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Ilepuoouuecxue naparuuu (I111) (napoxcuzmanrvrvie Muoniesuu) — 3mo peoxue HepeHO-MblUeUHble PACCIMPOT-
CcmMea, 6bI36aAHHbIE MYMAYUIMU 6 2eHAX HAMPUEBbIX, KATbYUESbIX U KAIUEBbIX KAHAL08 cKeiemhblx mviuy. Obwue
uepmol NEPEULHBIX NePUOOUYECKUX NAPATUYeld — AYMOCOMHO-OOMUHAHMHOE HACIe008AHUE, USMEHEHUEe YPOGHSL KA.
6 CHIBOPOMKE KPOBU 6 pe3yibmame 0ehekma UOHHbIX KAHAN08, d MaKice 0ediom 3a001e6aHUsl 8 RePEOM UL GMOPOM
Odecsimunemuu dcuznu. Knunuuecku ITI1 nposensiiomcest anu300udeckumu npucmynamu MbluledHol ciabocmu, 603HU-
KAIOWUMU Yepe3 HePecysipHbLE RPOMEIICYIMKU 6PEMEHU, NPUCIYNbL YACMO CESI3aHbL ¢ NUMAHUEM UYL OMObIXOM HOCTe
uzuueckoll nazpysKu, UH0204 UM CONYMCMBYen MUOMOHUSL.

Tlepuoouueckue naparudu peoko 6cmpeyarmes cpeou HAceleHus: 6 YeIoM, KaK Cie0Ccmeue, npoCneKmueHble K-
HUYecKue Ucciedo8aHusl 1e4eOHbIX 6Meuamenbcme oepanudensl. M3-3a smozo eapuanmol jeueHusi nepuooudeckux
napanuyeli makice 02PAHUYEHbl, 8 3HAYUMENbHOU CIEneHU 0CHOBAHbL HA OMOENbHbIX HADIIOOCHUSIX.

Kiouesvie cnosa: nepuoduyeckie napaiudi, 2UNOKATUEMUECKULL RAPAIU, 2UNePRAIUeMUYeckutl napaiuy, CuH-
opom Anoepcena-Tasuna.

Jna yumuposanusn: Oneeun, E. B. [lepuoouueckue napanuuu / E. B. Onecun, O. B. Manyesuu // JKypran I poonenckozo
eocyoapcmeennozo meouyurnckoeo ynusepcumema. 2021. T. 19, Ne 4. C. 457-461. https://doi.org/10.25298/2221-8785-2021-19-

4-457-461.

[lepBuunsle nepuoguueckue napanuyu (I111) —
penKre ayTOCOMHO-JJOMHUHAHTHBIE TI'€HETHYECKHE
HEPBHO-MBIIICYHbIEC 3200JIEBaHUS, CBSI3aHHBIE C MY-
TalUsIMU B HATPUEBBIX, KAIBIUEBBIX U KaJTHUEBBIX
KaHamax CKeJeTHBIX Mbimy [1, 2, 3]. O6mee ms
Bcex III1 — mpuctynsl MpIedHO#H c1aboCcTH, KOTO-
pBIe MOTYT JUITMTHCA OT HECKOJIBKUX MUHYT JIO0 4a-
COB WJIM JJHEH, UTO BBI3BIBAET yXY/IIIEHNE KauyecTBa
sku3HH [4, 5]. [IpucTynbl 4acTo BBI3BIBAIOTCS OIpe-
JISJICHHBIMA MOJICJISIME TTOBEACHUS I OCOOCHHO-
CTSIMHU paIfioHa, KOTOPhIE MPHUBOIAT K M3MEHEHHUIO
YPOBHS KaJiusi B CBIBOPOTKE KpoBH. [Ipu Bcex dop-
Max [IIT BHe3anHbIi ape3 BbI3bIBACTCS JIEHOJISIPU-
3anyel capKoJeMMBbI MBIIII, YTO B CBOIO OYepeNb
BEJIET K MHAKTHBALIUM HAaTPUEBBIX KaHAJIOB U CHH-
JKEHUIO BO3OYIMMOCTH BOJIOKOH [2, 3].

[lepBrYHbIE TTEpPHOTUYECKUE TTAPATHIN BKIIIOYA-
10T TunokamueMudeckuii mapanmy (I'umollll), ru-
nepkamuemuueckuii mapanuy (I'unepllll) u cunapom
Amnpepcena-Tasuna. CylecTByIOT TakXKe TECHO CBS-
3aHHbIE 3a00JIeBaHUS, XapaKTEPUCTUKH KOTOPBIX
COBIIAIAI0T C THUIMOKAIMEMHYECKHIMH M THITEPKaIH-
€MHYECKHMH TapaTndaMi, & UMEHHO: BPOXKJICHHAS
nmapaMHOTOHHS (paramyotonia congenita) ¥ HOPMO-
kamemuueckuit 111 (HopmollIl). B GonpmmHcTBE
cilyyaeB 9TH 3a00JIeBaHMs BBI3BAHBI MYTalUSIMU
HaTpueBoro kaHana. CylecTByeT HEKOTOpOE uva-
CTHYHOE KJIIMHUYECKOE COBMAJIeHHE 3a00JIeBaHHM, U
OTIpeJieNIeHre TOTO, CIeIyeT JIN KIaCCH(PHUINPOBATh
paccTpoicTBO Kak BPOXKICHHYIO MapaMHOTOHHIO
wnu runepkamueMudeckuii 1111, 3aBucut ot npeod-
JIaJIAroITUX CUMITTOMOB [6].

