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Pe3siome

B craThbe mpuBeseHbl HaHHbIe HAOMIOAECHUA PEAKOro caydas 3joKadecTBeHHOI runeprepmun (3I), BO3HUKIIEro
Ha OTIepallMOHHOM CTOJie Yy Taiuenta M. npu IJIaHOBOM JiedeHUU B MHOTOTPODUILHOM yupeskaenun. [IpencraBienbt
PE3YJIBTATBl FEMATOJIOTHUYECKUX, OMOXMUMUYECKUX, UMMYHOJIOTHUECKUX JIAOOPATOPHBIX aHATM30B, KOTOPbIE TIPOBOAMIIICH
naruenTy M. Bo BpeMsi Hayajia aHeCTe3WH, MO3BOJIUBIINE ONEPATUBHO TPEIOTBPATUTD OCJIOKHEHUST U CBOEBPEMEHHON
Tepanueil KyImupoBaTh CUMIITOMBI Pa3BUBAIOIIETO MIOKA. [IpoBeeHbie B JaTbHENUIIIEM MOJIEKYJISIPHO-TeHETHUECKUE HC-
CJIeJIOBaHMS TTO3BOJIMJIM BhIABUTH MyTanuio B rene RYR1 ¢ BapuanTom 3amenbl HyKJIeoTuanbix ocHoBanuit G>C, uto
JIJI0 OCHOBaHME I MOATBEP/KIEHUs JaHHOro 3aboseBanus. B aaropurme puarnoctuxu 31 oGpamaior Ha cebs BHU-
MaHue KJodyeBble JabopaTopHble TOKA3aTeId: 3HAUNTEIbHOE MOBbIIIEHNE aKTUBHOCTH KpeaTuHKIHa3bl 10 1493 ME /i
B JeHb onepauuu u 10 4376 ME/n B nocaeayiomue aau, Mmuoraobuna 6osee 700 HI/MJI, 4TO IIPEBBIIIAET BEPXHUE Ipa-
HUTBI pehepeHCHBIX WHTEPBATOB B HECKOJILKO JIECSTKOB pas, a TaKyKe OJHOBPEMEHHOE IMOBBINIEHUE YPOBHS JIaKTaTa
1o 3,1 MMOJIb/JI, HapyIleHe KUCJIOTHO-OCHOBHOTO COCTOSIHUSI KPOBH, TIPOSIBJISIIONIEECS METaOOIMIeCKUM al[iI030M
1o 7,18 en, runepkanuueil u geduiurom GydepHbix ocHoBanmil. HacTtosimas myGauKamnms MoKeT MPeACTaBIsATh WHTe-
pec I Bpadeii-aHeCcTe3N0JI0r0B, Bpaueil KIMHIIEeCKOH J1abopaTOpHOil JMarHOCTUKU U APYTUX CIELUANUCTOB B KINHIKE
XUPYPrUYecKux 3abojieBaHmil 1 HEOTJIOKHBIX COCTOAHUI, KaK IpUMeEpP IIPUMEHEHUS Jab0oPaTOPHbIX AUATHOCTHYECKIX
AJICOPUTMOB [IOATBEPKACHUS [IPEABAPUTEILHOIO AUATHO32 ¥ UHTEPIPETalny HaOMI0JaeMbIX HEOPAUHAPHBIX U3MEHEHUI
J1abOpaTOPHBIX OKazaTeseil. ITH JTabopaToOpHble JaHHbIE MO3BOJISAIOT MOATBEPANTD IIpeiABapuTebHbIi auardos 31 u Ha-
YaTh KOMILIEKC JI€UeOHbIX MEPOIPUATUIN [0 KYIMPOBAHUIO KIMHUYECKHX IIPOSIBAEHUI 3a00/1eBaHd U €r0 OCA0KHEHMUI.

KuroueBbie c/10Ba: 310KaYeCTBEHHASA THIIEPTEPMIE, MBINIEYHAS PUTUAHOCTD, PaOIOMMOIN3, KPEaTHHKIHA3A, MIO-
rno6un, nakrat, RYR1, CACNA1S.
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Summary

The article presents data on a rare case of malignant hyperthermia (MH) that occurred on the operating table in
patient M. during routine treatment in a multifunctional hospital. Hematological, biochemical, and immunological lab-
oratory analysis are presented, which were carried out to patient M. under suspicion of anesthesiologists at the begin-
ning of the operation and allowed timely prevention of complications causing multiple organ failure and timely ther-
apy to stop the symptoms of developing shock. Further molecular genetic studies revealed a mutation in the RYR1
gene, with the replacement of nucleotide bases G>C, which provided the basis for confirming this disease. The diag-
nostic algorithm draws attention to key laboratory indicators — a significant increase in creatinekinase to 1493 TU/I
on the day of surgery and to 4376 1U/I in subsequent days, myoglobin more than 700 ng/ml, which exceeds the up-
per reference intervals by several dozen times, as well as a simultaneous increase in lactate levels to 3.1 mmol/I, a dis-
orders of the acid-base state of the blood, manifested by acidosis up to 7,18 units, hypercapnia and an increase in
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buffer excess. This publication may be of interest to anesthesiologists, pathology and laboratory medicine doctors and
other specialists in the clinic of surgical diseases and emergency medicine, as an example of identifying the cause and
algorithms for confirming a preliminary diagnosis of MH or observed unusual changes in laboratory parameters dur-
ing surgery. This laboratory data allow us to confirm the preliminary diagnosis of MH and begin a set of therapeutic

