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* 3n0KauyecTtBeHHaa runeprepmua (3I)

— Yype3Bbl4aMHO peKoe }KU3HeyrporxKatollee
dapmaKoreHeTu4yeckoe 3aboneBaHue,
Hacneayemoe No ayToCOMHO-A0MMUHAHTHOMY
TUNY U XapaKTepusytoLleecs
rmnepmeTabonn3amMom CKeNeTHOU MYCKY1aTypbl
B OTBET Ha AEUCTBUE TPUTTEPHbIX

dfreéHTOB




BepoAaTHble Tpurepobl 3I

O6nuTaTHble TpUrrepbl daKynbTaTUBHbIE TPUrTEpbl

® KeTamuH
® CYKUUHUNXONUH
® [anoreHcogepxalime ® OeHOoTMa3sNHbI
MHIFaNALMUOHHbIE aHEeCTeTUKHU ® AMWUHOCTEPOUAHbIE Heaeno-

o napmnsyrowme Mmmopes1akCaHTbl
® [lnstnnosbin adup PUSYIOL P

250 mn No 4456

CEBOPAH
CEBO®ITYPAH \ w

HKuOKoCTe QNA MHranAUMA
Coctas : Cesotbnypan 100%
Halothane BP

SUCCINYLCHOLI
L8 g TOTAL 0 o |
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ANMAEeMUONorua
3N10KauyecTBEeHHOU runepTepmMmum

YacToTa y B3pOCabIX

e 1:15000 aHecTe3nn y geteu
e 1:60000 aHecTe3nn y B3pOCAbIX
e ABopTMBHbIE U CTEPTbIE POPMBbI

1 :4 500 obwmnx aHecTe3nmn




NMpeppacnonoXXeHHocCTb K 3I
NONNITUONOTUYHOE reHeTUu4YecKoe
3abonesaHue

CTpyKTypa pMaHOAMHOBOIO peLenTopa
3aKoAMpPOBaHa B TPEX XPOMOCOMaX

bonee 25 mytauum reHoB 3TUX
XPpOMOCOM CBA3aHbl co 3

Y 70-80% naumeHToB AedeKT HaxoaAnUTCA B
19-n xpomocome

(reH RYR1, nokyc MHS1),

Y 20-30% nokannsyetca 8 1-u uam 7-u
XPOMOCOMaX




MexaHu3sm pa3BuUTUA
310Ka4eCTBEHHOU runepTrepmmu

*OCHOBHOM MaToOPU3NONOTMYECKUMA MEXAHU3M
COCTOUT B M3bbITOYHOM ocBoboOXKaeHUn Ca?t us
CapKonaa3maTUyeckoro PeTUKy/Iyma 7

HecnocobHocTH MeMbpaHHOM Ca-AT®da3wbl

yAEepXnBaTb €ro KOHUEHTPaL Ko B capKoniasme.

*[Tponcxoaut pasobuieHune MeXaHM3MOB

COKpaweHHnA Z penakcauunun CReNneTHoro

MUOUNTaA, B HOpPpMeE peasin3yembiX aKTUBHbIM

TpaHcnoptom Ca?t
* PaspylieHne membpaHbl KNEeTKM € BbIXogom K+

e Pabgomunonms u passmutue CNOH

Depolarization

Sarcolemma

Transverse tubule

Sarcoplasmic
reticulu

P

Depolarization

DHP receptors

Activation
Ca*

RYR1
Ca?*-ATPase

enhanced oxygen consumption,

excessive CO, and heat production

malignant hyperthermia crisis:

» muscular rigidity » rhabdomyolysis
» hypercapnia » hyperkalemia
» hypoxemia » hyperthermia
» acidosis



MexaHu3m pa3BUTUA 310Ka4YeCTBEHHOU rMnepTepMmum

HacneacrteeHHbIN aedeKT puaHOAMHOBOIO peLenTopa,
coeauHaAowero T-TpybouKM € capKonaasmaTUYECKUM PETUKYTYMOM.