[Ipenmonaraemasi pacpoCTpaHEHHOCTb IEPUO-
nuyeckux napanuyeit cocrapisier 1 va 200 000 ans
runepkanimemudeckuux II1, 1 va 100 000 nns ru-
nokanuemuueckux IIIT u 1 mga 100 000 — mst cuH-
npoma Annepcena-Tasuna [6].

Ilamozenes

3a kaxay GopMy CEMEHHOTO MEePHOAMYECKO-
ro rnapajguya OTBE4aeT CBOM I'eH W 3JEKTPOJIUTHBIN
KaHasl. bospmumHCTBO mrofed ¢ nepBuuHbiM IIT
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MMEIOT HaCcJIeICTBEHHBIE ayTOCOMHO-IOMHUHAHTHBIE
paccTpoiCTBa; TAKXKE BCTPEUAIOTCS CIIOpainYecKue
CIIy4ad, XOTs 4aCcTOTa UX HEU3BECTHA [7].

Tunokanuemuueckuii I111 cBA3aH ¢ MyTauusIMU
B reHax kambnueBbx kaHaimoB (CACNAILS, oxoiro
60%) n HatpueBbix kaHaoB (SCN4A; okono 20%)
[6]. Kiinanueckas kapTWHA WACHTUYHA JJIs TIAIH-
eHTOB ¢ ['mnollll, BbI3BaHHBIM MyTalUSAMU KAaK
KaJbLIUEBBIX, TAK M HATPUEBBIX KaHAJOB. | eHHbIC
nNedeKThl 3TUX KaHAJIOB BBHI3BIBAIOT aHOMAJBHBIH
3JIEKTPOJIMTHBIM TOK, KOTOPBIA MPOUCXOJUT B IO-
TEHIHAJIe TIOKOS ¥ CO3/IaeT BOCTIPUUMYHUBOCTH K T1a-
palloKcaIbHOM JIETONSIPU3aIiU BOJIOKHA M BO30YXK-
JICHUIO B YCIOBUSAX HU3KOTO BHEKIeTouHoro K* (ot
2,5 no 3,5 makB/7) [2, 9].

Tunepxanuemuuecxuii 1111 cBsi3an ¢ MyTauusIMU
B reHe HaTpueBoro kaHama ( SCN4A ) Ha XpoMoco-
Mme 17q23. Unentudunmposano no kpaiinei mepe 9
pa3IMYHBIX MyTalluid B 3TOM I'€HE, KOTOPHIE MOTYT
BBI3BIBATH runepkanuemudeckuii [T [10].

Cunopom Anoepcena-Tasuna B HEKOTOPBIX CIYy-
yasx BbI3BaH MyTauusiMu reHa KCNJ2, xotopsiit
KOAMPYET KaJHeBBI KaHAT BHYTPEHHETO BBITPSIM-
nenust, Kir2.1, cTaOUIM3UpyOIMUi MOTEHIHAN T10-
KOS CKEJIETHBIX MBIIII] U B CEPACYHBIX MHUOIMTAX
[11]. B otnuuue ot ['unol Il u I'unepllll, koTopsie
OTPAaHUYMBAIOTCA MyTallUsIMU B KaHaJlaX, dKCIpEc-
CHUPYEMBIX IIOYTH HCKIIOUYUTEIIFHO B CKEJETHBIX
MBIIIIAX, MPU CUHAPOME AHJepceHa-TaBuia My-
TaIUM KaJHeBBIX KaHAIOB 3aTPAaruBaiOT HECKOJIBKO
TKaHEW M CBs3aHbI ¢ BeChMa BapualOeIbHbIM (PEHO-
TUTIOM, KOTOPBIM BKIIIOYACT MEPUOIUUECCKUIN Tapa-
U4, CEpACUHYIO apUTMUIO U XapaKTEPHBIE JIMIIE-
BbI€ U CKEJIETHbIC aHOMaIuH [3].