measures to stop the complication

Keywords: malignant hyperthermia, muscle rigidity, rhabdomyolysis, creatine kinase, myoglobin, lactate, RYR1, CACNA1S.

BBenenue

3nokavectBenHas runeprepmus (31) — pexkoe Ha-
CJIeZICTBEHHOE 3a00JIeBaHNEe MBINIEYHON TKAaHU, Xapak-
Tepu3yIoleecst Ype3MEePHON TapaJoKCaIbHOU PeaKirueil
HA BBeJleHUEe TPUTTEPHBIX BEIIECTB U OIACHOE TPO3HBIMU
OCJIOKHEHUSIMU, Pa3BUTHE KOTOPBIX MPUBOAUT YACTO
K CMEpTH TaIlMeHTa Ha ONEePAIFIOHHOM CTOJe.

[To coBpeMeHHBIM MpEACTABIEHUSIM CIUTAETCS, YTO
3T (1mpenpacnosiokeHHOCTh K 3JI0KAYeCTBEHHOU TH-
neprepmun, MKb-10, T88.3) saBisieTcss ayTocoMHO-
TOMWHUHAHTHBIM 3a00JeBaHUEM, XapaKTEePU3YIOIHMCSI
crenuduIeckoil MeTadoIMYECKON peakiell CKeleTHOI
MYCKYJIATYPbI Ha BBeJleHIe HEKOTOPBIX JEeKAPCTBEHHBIX
BetecTB (ONpe/e/IeHHBIX TUTIOB MEIUKAMEHTOB — WH-
TaJISIIIOHHBIX aHECTETHKOB (TajsoTaH, n3odJypas, ce-
BodurypaH, seciypan) U Aenoyspu3yonux MIOpeak-
canToB (cykienunaxoyun)) [1] B MOMeHT TpUMeHeHUs
00111ero HapKo3a.

W3 ucropuu 3abojieBaHus U3BeCTHO, uTo B 1962 roxy
M. Denborough ¢ coaBropamu omyGJHKOBAIN MEPBYIO
CTAThIO O CEMEUWHBIX CIyYasX TSXKETOU W Jake cMep-
TeJIBHON TurneprepMun npu odmieil aHecresuu [2]. Uc-
ciefoBaTeaaMU OBLIIO OGHAPYIKEHO, UTO 3JI0KAYECTBEH-
Hasl TUIIEPTEPMUSI CBSI3aHA C TMIIEPTOHYCOM CKEeJIeTHBIX
MBIIIII] U MOBBIIIEHNEM AKTUBHOCTH KPEATUHKUHA3bI
U YPOBHS JaKTata B KPOBW TOCJE BBEIEHUS HEKOTO-
PBIX JIEKAaPCTBEHHBIX TIPENapaToB, MIPUMEHSIEMBIX B OC-
HOBHOM TIpU 00OII[eM HAPKO3€.

C yd4eToM TIpe/IojaraeMoil HACTIe[CTBEHHOCTHU JlaH-
Horo 3abomeBanus B 1990-x rogax OblTa ycTaHOBIEHA
ero cBa3b ¢ myTtanusamu B reHax RYR1 u CACNAIS,
B pesyabTare 4ero o6pasyorcs nedeKTHbIE PerenTopbl
KaJIbIIMEBbIX KaHaios [3—5].

lF'er RYR1 xopmpyeT puanoauHOBLIH perentop 1-1o
THUTIA, MPEACTABIAIONNEH CO60H KOMIIEKC U3 YEThIPeX
cyObenunuil. Perentop sBIsAETCS KaJdbIIMEBBIM KaHa-
JIOM CapKOILJIa3MAaTUYECKOTO PETUKYJIyMa U Peryjiu-
pyeT MOCTYTJeHWEe KaJbIUs B CapKOIJIa3My MBbIIIeY-
HBIX KJIeTOK [6].

IF'en CACNAI1S xoxupyer anbda-cybbequHuIly Imo-
TEHI[MAJI-3aBUCUMOT0 KaJbIl[MeBOTO Kamaia L-tuma
(nuruaponupuanHOBHINA penenTop, VDCC), pacmosio-
JKEHHOTO B BOJIOKHAX CKeJeTHOH MycKyJjaTypbl. Beira
BbIICHEHA B3auMocB:a3b Mexy renam RYR1 u VDCC,
nosromy myraiuu B reie CACNA1LS crocoGHbI TIPUBO-

nuth K pazsutuio 31 [4].

