbIWLAX TA30BOrO nosca, benep nocne gusmnyeckou Harpysku (banbHere
TAHLbI)

C 11 net - BnepsbIe U3MeHeHUe LBeTa Mouu (nossreHue KpacHo-6ypou OKpacku) nocrne gU3nYeckou
Harpysku (6er 2 km)

B 12 net Bnepsbie BbIasneHo nosbiweHue K@K 2000-4000 EA/n (8 10-20 pas)

B auHamumke ctolikoe nosbiweHue K&K makcumansHo ao 8450Ea/n (T 8 40 pas3)



Hesponoruveckuu craryc

* BbIicwme mosrosbie yHKLUUU: HOpMA

+ YepenHas uHHepsaums: 6e3 ocobeHHoCTen

* BYyHKLUUS MUMUYECKUX, XeBaTenbHbIX, 6y ibbapHbIX MbIWL COXpaHeHa, aTpogpUn HeT
* CunosbIX Nape3os HeT

« T'nybokue pegnekcbl D=5, cpeaHel XUBOCTU; NATOSNIOMUYECKUX CTOMHLIX U KUCTEBbIX 3HAKOB HET

* PacnpocTpaHeHHbIe MUANTUU NPU PU3UYECKOM Harpyske, B MOKoe 60nen HeT, MbILWLbI NpU
nanbnaumm 6e3bonesHeHHbI

* MunepTpOoPUU MKPOHOXHBIX MbILILL, MbIWL 6Eaep

* YyBCTBUTESBHBIX, KOOPAUHATOPHLIX, TA30BLIX PACCTPOMCTB HeT



Na6opatopHbie nokasartenu

« Buoxumumueckum aHanus Kposwu:
KEK -6463- 8450Ea/n - T 8 30-40 pa3s (N: 29-200 Ea/n),
NnAr - 332-760 Ea/n - T e 2-3 pasa (N: 125-243Ea/n),
ACT - 86-224 U/l - T B 2-6 pa3s (N: 5-35 U/| ),
ANT - 83-142 U/l - T 8 2-3 pasa (N: 9-55 U/I)
Naxrar (BeHo3Has kposb) - 1, 58 mmonb/n (N: 0.5-2.2)

« HCV, HbsAg: oTpuuatensHo

« TTI, T3cs, T4cs: HOpma

* UMl n3meHeHU MOpPPONOTrUU ABUNATEsNIbHLIX eAUHUL, He BLISBNEHO



MPT (1,5 T) muzwuy cp/3 6énep (T1, T2BW, Fat Sat)




MPT (1,5 T) murwu cp/3 ronexeun (T1, T2BU, Fat Sat)




MeiweyHaa 6uoncua (2013)
m. quadmceps femoris dex (MRC 56 )

FematokcunuH-303uH x 200 Fomopu Tpuxpom x 100



MeiweyHaa 6uoncua (2013)
m. quadriceps femoris dex. (MRC - 56.)

PAS - peakuua x 200

Fast myosin x200



Skeletal muscle fiber Caplliary
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Table | : Diagnostic algorithm for investigations of rhabdomyolysis

Genetics

Key clinical features

Diagnostic

Disorder Gene Inheritance  Trigger Myoglobinuria CK investigations Comments

Muscular dystrophies

DMD/BMD DYS X-linked Exercise Mild T™T Genetics, muscle Manifesting
biopsy (IHC: females
dystrophin)

LGMD2B DYSF AR Exercise Mild T Genetics, muscle Inflammatory
biopsy (IHC: component
dysferlin)

LGMD2I FKRP AR Exercise Moderate T Genetics, muscle Common C826A
biopsy (IHC: =-DG) mutation

Disorders of glycogen metabolism

McArdle disease PYGM AR Exercise within Severe (ARF) ™ Muscle biopsy, ‘Second wind’

minutes genetics

Tarui disease PFKAB AR Exercise within Severe (ARF) T Muscle biopsy, Haemolytic

minutes genetics anaemia

Disorders of fatty acid metabolism

CPTIl deficiency CPTII AR Exercise Severe (ARF) Normalto TT  Acyl carnitines, Triggers include

(prolonged), CPTII activity exercise, fasting,
fasting, fever (fibroblasts), infection, stress
genetics

VLCAD deficiency ACADVL AR Exercise Severe (ARF) Normalto TT  Acyl carnitines, Similar to CPTII

(prolonged), muscle biopsy, deficiency
fasting, fever genetics
Mitochondrial HDHA, HDHB AR Variable Severe (ARF) Normalto TT  Acyl carnitines, Associated
trifunctional muscle biopsy neuropathy
protein deficiency (respiratory chain),
genetics

Phosphatidic acid LPIN1 AR Infections Moderate Normalto TT Muscle biopsy, Early onset
phosphatase genetics
deficiency

Congenital myopathies

Core myopathies RYR1 AD, AR Exercise Moderate Normalto T Muscle biopsy, Associated
(CCD, MmD) genetics MH risk
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