Bo3gencTBmne Ha AedeKTHbIN PeLenTop BELLECTB-aKTUBATOPOB
(TpurrepoB) nepeBoAUT KaHaa B aHOMa/IbHO A/IMTENbHOE OTKPbITOE
COCTOAHME

Ca2+ BbIXOAUT U3 PETUKYNYMA B CapKonia3my
(MOXKeT noBbIWATLCA B LMTOMNNA3Me KNETKU B AECATKU U COTHMU pa3)

3anycKkaeTca uenb reHepasn3oBaHHOrO MbILEYHOro COKpalieHuA
yBennyeHue notpebnenmna 02

noBbileHHOe 0bpa3oBaHMe Tenna

pocTt CO2

HaKOMN/IEHMEe NaKTaTa

CUCTEMHAA TMMNOKcKUA

Pabaomunonms

CMNOH



VV VYV YVYYVYYVYYV

AunarHocTuyeckue npusHaku 3l

TaxmKapgma (HeobbACHMMAA).

[MnepKanHumaA.

Pe3Kkoe noBbileHWe TemnepaTypbl

MbileyHaa pUrnaHocCTb.

LlnaHos.

Apntmusa (KenygovkoBas).

Aunaos (pecnnpaTtopHbIv U meTabosnyeckni).
Koarynonatusa (ABC-cuHapom).



KnuHnueckoe HabnogeHue

 [laumeHKa K, 28 neT nocTynunaa B SKCTPEHHOM nopagKe ¢
¥anobamum Ha NnoaTEKaHME OKOJIONNOAHbIX BOA, B CPOKe 39
Hepenb bepemeHHocTU. Bec - 80,3 Kr, pocT— 176 cm.

e B aHamHe3e — KecapeBo ceyeHune B 2009 r. (Mmonuna BbICOKOM
cteneHu), CA aHecTe3na, OCNOXKHEHME - MOCTNYHKLUMNOHHbIN
CUHAPOM.

e [IpX NOCTYNNEHUMN: COCTOSAHUE YA 0BNETBOPUTE/NIbHOE,
T-36,6°C, 44-16 B MuH, SpO, — 98%.
Al —120/80 mm.pT.cT, PS—74 ya B 1 MuH

e 3p-—4,0x10*%/n, Hb — 107r/n, L—9,4x10°/n, M-0
CPBE -2,3mr/n

e B/x, Koarynorpamma —6/0



KnuHnueckoe HabnogeHue

*  YyuTbIBasA NpexaeBpeMeHHbl paspbiB NJ0AHbIX 06onoYyeK, pybel,
Ha maTKe, npeanonaraemblii KpYnHbIA N10A4,

MeTo/, poaopaspeLlleHnA — KecapeBo ceyeHUe B SKCTPEHHOM
nopAaaKke (Ha 4 mnHyTe nssnevyeH pebeHok myrKckoro nona 4530r

oueHKa no Anrap 8 6annos, yepe3 5 mnHyT — 8 6ann0B)

e AHecTe3na — TBBA + mmopenakcaHTtbl (oT CA — oTKa3anachb)
®deHTaHmnn, TnoneHTan HaTpua, ONTUaunH

A/6 npodnnaktMka — AMOKcuKknas 1,2 mr

Mpu MHTYBaUMKN — HenoAHasA penakcaLmnsa HUKHEN YeNtoCTU
[emogMHaMuKa ctabunbHaa Al - 115/67 — 110/61 mm.pT.cT
4YCC -88-97 B muH, SpO, — 96-98%.



KnuHnueckoe HabnogeHue

Yepes 20 MUHYT

- noabem TemnepaTypbl Tena go 38,2°C co ctpemuTeNnbHbIM
poctom >1°C 33 5 MUHYT

Yepes 30 muH.

- T-40,5°C, purnaHoOCTb MbILLLL LLEN, BEPXHUX KOHEYHOCTEN,
nae4yeBoro nosca.

Yepes 50 muHyt - lNepeseneHa B [NAT.
T-43,0°C, PCO, - 61 mm.pT. cT, YCC — 132 B MUH.
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AuddepeHuynanbHbIN AnarHos

* UHPeKuusa

v OKoNonao4Hble BOAbl CBET/IbIE;

v’ L-11,6 x109/n, N-4, CPB -2,9mr/n

v  MKT < 0,5 ng/ml

v’ ypOBEHb 3HAOTOKCMHAE — OTPULLATE/IbHbIN

v’ R- rpadusa opraHoB rpyaHou KieTku — 6e3 natonormm
- KpoBb Ha CTEPUIbHOCTb, 6/N0CEB BUONOTNYECKUX KUAKOCTEN
(Mo4a, paHeBasA NOBEPXHOCTb, Ma30K M3 BNAaranmula)
Pe3ynbrat yepes 3-5 aHen —MuUKpoPaopbl HE 0OHapyYKEHO