B orBer Ha Bo3meiicTBUE TPUTTEPHBIX areHTOB ITPO-
HCXOIUT YPE3MEPHOE BBICBOOOJKICHIE KATBIIUSA B CAPKO-
IJIa3MY MBINIEYHBIX BOJOKOH, YTO IIPUBOJAUT K PE3KOMY
COKpAI[eHUI0 MYCKYJIATYPbl, MbIIIEYHONU PUTUIHOCTH
U MOBPEKAEHUIO MHUOIKUTOB, MPUBOASANIEMY K MACCUB-
HOMY pabmroMuosu3y. Bo Bpems mpuctyna 3ab60JeBaHus
MaHU(ECTUPYIOT KJIUHUYECKHE CUMIITOMBI B BH/E BbI-
PaKeHHOU TUIIePTEPMUU, YYalleHUsI IbIXaHus U Cepj-
1ebueHust, CyIopor u MeTaboJMueCcKUX HapyIlleHU.
B KpoBU GOJBHBIX MOBBINIAETCS YPOBEHD YTIEKUCIOTO
rasa, HabmoaeTcss MeTaboINYeCKUil alu/I03, PE3KO BbI-
pacTaer KOHILEHTpalus MUOTJ00UHA ¥ 00Ias aKTUB-
HOCTb KPEATUHKWHA3BI 3a CUET MBINIEYHOH (dparimun
(KK-MM), a Takxke maMeHsieTCd 3JEKTPOJIUTHBINA CO-
CTaB KPOBHU, HAPYIIAETCS CBEPTHIBAEMOCTh. BbicBOGO-
JUBIIHUIICS U3 MBI MUOTTOOUH HapymiaetT (GhyHKIHIO
MOYEYHBIX KAHAJIBIEB, PA3BUBAETCS MOYEUYHAs], a B Ts-
JKEJTBIX CJIydYasiX W MOJIMOPTaHHas HeZOCTaTOUYHOCTh. 13-
MEHEHUsI HOCIAT HeclelupuIecKuii XapakTep, HO TH-
MUYHBI 7151 3200JI€BAaHUS.

Ilens nccre0BaHUSA — PETPOCIEKTHBHOE PAcCMO-
TpeHue KINHUYECKOTO CIyYast JJIs BLISBJICHUS HE0O6-
XOJIUMOTO TIePeYHs] U AUATHOCTUYECKON I[EHHOCTH Jia-
60paTOpPHBIX MCCIeL0BaHUI, paspabOTKU IIPaBUIHLHOIO
AJTOPUTMA [UArHOCTUKU U OIEHKU COCTOSTHUST 0OJIb-
HOTO ¢ mpossieHusMu 31 B messax oxasaHUs eMmy He-
OTJIOKHOU MEIMITMHCKON MOMOIIK U JIEYeHWSI.

MarepuaJjibl 1 METO/bl HCCJI€10BAHUS

Cayuaii 3aboseBanus 3T Habuogaics y GOJIBHOIO
M., 2000 r.p., Bo BpeMs onepanu MUKPOJUCKIKTOMUU
1o moBoay m51 0OCTEOXOHAPO3a, CEKBECTPUPOBAHHBIX
IPBUK AMCKOB 3—4—5 MOSICHUYHBIX MO3BOHKOB, BO BPEM:I
HaXOXXIEHUs Ha CTAI[MOHADHOM JIEYeHUU B TPaBMaTo-
soruueckom otnenenun I'BKT wum. H. H. Bypnenxo
MO PO (manee — rocuutans) B mepuon c 28 ar-
pens no 23 mas 2023 roma, onepupoBanuoro 10 mas
2023 roxa.