Knunuueckasn Kapmuna

Y TmanueHTtoB C MEpUOJUYECKHM Iapalu-
YOM CHMIITOMBI TOSIBIISAIOTCS. OOBIYHO B TIEPBOM
WIN BTOPOM JeCATHJIETUH >Ku3HU. Habmoma-
IOTCSl TIEPHOAMYECKUE MPHUCTYIBl O0YaroBOM WIH
TeHEPATM30BAaHHONW MBIMICYHONW ClIabocTH, da-
CTO CIPOBOIMpOBaHHBIE Tpurrepamu [12, 13].
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VY nauueHTOB MOXKET PA3BUTHCS CTOMKAS MBIILIEYHAS
c1a00CTh Pa3HOM CTEMEHH TSHKECTH MEXKY MPHUCTY-
MaMu, KOTopas y OOJBITUHCTBA B JAIBHEHUIIIEM TPH-
oOpeTaeT NOCTOSTHHBIHN XapakTep [6].

Knunuueckas kapmuna 2unoxanuemuyeckozo
nepuoduueckozo naparuya. I'nmollll xapakrepusy-
€TCsl BHE3AITHBIMU 09aroBBIMHU MIIM T€HEPATN30BaH-
HBIMH TTPUCTYTIAMH MBIIIEYHOM CIa00CTH, KOTOPBIE
MOTYT JUINTHCS OT HECKOJBKUX YacOB /10 HECKOJb-
KHX JIHEH U CBSI3aHBbI C COIIyTCTBYIOLIEH T'MIIOKAINE-
Muei (<2,5 MIKB /7).

Amaxku. [lepBblii TIPUCTYIT OOBIYHO TTPOUCXOUT
B BO3pacTe OT 5 10 35 jeT, HO YacToTa IPUCTYIIOB
HamboJiee BBICOKa B Bo3pacte OT 15 mo 35 ser u
BIIOCJICICTBHH yMEHBIIIACTCS C Bo3pacToMm [2, 12].
OcTpble MPUCTYNBI BOBHUKAIOT IOBTOPHO C MHTEp-
BaJIOM B JICHb, HEJICII0 MU MECSII, OOBIYHO JIJIST-
Cs1 HECKOJIbKO 4acoB, a nHorAa u jHe. [Ipuctyms
MOTYT BO3HHKATh KaK CIIOHTAHHO, TaK U B OTBET HA
TpUTTEpHBIC (PAKTOPHI, TAKUE KaK OoraTasl yrieBo-
JIaMH TIMIIIA, aJKOT0JIb, OT/IBIX TOCJE BhIPAKEHHOM
¢usnyeckoir Harpysku, crpecc. Ilanuentsr ¢ ['u-
ol 11T mogBepIKEHBI MOBBIIICHHOMY PUCKY TIPe- WIIH
MocTaHecTeTHIecKoi cimaboctu [2, 12].

Hesponoeuueckuii cmamyc. Bo BpeMs mpucCTy-
Ma BBISBIECTCS CIIA0OCTh, KOTOpas OOBIYHO BO3-
HUKAeT B MPOKCUMAJLHBIX MBIIIIAX OOJIBIIE YeM
B JUCTANbHBIX, Yallle B HOTax, YeM B pyKaX; TH-
nuvHa tunopeduiekcust win apediaekcus. Mexay
MIPUCTYIIAMHA HEBPOJIOTHYECKUI CTaTyC OOBIYHO
HOpMaJbHBIH. HexoTopble maleHThl UCTIBITHIBAIOT
YMEpPEHHYIO CTeNeHb CcIaboCTH MEeXAy MPUCTYyTIa-
MU, KOTOpasi QIIIOKTYHPYET; BOSMOKHO YITyUIlICHHE
nocie JIerkoi (u3uueckoll Harpy3ku. MHUOTOHUS
He xapakTepHa Juist ['unolIIT [1].

CpeoHsss KoHyeHmpayus Kaius B TUIA3Me BO
BpeMs TIPHCTya B OJHOW CEpUH HCCIIEIOBAHUS
cocTaBmia 2,4 MAIKB/JI. YPOBHH MOTYT OBITH HIKE
1,5 M3KB/JI; OJHAKO KOHIIGHTpAIMs Kalus MEHee
2 MDKB/N JOJDKHA HACTOPAKMBaTh B OTHOILICHUH
BTOPUYHBIX  TUNOKAIUEMHUYCCKUAX  Tapanyci.
Mesxy pucTyIaMH YPOBEHb Kallisi HOPMAIIU3yeT-
cs npu ['unollIl, HO ocTaeTcst HU3KKUM MPU BTOPUY-
HO# rumokamuemud [8].

Cepoeunvie apummuy, TaKue KaK TaXUKapIusi,
GuOpMILTALS TTpeACepAni, TapOKCU3MalbHas HaJl-
JKEITyIOYKOBAasT TaXUKapIusl WU (HUOPHILISIHS JKe-
JyJI0YKOB, BCTPEYAIOTCs HeuacTo. Bo Bpems mpucTy-
moB Ha 3nekrpokapauorpamme (DKI') BeIsIBISICTCS
nenpeccusi cermenTa ST, yMEHbBIIICHHE aMIUTUTY/IbI
3yoma T u yBenndaenne amruTy sl 3yoma U [1, §].