* Annepruyeckan peakuyua

v’ Koxa 6negHan c MpamMopHbIM OTTEHKOM

v' B/B BBeaeHne MetunnpenHunsonoHa 500 mr 6e3 sapdekTta

v B aHanuse Kposu- Jo3nHodpunnos -0 %



AnddepeHuynanbHbIN AnarHos

e Imbonna okononnoaHbiMu Bogamu
v’ KposonoTepsa Bo Bpemsa onepaumu - 700 mn
v’ HeT nameHeHui B Koarynorpamme

v MTN -89%, NB — 13,7 cek, MHO — 1,02, dnbpuroren — 3,2 r/n,
A4YTB — 27,4 cek

v Tpomboanactorpamma — Hopma

e Martonorua UHC . Henponentuuecknm cuHApom
v’ TpaBMm, Cy0por B aHaMHese HeT

v’ HenponenTukn, MHIIMOUTOPbI MOHOAMUHOKCMAA3bl, KOKauH,
aHTUAEenpeccaHTbl, METOK/IoNpamua He NPUHUMana



JleyeHue

WUB/ - YBennyeHa MUHYTHaA BeHTUAAUMA Ao 16,6 n/muH, FiO, —60- 80-100%

Mapauetamon B/B - 1000 mr Kaxkable 4 yaca;
HypodeH (cupon) B 30HA,— 600 mr ;

MocToAaHHaA nHPysna MgS04 25% - 2r/yac;
Cna3mMonunTUKK, raHrnobaokaTopbl (NEHTaMUH);
Nponepuaon 2 mr

bukapboHaT HaTpua 5% - 200 mn
dopcrMpoBaHHbIN Anypes

MeponpuaTtna No OXNaXKAEHUIO:

- nef Ha MarucTpasibHble cocyabl, ronosy;

- NaBa’k NoOJIOCTEN TeN1a XONOAHbIMM PACTBOPAMMU;

- BHYTPUBEHHO BBeAEHME OXNAXKAEHHbIX PAaCTBOPOB
1000 mn B TeyeHume 15 MUHYT ABaxKAabl;

CmeHa a/6 Tepanuu: HazHayeH mepoHem — 3 r/cyT. (HecmoTpA Ha OTCyTCTBME
MPU3HAKOB MHbEKLNM)

Cenauua — nponodon 2,5 mr/Kr (200 mr) B uac
AHanbresus — npomeznon, ketonpodeH




KnuHuuecknu chyvamn

Ha poHe neueHna uyepes 3 yaca
- Temneparypa tena - 41,0 - 40,7 °C,
-4YCC-138-145 B MmuH.

- Poct PerCO2 - no 71-75 mm.pr.crT,

- Pa0O2 -100 mm.pT. cT

- CmewaHHbIK aumnpao3 PH-7,27-7,30

- Dedunuunt ocHoBaHwuii : BE — 14,4 mmonb/n
- NakTat 4,0 mmonb/n

Yepes 6 4acos:

- Temnepartypa Ttena - 40,8 — 40°C
- Mpu3HaKM HapyLweHUA cCO3HAHUA (He pearupyeTt Ha OKPUK);
- UIameHeHMe uBeTa mouun (TeMmHO-KOpUUYHeBas);

- NoebiweHne K* “4,8-5,0 mmonb/n

- NoHunsuposaHHbii Ca?* -2,1 mmonb/n



NMpoTtokon neyeHuna 3
Malignant Hyperthermia Association of the United States
(MHAUS) 1993 r.

«HemeaneHHoO BBECTU JAHTPO/EH B
nose 2,5 mr/kr. Yepes 5 MUHYT —
MOBTOPUTb

O6wwas Ao3a BMecTe C NOBTOPHbIMMU
BBedeHnaAMM 10 mr/Kkr u bonee

[NogaeprkmnBatowasa A03a AAHTPOJIEHA
— 1 Mmr/ Kr BHYTPUBEHHO Kaxible 6 4 B
TeyeHue 24—-48 y»

«HUKAKOM OOLLMN QaHECTETUK HE
MOXeT bbITb MCMO/Ib30BaH, ecnu
B 60/IbHULIE HE umeeTcA

HeobxoaAnMbIM 3anac (MUHUMYM

36 PNaKoOHOB) AAHTPONEHAY

E B 1 dhnakone paHTponeHa : 20 mr/60 mn = 1 mr/3 mn

—- MaumeHT c Becom TO Kr

OT 25 mMr/Kr = 175 mr unm 525 mn (9 dnakoHoB)