Bce mposenenubie mabopaTopHbie HCCAEIOBAHNA,
KPOMe MOJIEKYJISIPHO-TEHETUYECKUX, ObLIN BBITOJTHEHBI
B LIEHTPEe KJIMHUYECKON 1abopaTOPHON AMArHOCTUKU
TOCITUTAJISA, C WCIOJb30BAHUEM 00OPYMOBAHUS U METO-
[IOB IMATHOCTUKH, TIPUMEHSIEMBIX B TIOBCEHEBHON TIPaK-
TUKe OTAEJEeHUUN 3KCIpecc-AUarHoCTUKU, KIMHUIECKOU
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OMOXUMUHU, KIUHUIECKUX U HWHMEKITHOHHO MMMYHOJIO-
TMYECKUX HCCIENOBAHUN ¢ COOMOMCHIEM TMpeaHai-
TUYecKuX mpoieayp cbopa 6uomarepuana [7]. Moue-
KyJISIPHO-T€HEeTUYeCKUe TEeCThl BBIMOJIHIIN METOI0M
KJIMHUYECKOTO CEKBEHWPOBaHUS dK30HA B Jlmarnoctu-
4eCKOM IeHTpe 1abopaToOpHBIX nccaenoBanuii [Jlemap-
TaMEeHTa 3[[PaBOOXPaHeHUs Topojia MOCKBBL.
Tematosorudeckue MCCAe0BaHUs OBLIU BBITOJ-
HEHBbl Ha aBTOMATUUYECKOM TIeMaTOJOTHYeCKOM aHaJH-
3atope XP-300 («Sysmex», Anonnsa). Aranus Kuc-
JIOTHO-IIIEJIOYHOTO COCTOSIHUS, TA30B U DJEKTPOJUTOB
KPOBU ITPOU3BOIMIICS Ha aHaimusatope Rapidlab 348Ex
(«Siemensy, CIITA). buoxummueckue 1moKa3aTegn KPOBH
HCCIEIOBATN HA aBTOMATHYECKOM GHOXMMHYECKOM aHa-
nusatope Ellipse («<AMC», Ntanusa), peakTuBbl (HUpMbI
«Biolabo», (®panmus). Koaryiorpamma BBITIOJHEHA
Ha aBromarudeckom Koarysomerpe CA-1500 («Sysmex»,
AnoHMA) KJIOTTUHTOBBIMU METOZAMU C OTTHYECKON Je-
teknueit, peaktusbl Siemens, (CIIIA), onpenesnenne
JI-IUMepPOB BBIMTOJHSIIM UMMYHOTYPOUAMMETPUYECKUM
merozoMm (rabop pearentoB INNOVANCE D-Dimer,
«Siemens», T'epmanust). OcMOJAPHOCTD KPOBU H3Me-
pstim Ha anmapate Osmomat 030-D («Gonotec», CIIIA)
KproMeTpudeckuM MmeTonoM. KoHieHntpamnuio Muorio-
6ura B KpoBU ompenensan na ananuszatope Cobas
h232 («Roche Diagnostic», IIseiiapus) nuMmyHopo-
TOMETPUYECKUM METONOM. YPOBEHb JIAKTATA B KPOBU
ompenensiin Ha ananusatope Biosen C-line («EKF»,
Fepmannst) MOTEHIMOMETPUYECKIM METOOM Ha TJIFOKO-
300KCHIa3HOM YHI-ceHcope. s mucciaenoBaHns MOIH
npuMensiics 10-mapamerpoBbiit HOTOOTpPAXKATENbHBIN
ananauzatop UriLit-150 («URIT», Kurait).

PeByJIbTaTbI HCCJJIe0OBaHUA U 06cy>K11eH1/Ie

B nepuos nposejpeHus TIaHOBOTO ONEPATHBHOTO
BMEIIATEIHCTBA Y TAIMEHTA PA3BUJIACH KIUHUYECKASA
kapruHa 3T ¢ TUOUYHBIMU CHUMITOMaMHU 3TOro 3a60-
JIeBaHUsI, KOTOPbIe GBLIN OMUCAHBI BBIIIE, UTO MOTPE-
60BasI0 TabOPATOPHOTO HKCTPEHHOTO MOATBEPIKACHUS
[PEIBAPUTENBHOTO [HATHO3A.

B Tabuuie 1 mpeacTaBieHbl pe3yJbTaThl KJIUHUYE-
CKUX JaOOPATOPHBIX MCCIE0BAHN, BBITOJTHEHHBIX /TSI
60bHOTO M. B OT/EICHUAX [[EHTPA KIUHUYECKON Jia-
6OPaTOPHON AUATHOCTUKHU, B EPUOJ| €r0 HAXOKIECHUS
B MHOTOTPOMUIBHOM JiedueOHOM YUPEKICHUU U pas-
BUTHSI 3JI0KAYECTBEHHOM TMTIEPTEPMUN BO BPEMs OIie-
panum.

[Ipu ananuse nabOPATOPHBIX JAHHBIX TAIUEHTA
MOKHO OTMETHUTh U3MEHEHUs, XapaKTePHBIE JIJIST BBIIIE
OTMCAHHOTO TaTorenesa 3abosneBanus. Co AHA OCT-
pOTO MPOABJIECHUS KAUHUYECKOW CUMIITOMATUKU 3a-
6oseBanust (10.05.2023) nHabaoga0TCss U3MEHEHUS

KHCJOTHO-TIEJIOYHOTO COCTOSTHUS KPOBU (aIua03, TH-
nepkanuus, aeuuur 6ydepHbIX OCHOBAHUI), MOBBI-
IeHre aKTUBHOCTU KpeaTMHKWHAa3bl B 9—23 paza, poct
KOHIEHTpalluy KpeaTHHWHA, MOYeBHHbI, jJakTata. O0-
pamtaer Ha ceGs U pe3Koe MOBBIIIEHUE COJAEPIKAHUS
muoriaobuna 6osee yem B 10 pas, nogsiaenue Genka
U KPOBU B MOUYE.