Muonamus. Tlporpeccupyromiasi MpPOKCUMallb-
Hasi MUOIIATUS B KOHEYHOM CYETE Pa3BUBACTCS Y
oonpmHCcTBa nanuenToB ¢ ['unollll. Kimmaunueckn
3TO mposiBigeTcs yaiie nocie 50 Jier, Korjaa mnpu-
CTyTBI BHE3AMHOU ciaabocTu mpoxonsaT. Kimamde-
CKM MHONaTHs HanOoJiee BhIpaKeHa B MBIIIIAX Ta-
30BOTO MOsIca, a TAKXKE B MPOKCHMAIBHBIX OTAeIax
BEPXHUX U HIXKHUX KOHEYHOCTEH. TsbkecTh MuOTIa-
THU BapbUPYET OT JIETKOTO TTOPAKEHHUSI IO TIKEIIOH
uHBanuaHoCcTH [11].

Knunuueckas kapmuna eunepkanuemuieckozo
nepuooutecKo2o napaiya

Xapakrepusle ocobenHoctd ['mmeplIll: mpu-
CTYIIBI CTA0OCTH B KOHEYHOCTSIX U ITOBBIIIIEHHE YPOB-
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HSl KalIWsl B CHIBOPOTKE KPOBH BO BpeMs IIPHUCTYIIA,
HO y HEKOTOPBIX MAIMEHTOB YPOBEHb KaJIHs B CHIBO-
POTKE KPOBHU BO BpeMsI IIPUCTYIIOB HOPMAJIBHBIH [6].
BBenenue kamust MOXKET CIPOBOLIMPOBATH MPHUCTYII
WM yCYTYOUTH MPOIOIKAIOLIMNCS N30/,

Amaxku. [TpucTynbl MBIIIEYHON c1abOCTH HAYH-
HAIOTCS B IEPBOM JECATUIICTHHN KU3HH TPUMEPHO Y
50% nanueHToB, U TOJIBKO 25% co00IIarT 0 CBOEM
MepBOM Tpuctyne B Bo3zpacte >10 ner. [Ipuctymsl
MOTYT OBITh CIIPOBOLIMPOBAHBI MUILEH, OOraToii Ka-
JIMEeM, OTABIXOM Iocjie (U3MYECKOH Harpys3ku, To-
JOJITaHWEM, TePEOXITAKIACHUEM, SMOIMOHAIBHBIM
cTpeccoM, OepeMeHHOCTHIO, anecTe3ueil. [Ipuctyms
JaCcTO HAYMHAIOTCS YTPOM M JUISTCS 0 2 9acoB [2,
12]. CnaGocTh mHpH MpHUCTYyNE THIEpPKaIueMuye-
ckoro [1I1 MoxeT ObITh 04aroBoii, mopaxast TOJIBKO
OJIHY KOHEYHOCTb, HO 001Iast C1ab0CTh C TUIIOTOHH-
elf BcTpeuaeTcs varie. Y HeKOTOPBIX MaliueHTOB Ha-
OJIFOJTAIOTCST MUAITHHU BO BPEMS MPHUCTYTOB. ATaKd
mpu ['umrepll], kak mpaBwmito, 6ojee JacThie, MCHEE
TSDKEJIbIe U KOpOdYe MO NMPOJOIHKUTEIHHOCTH, YeM
ataku ripu ['unol 11T [13].

Ypoeenv xanusa HOpManbHBIN UM YMEPEHHO I10-
BBIIICHHBIA BO BpeMs NPUCTYNoOB. B oaHol cepuu
CpEeIHHUI YPOBEHb Kallusl, 3aPErUCTPUPOBAHHBIA BO
BpeMsI TIPUCTYIIA, COCTABIILI 5,3 MAKB/1 [10].

Mesicnpucmynnusie cumnmomsl. Mexy pucTy-
MaMu MPUMEPHO MOJOBHUHA NnauueHToB ¢ ['unepllll
UCIIBITHIBAIOT MUOTOHHUH, KOTOPBIC HE MPEMATCTBY-
I0T IIPOU3BOJIbHBIM JIBIKEHUAM. bonee 80% manu-
entoB crapiie 40 net ¢ 'unepllIl ucneiThiBaIOT 10~
CTOSTHHYTO MBIIIIEYHYTO cabocTh [13].