Elelelelele el

A0 10 wmrfkr = 700 mr vinin 2100 mn (35 dnakoHos)

e e e
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AaHTponeH

— e/IMHCTBEHHbIN Npenapart, KOTopblin 3ameansieT BbiIcBoOboXaeHme
Ca2+ M3 capKon/ia3maTUYecKoro peTuKy/yma, yrHeTaeT COKPpaTUMOCTb
MbILLEYHbIX BO/IOKOH N KynupyeT runepmeTtabonmsm mbllle4yHOM

KNEeTKU
He 3apeructpuposaH B PP u,

COOTBETCTBEHHO, 0pMLUMNA/NIbHO

3anpeLleH K BBO3Y, pacnpocTpaHeHUIo U

NnpUMeHeHUIo Ha Tepputopun PP!

PR iy
L= mﬁﬂmm

HaiiTu gaHTpoaeH B KAMHMKAX ropoaa

n 0baacTn He yaanocb



Knnnnueckuun cayvam

Yepes3 12 yacos

- 3amecuTtenibHaA NnovYe4yHan Tepanua

annapatom «AKBAPWUYC», (EDWARDS, lepmaHus)

Pexxum - remopunbpaumua 6e3 nogorpesa pacTBopoB

CKopocTb 3abopa ugkoctm 50 mn/uac
CKopocTb KpoBoToKa 200 ma/MuH.

O6bem 3amelyeHunsa ot 45 mn/Kr/uac
AHTUKOarynauma

HedpaKUMOHUPOBaHHDbIU renapuH 1000 ea. B uac

Yepes 3 yaca nocne Havana ey

- Temnepatypa Tena - 38,5°C,

YCC-92 B MMH.

PETCO2 -42 mm.prT. cT,

PH -7,38

Nakrat 2,0 mmonb/n

BOCCTAaHOBUNIACb MUKPOLMUPKYNALUA KOXKHbIX NOKPOBOB




KnnHunueckuun cayvam

Bpemsa 3 6 9 12 15 18 21 24
n/ onepauyum
(uac)

TOC 41,2 40,7 40,5 40,2 38,5 38,0 37,2 36,6
PH 7,31 7,27 7,29 7,30 7,38 7,42 7,40 7,43
MMONb/N

PETCO2 71 75 68 64 42 38 32 34
MM.PT.CT

K* 4,0 4,8 4,5 5,0 4,0 3,6 3,5 3,8
MMONb/N

4CC 135 132 128 135 98 87 82 78
ya/MuH

AL 112/52 129/78 111/57 105/59 118/72 119/56 115/64 124/69

MM.PT.CT




KnnHnnueckuun cayvan

e OcmoTpeHa MHOEKUMOHMUCTOM — AAHHbIX 33
MHPEKLUNOHHYIO NAaTONOTUI0 HET

AHann3 nnKBopa 6e3 nameHeHuu;
* OcmoOTpeHa HEBPOJIOrOM —

03: 3/10Ka4YeCTBEHHbIN TMNepTEPMUYECKUN CUHAPOM
* |ABJl1 B TeyeHne 40 yacos

e Yanobbl Ha MbileYHble 60NN BEPXHUX KOHEYHOCTEWN,
rpyau, nepeaHen noBepxHocTn beaep.

e CnabocTtb, 3aTpyaAHEHME CTMbaHMNA KOHEYHOCTEN
* [lpn nanbnauum molwilbl 601€3HEHHbIE

e Ha 8 cyTKM BbiNMCaHa JOMOM B YA0BNETBOPUTENBHOM
COCTOAHUM




CemenHbIN aHaMHe3

* MaTb onepupoBaHa no nosoay KKb
ObLlw,ana aHecTe3ns be3 ocobeHHocTen

* Y OTUa XMPYPrUYECKNX BMELLATENbCTB NOA,
HAapPKO30M He bblno



AunarHocTtuka npeapacnooXXeHHOCTU K 3I

 30/10TOW CTaHAAPT B ANArHOCTUKE NPeapaCcnoNOKEHHOCTH
K 3[ B MMpe BKAKOYAET NpoBeaeHne ranoTaH-KopenHoBOro
TeCTa Ha Pa3pbIB MbILLEYHOro BOJIOKHA in Vitro;

e MeToa nogpasymeBaeT BbINOJIHEHME BMONCUU MblLLL,

 [lpoBogutca B 40 yyperkaeHUAax mmpa, u3 HMX 15 ueHTpPosB
pacnonoeHbl Ha Tepputopun CLLA.