I1u usMeHenus JabOPATOPHBIX IIOKa3aTeaeill OT-
paskarT OONIMPHYI aKTHBAIMIO aHAdPOOHBIX MeTa-
6OJIMYECKUX IPOIECCOB B MbIIIEUYHOW TKAHU BCJeE]-
CTBUE TEHEPATU30BAHHOTO CIIACTUYECKOTO COKPAIEHUS
MBIIIIEYHBbIX BOJIOKOH: aKTUBUPYIOTCS COKPATUTEJIb-
HbIE 9JIEMEHTBI, UCIO0b3yioTcss Mosekyiabl ATD, mo-
BbIlIaeTCs MoTpebjieHre KUCA0Poda 1 TeHEePUPYeTCs
n30BITOYHOE TeIIo. YcuieHne MeTaboau3Ma B MbI-
HIEYHON TKaHW OOYCJOBJIMBAET IOBBIIIEHUE YPOBHS
CO2 B KPOBH, pa3BUTHEe MeTabOJIUYECKOro aluj03a,
YTO TPUBOJUT K MIIEMUN U TOBPEX/IEHUIO TKAaHU, Xa-
pakTepHOMy aag pabmomuonusa. O6 3TOM cBuUIe-
TEJbCTBYET U 3HAUUTEJbHOE TOBBIIIEHNE aKTUBHOCTU
MBITIIEYHON (hpaKIuM KPeaTUHKUHA3Bl U yPOBHS MUO-
rinobuna. HabmronaroTcest MpU3HAKU MOYEYHOU HeJo-
CTAaTOYHOCTH, KaK CJEJCTBUE BHICOKOTO YPOBHS MHUO-
rI00MHEMKH.

B pesysbrate aHamm3a 00bEKTUBHBIX KJINHUIECKUX
1 1a6oPATOPHBIX JAHHBIX, BOSHUKIIO IPEANOJ0KEHIE
B Hamuuuu y 6oabHOro M. 3/10Ka4yecTBEHHOU IHIIep-
TEPMUM U IPUMEHEHA COOTBETCTBYIOIAsA JedeOHast
TaKTUKa. B pesyibrate JieueHuss HabI0gaach mocTe-
[eHHasl Perpeccus MaToJOTUN JabopaTOPHBIX MOKa3a-
TeJiell OHOBPEMEHHO € TOJIOKUTEIbHOW JUHAMUKOMN
cocrosnus 6osbHoro. ITocie HOpMaIM3alUKU COCTOS-
HUsT GOJTBHON GBI BHITMCAH C YIYYIIEHUEM.

s moaTBEpIKIEHUST TIPE/IBAPUTEBHOTO JNAarHo3a
3JIOKAYEeCTBEHHON TUIEPTEPMUH, C YueTOM 3P heKTUB-
HOI JiedeOHON TaKTHUKHU 110 KyIHUPOBAHWIO BO3HMKAIO-
MIMX KJAUHUYECKUX CUHAPOMOB, ObLIO BBIIIOJHEHO MO-
JIEKYJISIPHO-TeHEeTU4YecKoe ucciegoBanue. V3BecTHO,
YTO 3JIOKAUEeCTBEHHAs TUIIEPTEPMUST PA3BUBAETCS TIPU
myraissx B reHax RYR1 u CACNA1S u ux obHapysxe-
HUe TIOATBEPIKIAET MaHHBIN UarHO3, faske TTPU MOJy-
YeHWW OJIHOTO TartoJjiormdeckoro ajmesst [8]. Pesyib-
taThl uccaegaoBanus ot 22.07.2023 roxa moaTBepaAnIIo
Hanmuuure mytainuu resa RYR1 sapuant G>C, koto-
past ¢ GOJIBINOI BEPOSITHOCTHIO JIOKA3bIBAECT HAPYIIICHUE
B paboTe KaJbIIMEBOr0 KaHaja capKOILIasMOTHYECKOIO
PETUKYJyMa MBIIIEYHbIX KJETOK W aCCOIUUPYETCS
co 3T. Tak xe y nanuenta M. ObLIM BBISIBIEHBI MYy-
tanmuu B Apyrux remax — PNPT1, AUH, PYGL,
PMM2, onrako OHM He HOCHJM acCOIMATUBHOTO Xa-
paktepa co 3 mo gaHHBIM JUTEpPATYPbhl U BO BHUMA-
HUe He MpuHuMaInch (tabu. 2).
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Ta6mma 1.
PesyneTaTE Ja60pPaTOPHEIX MCCIELOBAHMI, BHIIOJHEHHEIX HNauueHTy M.