Muonamus. T1Tapokcu3Mbl MHOIUIETHI Hanbosee
9acThl B MOJPOCTKOBOM M PAHHEM B3POCIOM BO3-
pacre. [lo3xke, B 4eTBEPTOM-ILIECTOM JIECATHICTHH
JKU3HU TPUCTYIIBI MBIIIEYHONW CIIA00CTH YTHXAIOT.
ITo Mepe TOro KaKk 4acTOTa ATUX MPUCTYIIOB YMEHbB-
mraercs, y OONBITMHCTBA TAIMEHTOB pPa3BHBAETCS
MHOTIaTHYecKast claboCTh, KOTOpas MOXKET OBITh
JIETKOW WJIM MPUBOJSIIEH K MHBaIUIHOCTU. B oc-
HOBHOM IIOPAKalOTCsl MBIIIIBI Ta30BOrO Iosica U
HIKHHUX KOHeYHOCTel. [Iporpeccupyromas aereHe-
paTHBHAS MHOMNATHS BCTPEYAETCS MPH THUIIEPKaIU-
emuueckoM IIIT ¢ Takoil e 4acToToH, 4TO U IPHU
runokanmuemudeckom 111 [10].

Knunuuecxas kapmuna cunopoma Andepcen-Ta-
suna. Cunapom AHnepceHa-TaBuia XapakTepusy-
ercst Tpuanoi [1]:

1) srM30quvecKast MbIIICYHas CIIa00CTh;

2) HapyIIEHUS CEPACTHOTO PUTMA (FKEITyT0UKO-
Bble apUTMUH, yIMHEHHBIH nHTepBan QT u BhIpa-
skeHHbIe 3yO1el U);

3) oTIMUMTENBHBIE OCOOCHHOCTH CKeneTa (HU3-
KO MMOCaKEHHBIE YN, T1a3HON TUIIEPTEIOPU3M, Ma-
JIEHbKAs! HYKHSASA YENFOCTb, KIIMHOJAKTHIINS TIATOTO
MaNbla, CHHAAKTHIINS, HU3KAH POCT, CKOJINO3 U IITH-
POKHiA 7100).

Takas xapakTepHas TpHaja MpUCYyTCTBYeT y 58-
78% marentoB ¢ myTanusimMu KCNJ2. JleOroT 3a-
0oseBaHHsS OOBIYHO MPOUCXOHUT B MIEPBOM-BTOPOM
JECATHIIETHH JTMOO KapAWOJIIOTHYECKUMH CHUMIITO-
Mamu (ydaIieHHOe cepAricOneHne W/uiu oOMOpo-
KH), THO0 cIaboCThI0, KOTOPasi BO3HUKAET CIIOHTAH-
HO TIOCJ€ AJTUTENBHOTO OT/bIXa WIN OT/AbIXA MOCIIe
JUIMTEBHON (u3ndeckodl Harpy3ku. l[lpuctyrisl
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MBIIIEYHOH c1a00CTH MOTYT OBITH CBSI3aHBI C BHICO-
KNM, HU3KHM WJIM HOPMaJbHBIM YPOBHEM KallUs B
CBIBOPOTKE KpoBH [6].

/uacnocmuka

Juarno3s [1I1 MmoxxeT OBITH MOATBEPIK/IEH TEHETH-
YEeCKHUM TECTHPOBAHUEM, KOTOPOE PEKOMEHIYETCS B
Ka4decTBe MEPBOT0 THArHOCTHYECKOTO II1ara Mmpy Ha-
JIUYMW TIPOMEKYTOYHOTO MM BBICOKOTO KIIMHHYE-
ckoro nopo3penus. Bee I HacnenyroTces no ayTo-
COMHO-JIOMMHAaHTHOMY THITy. | eHeTHUeCKoe TeCTH-
pOBaHHE BBIABISET TETEPO3UTOTHYIO IATOTEHHYIO
MyTanuio y 60-70% manueHToB, COOTBETCTBYIOIIUX
KIIMHAYeCKUM KputepusMm [6]. Ilpu orcyTcTBUHM
UICHTUDUIIIPOBAHHON TEHETHYECKOW  MYyTaIluu
npuMepHo y 30% narnueHToB MOATUIIBI EpHOINYe-
CKHX Mapajndyeid MOYKHO Pa3JInIUTh HA OCHOBE KJIH-
HUYECKHX MPOSIBIICHUH, YPOBHSI KallUsl B CBIBOPOTKE
KpPOBH BO BpeMsI IPUCTYTIa ¥ OTKIIOHEHUH ITPH TECTe
¢ IUIHTETHHOU (Pu3ndIecKoil Harpy3Koit [7].