* Ycnnnamu EBponenckoro 6topo no nayveHuto 3 un
CeBepoamepurKaHCKOro obuiectsa no nsyyeHuio 3l
onpeaeneHbl CTaHA4APTHbIE YCN0BUA NPOBeAEeHMNA ITOro

TECTA BO BCEX LEHTPAX.

H. B. JEMEHEBA, 2012 ®I'eY AHUNC n YNX, KnnHuka AeTCKOM YeNtoCTHO-/TNLLEBOM
XUPYprum n ctomatonormum, Mocksa

B Poccuun noka HeT HM OAHOI0 ANArHOCTUYECKOro
LEHTPA MO 3/10Ka4YeCTBEHHOU rmnepTepmMmum




AnarHocTuka npeapacnonoXXeHHoCTu K 3I

 KodberHOBBIN TECT

MbIlLEYHOE BOJIOKHO MOMELLAIOT B PacTBOP KOdeunHa ¢
KOHUEeHTpaumen 2 MMoJib/n, B HOPME ero paspbis
NPOUCXOAUT NPU NPUKNAALIBAHUN K MbILLEYHOMY BOJTIOKHY
ycunma 8 0,2 r; npu 31 pa3pbiB NpoOnCXoauT npm ycuamm B >
0,3r

1r[1 mun ; l |

0,5 1 2 4 Kochenn



AunarHocTuka npeapacnonoXeHHocTy K 3I

e [anoTaHOBbLIU TEeCT

Yepes MUHYTY 1 MeHee nocne AobaBneHus rasoTaHa B

ra3oBYy0 CMECb Pa3BMBAETCA MbllLUeYHas KaHTPAKTYpa,
KoTopasa A0CTUraeT MakCMMyMa NPu NPUNONKEHUU YCUNUS Ha
pacTAXeHune MbllLbl >5r meHee Yyem 3a 2 MUHYTbI

1r|1 muH |

ManoTtan 3%



* JletanbHOCTb Npun pa3sutum 3l,
nepBOHaYanbHO oueHmnBasacb B 90%,

e K1975r.- 70%.

* [MoasneHue B 1979 r. paHTpONEHA U €ro
BK/IOYEHUE B Tepanuio U NpodunakTuky 3r
NO3BOJINNI0 CHU3UTb JIETA/IbHOCTb NPWU
pa3BuTUK cuHapoma 3l go 7%




3aKknuyeHue

Peakaa BCTpe4aemMoCTb BeAET K CHUKEHUIO OCBEAOM/IEHHOCTH
BPayen 0 TAKOM rPO3HOM OC/IOKHEHUM KaK 3l

Obuiee oTHOLWeEHME K 3 KaK K manopeasibHOMY cobbITUIO B
npodeccuoHaIbHOM XN3HMN aHeCTe3noNora

Heobxogmmo nmetb HeobxoamMmyro A03y AAHTPOIEHA
B ropoae, 0b1actn, pervone.

Ha cerogHsWHWUM AeHb Mbl HE MOXKeM bbIcTpo neunTb 3l ( HeT
NAHTPOJIEHA) U HE MOXKeM AMarHoCTMpPOBaTb
npeapacnonoxKeHHocTb K 3 (HeT AnarHoCTUYECKMX LLeHTPOB B
PD)



3aKknuyeHue

MpmeHeHue remodUnbTPaALUKN B AaHHOM KIMHUYECKOM Cay4Yae,
NO3BO/INNO:

HopmannioBaTtb romeocTas;

HOPMaNN30BaTb KUCNOTHO-LLEN0YHOE paBHOBeCHE

CHU3UTb TEMNEPATYPY Tena ¢ KPUTUYECKUX 3HAYEHUH,
NpeaoTBpaTUTbL NporpeccupoBaHmne daTaNibHbIX OC/IOKHEHUN
npodunaktnposatb OlNH

IddeKT [P, cBA3AH HE TONbKO C MEXaHM3MOM OXNaXKAEHUSA, HO U
3IMMUHALUMNEN NATONOTNYECKUX MeTaboNnToB, B TOM Yuncie

MUOTNO0bUHA
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