10.05.
Buz ITapameTpbl, € TUHUIIBI Pedepencusie | 02.05. 2023 10.05.| 11.05.| 12.05. | 17.05.
HCCJIe I0BAHUS HU3MepeHust npe/IeJibl 2023 enpb 2023 | 2023 | 2023 | 2023
onepanuu
JletikormmTer, 10*3 /MK 4-9 8,61 11,78 | 9,87
Temorsmobun, r /i 130-160 146 144 135 134 122
T'ematokputr, % 40-48 40,2 42 39 36,6 | 34,5
IOpurponutel, 10*6 /MK 4,5-5,9 4,89 4,09
Kaunnueckuit | TpomGormter 10*3 /MK 150-450 206 242 171
aHaJIn3 KPOBU IMan. vHelTp. % 0-6 10 4
Cerm.HeUTp., % 40-72 69,8 74 68
Jlumdorurnt, % 19-37 21,1 10 18
Monountst, % 3-11 8,8 6 9
HJIN, ex. 1,7-3,5 3,3 4,18
pH, En. 7,26-7,36 7,18 7,41 | 7,46
pCO, MM pT CT 46-58 76 44,5 | 42,4
HCO;, mmoJb /11 24-28 27,3 27,8 | 29.9
RIS (i) EERT 2,442,3 2.8 | 2,9 | 557
pO,, MM pT CT 37-42 76 31,1 44,2
O.sat, % 70-76 90,6 62,7 | 83,6
Kamnii, MMoub /1 3,9-3,5 4,5 4,3 3,8 3,15 | 3,81
T Hatrpwit, mmosb /11 135-145 140 136 130 131 141
Kaubuii, MM0OJIb / J1 1,1-1,3 0,96 2,3
KposH Maruuii, MMOJIb / JI 0,7-1,05 0,95
XJI0p, MMOJIb / J1 96-108 102,8
Ioko3a, MMOJIb / J1 3,3-5,5 4,8 5,3 9 6,2 4,8
ACT, ME /n 5-34 10 36 108 144 | 138,7
Amunasa, ME /1 20-80 96 163 160
Besok obuwmit, T,/ 11 65-85 63,1 52,3 58 55 54
BTTIerT GO 8,520,5 | 4,5 9 13 | 14,4 | 8.4
MKMOJIb / JT
Bumupy6un npsmoit, 0-3,5 3 4 4,2
MKMOJIb / JI
ST — Kpearnnun, MKMOJTb /T 80-115 61 117 111 165 66
ponn Kpeartnnkunaza, ME /n 38-174 1493 4078 | 4376
Kpearnrkunaza MB, % or KK <25 47 1
JIAT, ME /n 240-480 136 215 292
MoueBuHa, MMOJIb / JI 1,7-8,3 3,8 6,8 6,5 11,8 6,4
MoueBast KUCJI0Ta, MT / I 2,4-7 2,5 2,4
[enounas docdarasa,
ME /1 35-129 44
Muorno6un ( Abbot), nr /mn <154,9 556,4 | 76,35
Muormno6un ( Roche), nr /v <76 >700 >700 | >700
JlakTaT, MMOJIb / JI 0,5-2 3,1
I1B, ¢ 12-15,5 13,2 13,9
MHO, ex. 0,85-1,15 0,99 1,06
e I1B%, % 70-130 101 94,4 91
JI-mumep, MKT / MJT 0-0,5 0,27 0,82
AUTB, c 26-40 34,9 22,8 | 34,9
@DubpuHoreH, r/ 2-4 1,79
OcMOmIPHOCT, | (5 .\ nsaprocts, Mocw /1 290-310 290
KPOBH
pH, em. 5-7 6 6 6 6
OO6uymii OTH.ILJIOTHOCTD 1012-1025 1020 1020 1020 | 1020
aHaJU3 MOYH bBenoxk, v/ 0 0 0,3 0 0
KpoBb, Mr /71 0 0 50 0 0
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Ta6mua 2.
HccnenoBaHune 5KB0HA METOLOM CEKBEHMPOBA-
HMSI, BHIIOJIHEHHOe nanueHty M. (22.07.2023)

I'en RYR1 MyTanus G>C
TI'eu CACNAI1S MyTranus Orcyre.
I'en PNPT1 Myranus G>A
T'en AUH Myranus T>C
I'en PYGL Myranus C>T
T'en PMM2 Myranus G>A
lennpl mpoune Myranus Orcyrc.

TakuM 06pa3oM, HaM¥ BBITIOJHEHA KOMILJIEKCHAS
IMATHOCTUKA, TTO3BOJISIONIAs OKOHYATENbHO YCTAHOBUTH
HaJIM4Ke HacJAeACTBeHHOTO 3aboseBanus 31 y maiueHTa
M. AHaM3upyst OMKMCAHHBIN CJIydaii, XoTenoch Ob1 06pa-
TUTh BHUMaHWE Ha aJTOPUTM JAGOPATOPHBIX MCCIE0-
BaHWil TIPU BBIABJIEHUN JaHHOTO 3a60JEBaHUs IS Bpa-
yeil KIMHUYECKON J1abopaTOPHON AMArHOCTHKU.