JAunarnocrtuka runokaauemuyeckoro IIII.
Ilepsonauanvuas 1abopamopras oyenxa.: BO BpeMs
OCTPOTO MpHCTyINa TpeOyeTcsi U3MEPEHHE CHIBOPO-
TOYHOTO Kallisl KakK JUIsl TUArHOCTUKH, TaK W IS
OTIpeieNIeHNs] TAKTHKH JiedeHnss. HeoOXoanMo BbI-
MOJTHUTH JOMOJHUTEIbHBIC HCCIETOBAHUS, YTOOBI
WCKJIIOYHUTH IbTEPHATUBHBIC JHATHO3BI:

* CJIeIyeT UCKITIOYUTh THIIEPTUPE03: ONPEIEIINTh
ypoBuu T3, T4 u Tupeorponnoro ropmona (TTT);

* snekTpokapanorpamma (OKI') momxHa OBITH
BEITIOJTHEHA U WCKIIOYEHHS YAJTUHEHHOTO WH-
tepBana QT mmm QU, yka3sIBaroero Ha CHHIPOM
Anpnepcena. Bo Bpems mpucTyna runokaguemMmuye-
ckoro I1IT na DKI" MoryT OBITH Opyrue MpHU3HAKH,
COOTBETCTBYIOLIUE TUIOKAIUEMHUH, BKJIOUYas Je-
npeccuto cermeHTa ST, YMEHBIICHHUE aMIUTATY/IbI
3yoma T u yBennuenne aMIuaTy el 3yoma U;

* BO BpeMs OCTPOTO TPHUCTYIA CIEIyeT H3Me-
PUTH Ta3bl apTepHAIbHON KpPOBH, a30T, MOYEBHUHY
KpPOBHU, KPEAaTUHUH U ANIEKTposuThl (ocdaT, Kanb-
UM 1 MarHui);

* HOPMAJIBHBIH YPOBEHB Kallusl B TIA3Me MEXKIY
MPUCTYTIAMHA TTOMOTA€T OTJIUYHUTH MEPBUYHBIA TH-
nokanmemudeckuit [T oT Apyrux BTOPUUHBIX MIPHU-
YUH TUMOKATUEMUYIECKOTO Tapanuya [8].

IIposokayuonuvie mecmuvl MOTYT HCIIOJIb30BaTh-
Cs1, KOT/1a TEHETUYECKOE TECTUPOBAHHUE HE TO3BOJISI-
€T BBISBUTH OCHOBHYIO MyTanuto. [Ipu Bcex popmax
MTPOBOKAIIMOHHBIX TECTOB PEKOMEH Ty ETCSI TIIATEb-
HOE HaOIrocHIE, 0OBITHO B YCIOBHSX CTaIlMOHApPA!

* npoBokanus runokanuemudeckoro IIIT mepo-
paJIbHOU Harpy3Ko#l riroko3oi (2 T/Kr) u/uiu BBe-
JneHreM uHcyrHa (10 eTMHUL TOAKOXKHO);

* yIpakHeHUs, Takue kak 30 MuHyT Oera Ha Oe-
TOBOH JOPOXKKE, MOTYT CTaTh Oojee Oe30rmacHO
TbTEPHATHBON BBEIEHUIO TIIOKO3bI WM WHCYIIH-
Ha. [T0JIO)KUTENBHBIM OTBETOM SIBIISIETCS clIabOCTh
C COMYTCTBYIOIIEH TUnokanueMuei [8].

Dnexmpomuoepagus —Bo Bpems npuctyna IMI
MOJKET MTOKa3aTh CHIDKEHUE aMILTUTY Ikl M-0TBeTa ¢
3aMeJUIeHHEM BOCCTAHOBIJICHUS JIBUTATEIHHOMN €IIH-
HUIBI. MOXKeT OBITh UCTIOIB30BAH TECT C JTUTEIb-
HoUl (usnueckoit Harpyskou «long exercise test»
[8]. IIpu aTom OGuonicust Mbimi B quardoctuke 111
HE UCIOJIb3YEeTC .
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JlnarHocTuka runepKajIneMHYecKoro mnapa-
aunya. Bo @pems ocmpozo npucmyna TOBBIIICH-
Hasi KOHLEHTpAalMs Kalus B CHIBOPOTKE KPOBU BO
BpeMsl TIPUCTYIIa MOKET HAaBECTH Bpada Ha MBICIb
0 muarHose runepkanuemudeckoro I[II1. Ommako
YPOBEHb MOKET ObITh HOPMAaJIbHBIM MM HEI0CTa-
TOYHO aHOMaJIbHBIM. Becem nanuenrtam c II1 cneny-
et poBoauTh DKI', YTOOBI UCKITFOUNTE YITHHEHHE
untepBana QT win QU, ykaspiBarouiee Ha CHHAPOM
Amnnepcena [1, 10].

Meowcoy amaxamu ['unepllll TpyaHO AUAaTHOCTH-
poBaTh, TaKk Kak MbIIIIEYHas CUJla HE N3MEHEHa U Ka-
T B CBIBOPOTKE KpoBH B HopMe [10].

OMI', BeposiTHO, HanboJIee MOJIC3HBINH TECT HpU
MEXIPUCTYITHOM 00CJIeIOBaHUH MarueHToB. OMI
MOJKET TaKXe BBISIBUTh CYOKIHMHHYECKYIO MHOTO-
HUI0, HaOmoaemyto y 50-75% manueHToB ¢ TUIep-
kanuemuyeckuM [1I1, yTto oTiauuaer 3To 3a00JeBa-
Hue oT runokanuemudeckoro I1T1 [7, 10].

IIposokayuornusie npoowbi:

» C mepopaibHOU Harpy3koil kamuem (1-2 mr-
9KB/KT) MOKET OBITh MpOBEIeHa, HO 3TO Tpeldyer
KapJAMOJIOTHYECKOTO MOHHUTOpPHHTA B CTaIl[MOHAp-
HBIX YCIIOBHUSX.

* VrpaxHeHus, Takue kak 30 MuUHyT Oera Ha
OeroBoil OPOXKKE, MOTYT cTaTh Oojee Oe3zomac-
HOM abTepHAaTHBON BBemeHWIo Kamws. CirabocTh
¥ yMeHbIIIEHHe aMImuTyasl M-otBeta Ha DOMI,
0OBIYHO TPOMCXOJAIINE B TEUEHHE OJHOTO dYaca,
MOJITBEPKAAIOT JMArHO3 THIEePKATHEMUYECKOro
I1I1, HO oTpuIaTeNnbHBIE PE3YIBTATHI HE HCKIIOYA-
10T 310 cocTosinue [10].

Cunopom Anoepcena-Tasuna

Cunppom AmnzaepceHa-TaBuia BCTpedaeTrcs ¢
BBICOKOM CTENEHbIO (PEHOTUMUYECKON W3MEHUHBO-
CTH, YTO 3aTPYJHICT TUATHOCTUKY. MyTaluu B reHe
KCNJ2 BeisBIstOTCA IpHMepHO 'y 60% Beex moaen
C JIaHHBIM 3a00JIEBaHMEM; TeHETHIECKasi MyTaIus B
ocrapmuxcs 40% ciaydaeB HE BBIIBISICTCS. Y TIald-
entoB ¢ mytanusamMu KCNJ2 runepkammeMmdeckue
3MM30/bI BO3HUKAIOT NpuMepHo y 15%, HOpMOKa-
muemuueckue — y 20% ManueHToB, Y OCTalbHBIX
HaOJFOIAIOTCS TUIIOKAIMEMIYECKHE ATH30bI Tlapa-
JIUYa, TMOAOOHBIE TEM, KOTOphIe HAOIIOMAIOTCS TIPH
I'molIIT [11].

Hanmune xapakTepHbIX (QU3HYECKHX OCOOCHHO-
cTel n/unm anoManuii anektpokapauorpapun (OKI)
corylacyercs ¢ IMarHo3oM cuHapoMa AHaepceHa-Ta-
Bwia [ 13]. Tunuunsie otkioHeHuss OKI' B cocTosiHumM
MOKOSl BKJIFOYAIOT yIJUWHEHHBIM uHTepBan QT wiam
uaTepBan QU mpu oTcyTcTBUHM TMHOKanemMud. [1pu
TOJIO3PEHNHN Ha JUarHo3 cUHJIpoma AHpaepceHa-Ta-
BWJIA  2JIEKTPO(U3MOIOTHUECKHE  HCCIIeIOBAHMS,
BKJIIOYAsl TECT C JJIMTENBHOW (U3MUYECKOW Harpys-
KOH, MOTYT IOMOYb MOATBEPAUTH AUArHO3 [6].

Jleuenue nepuoduueckux napanuyeil

Obwue pexomenoayuu no neuvenuro. Cremyer
HAYMHATh C TPOCBEILICHUS MAIMEHTOB O HEO0OXO-
JUMOCTH H3MEHCHHUsT 00pasa KHU3HU, YTOOBI MHU-
HUMH3HPOBaTh Tpurrepsl I1I1, a 3areM NpoBOAHUTH
Tepanuio KaimeM (moOaBlICHUE WIIH HCKITIOYCHHE)
C TOCTCIYIONIMM HCIIOIB30BAHUEM WHTHOUTOPOB
KapOoaHTH/pa3bl. B KkadecTBe HadanbHOro Imara
00Cy)/ICHHE TTPOBOLUPYONUX (PAaKTOPOB, OCOOCH-
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Tabauya — OOMUH TOIXOT K JICUCHHUIO TICPBHYHBIX TEPHOTNICCKUX IMapaTHaeh
Table — General aproach to treatment for primary periodic paralyses

T'unepIIIT

TunollIT

Cunnpom Anznepcena-Tapuna

OcTpslii npucTyn

JICHHBIM BBICBOOOXKICHHEM )

HemenukamenroszHoe Jlerkue ynpaxxHeHHs], Jlerkue ynpaxHeHHs B Hauaje NpUCTy- | Jlerkue ympakHEHHs, yrIeBOIBI (€cian
JIeYCHHE YTIIEBO/IBI ma, 100aBKH KayIust [PHUCTYIIBI CBS3aHBI C THIICPKAIUEMHCH )