[Tocse moydenus: KAMHUYECKUX TAHHBIX O PAa3BUTUU
3l y manueHToB HAXOAAIINUXCS HA OTIEPAITMOHHOM CTOJIE
B MEPBYIO OYepeh HEOOXOAMMO ONPENAETUTh aKTUB-
HOCTh KPEATMHKUHA3BI U YPOBEHb MUOTIOOMHA, 3HAUE-
HUST KOTOPBIX MOTYT OBITh HOBBIIEHBI B 5—20 pa3 BbIIIe
BepXHel TrpaHuIlbl pehepeHcHOT0 nHTepBaia. Bo3aMox-
HBIE CJTOKHOCTH MOTYT OBITH CBSI3aHBI, B TOM YHCJIE
u ¢ «Hook» saddexrom 11pu TecTUpoBaHUU MUOTIIOOMHA
B OT/IeJIEHUN IKCIPecC-IUarioCTUKU. Anmnaparypa, Ko-
TOPOIl OCHAIEHbI OOJIBIIUHCTBO OTIAEJEHUN DKCIIpece-
IVATHOCTUKY, UMeeT HEBbICOKHE BePXHUE IpeebHble
3HAYEHUS] OIpe/eJeHrus YPOBHS MHUOTJIOOMHA, B OC-
moBuom ot 700 mo 1500 ur/ma [9], uTo He mo3BoJsier
TOYHO OMPEAENSTh CYINIECTBEHHOE MOBBIIICHNE YPOBHS
muoraobuna (8 10—20 pas Bbllie BepxHell rpaHUIBI pe-
(dhepercHOTO MHTEpPBaAJa) ¥ MOITOMY TpebyeT TMOBTOP-
HOTO UCCJIE[IOBAHUST 3TOTO 06pasiia ¢ UCIO0Jb30BaHUEM
HaGOPOB PeareHTOB U aHAJINU3aTOPOB, CIIOCOOHBIX OTIpe-
IeJTUTHh BBICOKVE YPOBHY 3HAYEHWI 9TOrO aHATIHUTA.

[omnosuurtenpubiM MapkepoMm 31 MoOXKeT BbICTYIIATh
YPOBEHb JIAKTaTa, KOTOPBIII PE3KO BO3PACTAeT U CO-
MPOBOKIAECTCS M3MEHEHUEM KHCJIOTHO-IIEJI0THOro Oa-
Jlafca B CTOPOHY anuao3a W HapacTanuem OydepHbIX
ocHoBanuil u runepkanuuu [10]. VIamenenus kucJjort-
HO-OCHOBHOTO OajiaHca HOCST BPEMEHHBIH XapakTep
U SABJSIOTCS CJEACTBHEM Tlepexojla OpTaHW3Ma Ha aH-
aspobublii Tun obmena. VsmeHenus ocTajabHbIX j1ab0-
PATOPHBIX ITTOKa3aTeseill HOCAT CUMITOMATHYECKUI Xa-
paKTep U Pa3BUBAIOTCS BCJEACTBUE MATOJOTHYECKUX
MIPOTIECCOB B OpPraHaxX M CHUCTEMax, 3alyIeHHBIX OCHOB-
HBIM 3a60JI€BAaHIEM.

Heobxonnumo oTMeTuThb, uto 3 gBisercss HacJen-
CTBEHHBIM 3a00JIeBaHMEM, TI03TOMY B CEMbSIX, I/le Ta-

Kue caydas 3aboieBaHms 3abUKCHPOBAHBI, UMEETCS
BO3MO’KHOCTb IIPOBOJUTDH rajoTaH-KO(MEUHOBbII KOH-
tpaktypubiii Tect ([KKT). Tecr npexacrasisier coboii
OIIEHKY COKpalleHUsS MBIIIEYHON TKAHU, TMOJYyUYeHHOU
¢ TIOMOIIbI0 GWOIICHUU, B OTBET Ha BO3JEUCTBHUE TaJo-
taHa uan kodenna [1]. B To xe Bpems oKOoHUaTeJb-
HBIi guarno3 3T oJoKeH OBITh TOATBEPIKACH MOJIEKY-
JIIPHO-TEHETUYECKUM MCCJIEeJOBAHUEM TIPU BBISABICHUU

myTainuit B rerax RYR1 u/unu CACNA1S.
3akJjouyenue

Hamu 6b11 pacemotpen cayuaii 3T, oOycioBien-
HBIM TeHeTHYeCcKOW MyTalueill W CIIPOBOIIMPOBAHHBIN
BO3JIefICTBUEM WHTAJSIIMOHHBIX aHecTeTUkoB. Heoxn-
JnanHass ManudecTanus XapaKTepHOTO CUMIITOMOKOM-
miekca (CyIoposKHOEe COCTOsSIHUE, TUIepTepMUsi, Hapy-
HIeHUe JIbIXaHWsI, CEPJEUYHOr0 PUTMA) C BbISBJIEHHBIMU
XapaKTepHbIMU U3MEHEHUAMU J1a00pPaTOPHbBIX [IOKA3aTe-
Jieil (MOBBINIEHNE AaKTUBHOCTH KPEATUHKUHA3BI, YPOBHS
MuOrI00MHA U JaKTaTa B KPOBM, PasBUTHE allUA03a
U TUIEPKAITHUK) TTO3BOJUIN TPEAIOJIOKUTD JaHHOE
3aboJieBanue, OKa3aTh HEOOXOAMMOE aHaCTe3UoJI0Tnye-
cKoe 1ocobue 1 uzbekath HeOJATOIPUATHBIX OCA0KHE-
HUI WK JIETATLHOTO UCXO/IA BCJAEICTBUE MTOJNOPTraHHON
HeZ0CTaTOYHOCTU. MOJeKyIsIpHO-TeHEeTUUECKoe UccJe-
JIOBaHHMe XapaKTEePHBIX F€HOB TTO3BOJIMJIO TOATBEPAUTD
nuaruo3 31 y marmenTa M.

Cnucok jgureparypsl

1. Macnemnmkxor J.H. BrokavecTBeHHas I'MIepTep-
Musz: [BrnexTponmsni pecypc] // I'EHOKAPTA I'eHerwnye-
ckas sHumkaonenus. 2021. https://www.genokarta.
ru/disease/Zlokachestvennaya gipertermiya . (mara
ob6pamenns 3.09.2024)

2. Denborough M., Forster J., Lovell R. et al.
Anaesthetic deaths in a family// British journal
of anaesthesia. — 1962. - Vol. 34. - P. 395-396.

3. Fujii J., Otsu K., Zorzato F. et al. Iden-
tification of a mutation in porcine ryanodine re-
ceptor associated with malignant hyperthermia //
Science (N.Y.). - 1991. - Vol. 253. - P.448-451.

4. Monnier N., Procaccio V., Stieglitz P. &
Lunardi J. Malignant-hyperthermia susceptibil-
ity is associated with a mutation of the alpha
l-subunit of the human dihydropyridine-sensi-
tive L-type voltage-dependent calcium-chan-
nel receptor in skeletal muscle// American
journal of human genetics. - 1997. - Vol.60. -
P.1316-1325.

5. Robinson R., Monnier N., Wolz W. et al.
A genome wide search for susceptibility loci in

three European malignant hyperthermia pedigrees//

JIABOPATOPHAS MEJUIIMHA Tom15, Nel-2, 2024 69



NABOPATOPHbIE UCCINEOOBAHNA B KIMMHUYECKOW MPAKTUKE

Human molecular genetics. - 1997. - Vol.6. -
P.953-961.

6. Zalk R., Clarke 0., des Georges A. et al.
Structure of a mammalian ryanodine receptor// Na-
ture. - 2015.- Vol. 517. - P. 44-49.

7. KympsmoB C.K., Kaummyes [0.H., IIyrkoB C. B.
u Op. VHCTPYKLMS IIO NPOBEREHMI NPeaHaNUTUIECKOI'O
sTana (NOpPsSBOK BBSTHS, XPAaHEHHUS WM TPAHCIOPTH-
POBKM) C 6moMaTepmayoM LIS Ja6opaTOPHEIX MCCJIELOo-—
BaHuy B LEHTPE KJIMHUYECKOH JIa60paTOPHON IHMAarHO-—
cruxyu I'BKT” mq. H.H. ByppeHko /non obuer penaxuyern
Kazaxosa C.II. - Toq 51. - MockBa
"Sxo-Ilpecc"”, 2016. - 220 c.

: WsmaTesscTBO

8. Biesecker L., Girard T.
Genomic Screening for Malignant Hyperthermia
Susceptibility. //Anesthesiology.- 2020. — Vol.133. -
P.1277-1282.

9. Kasakoe C. II., Kapnoe B. 0., Cycmosa JI. A.

Dirksen R.,

u np. CpaBHMTENBHAS XapaKTEePUCTHKA pPesyIbTaTOR
J1a60paTOPHEIX TECTOE M BOBMOXHOCTH anmapara immufé
IJIsT MMMYHOXUMHUYECKMX wucciaenosaHmit // JlaBoparop-
Hass MeguimHa. — 2023. - T. 14, » 1-2. - C. 9-18.

10. Byrpoe A. B., Jiomroe B. B., Kazakoe C. II.
Knummuueckas JnabopaTopHas [UATHOCTHUKA: YdUeGHHUK
B nByx ToMax / Tom 1. — Mockea: 000 «Jlabgmar», 2017. —
464 c.

70 JIABOPATOPHAS MEAMIIVHA Tom15, Nei-2, 2024