K* 1 mr-sks/kr 10 200 Mr-sxs/ Ecnu npucTymibl, CBSI3aHHBIE C HU3KUM
Kammii* He npumensiercst 24 y** (u36eratp mpenapatos ¢ 3amen- | K *, To K * mepopanbho 1 mr - 9kB/KT 10

200 wmr - 5kB/12 9 1151 HOpMaITU3aLUK

Bera-2 aronuct

2 Baoxa 0,1 mr

He npumensercs

He npumensiercst

cab0yTaMoIt
Ipodunakruka
YacTsle BEICOKOYTIEBO/HBIC
Huskoe coneprxkanne HaTpusi 1
npueMsl . M3oerats:
YIJICBOJIOB; 100AaBKHU KaJlHsl; H30erath
HemenukamenTo3Hast roJI0aHus; PU3HYECKUX .
- THIIEPOCMOJISIPHBIX COCTOSHHIT
Harpy30K; BO3/ICHCTBHUS X0I0/1a;
(00e3BOKMBAHKE, TMITEPTIIIUKEMHUS )
HpOJyKTOB, 6orateix K
B3spocisie: 125-1000 Mr B 1eHb. B3spocubie: 125-1000 Mr B 1eHb. B3spocisie: 125-1000 Mr B 1eHb.
A1era3ojiaMuL
Jeru: 5-10 mr/kr/neHb Heru: 5-10 mr/kr/neHs JHeru: 5-10 Mr/xr/neHn
Juxnopdenamug 50-200 mr B 1€HBb 50-200 mr B 1€HB 50-200 mr B 1€HB
K* 30-60 MoKB/eHb BHYTpb;
Kanmii* He npumensercs COCTaB C 3aME/TICHHBIM BBICBOOOJK IE- He npumensercs

HUEM MOXET OBITh TIPEANOYTUTEIIbHBIM

K™ - cOeperatorye He npumensercs

Tpuamrepen 50-150 mr/nens

He npumensiercs ***

JILYPETUKI Crnmpononaxtos 25-100 mr/neHsb
Dmnepenon 50-100 mr/aeHs
T'uppoxnopruazus 25-75 mr B 1eHb He npumensercs He npumensercs

Ipumeuanue: * obwuii kaauil 6 opeanusme ne ucmowjaemcs 6 I'unollll, coonodams ocmoposrcrocms npu ocmpom eeederuu K*, umoobwi uzbexcamo

upesmepHo2o nocmynienus; ** cieoums 3a OKI u yposnem kanus; ***ucnonvsosanue K-coepecarowux ouypemuros ciedyem noodoupams uHOUGU-

0yanvHo 6 3asucumocmu om nompebnocmeit nayuenma [6].

HO JIUETBI, MOKET MTOMOYb YMEHBIINTH KOJIHUYECTBO
MPHUCTYNOB. ECM ypOBEHb Kanus BO BpEMsI IPUCTY-
I1a HEU3BECTEH, CIEAYET UCIOIb30BATh MTOBEACHYE-
CKHE CTpaTeTHH ISl OCTPBIX MPUCTYIIOB (HApuUMep
JIeTKHe yNpakKHEeHus B Havyane npuctymna) [12, 14].
@apMaKOJIOTHYECKHE BMEIIATENIbCTBA BKIIKOYA-
0T TEPAINHUIO ISl KyIMPOBAHUS OCTPBIX MPHUCTYTIOB
U IPOQUIAKTHYECKYIO TEPAIHIO ISl YMEHbIICHUS
Y4acTOTHI IIPUCTYIIOB. BapruaHTsI TeueHMsI IEPUOIH-
YECKUX MapaJlnueil OrpaHuYeHbl U B 3HAYUTEIbHOMN
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PERIODIC PARALYSIS
E. V. Onegin’, O. V. Mantsevich’
!Grodno State Medical University, Grodno, Belarus
’Grodno Regional Children's Clinical Hospital, Grodno, Belarus

. Weber F, Lehmann-Horn F. Hypokalemic Periodic

Periodic paralysis (paroxysmal myoplegia) is a rare neuromuscular disorder caused by mutations in the sodium,
calcium, and potassium channel genes of skeletal muscle. Common features of primary periodic paralysis are autosomal
dominant inheritance, changes in serum potassium levels as a result of a defect in ion channels, and the onset of the
disease in the first or second decade of life. Clinically, PP is manifested by episodic attacks of muscle weakness that
occur at irregular intervals, attacks are often associated with food or rest after exercise, sometimes accompanied by
myotonia.

Periodic paralysis is rare in the general population and, as a result, prospective clinical trials of treatment
interventions are limited. Due to the low prevalence of primary PCBs and limited treatment options, few prospective
studies are available to develop treatment recommendations based on anecdotal evidence and patient case reports.
Treatment options include provocation prevention, potassium and carbonic anhydrase inhibitors.
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