Yro Takoe BpoxkaeHHasst MUOTOHUS? IlepcnieKTMBBI MALMEHTA.

HUcnpasnenue mughos u 3a6myxncoenul.
S mpezacTaBisio rpynmny MayueHTOB CO BCETO MUpa C BPOKICHHOW MUOTOHUEH, MPEIOCTaBUBIINX
ceOst TSt U3y4YeHHs] MeIMKaMH UX PeAKOoH mpobiembl. HekoTopbie U3 HaC JOKUIHM ¢ TAKUM
HEMOHSTHBIM COCTOSIHUEM 3JI0pPOBbS JI0 3PEbIX JIET, MPEK/E YeM ObLT MOCTABIIEH AUArHO3.
HekoTtopeiM “cyacTnuBYMKaM” yoaloCch OCTABUThH AUArHO3 B paHHEM BO3pacTte, Oarogaps 4emy
OHU CMOIJIM JOCTHUYbh MOHUMAHUS CO CTOPOHBI UX CEMEMN, Bpaue, Ipy3eil U yuuTeneu.
HekoTtopsie 13 HaC HE UMEIOT WIEHOB CEMbH, 3aTPOHYTBIX 3TH HEAYTOM, a BOT APYTHUE pa3ICTUIN
CBOIO Y4acTbh C POJUTENIMU, CECTPAMU WJIK OpaThsIMH, ABOIOPOJIHBIMHU POJICTBEHHUKAMHU, JETHMH.

L{enb 3TOTO MUChbMa — MPOSICHATHh HEKOTOPBIC 3201y ICHUS MEIUIIMHCKOTO COOOIIECTBA,
yBeKOBequHBIe cricuuajanucraMu, KOTOpBIe HpI/IBeJ'II/I K HyTaHI/II_IG " CTAJIM UICTOYHUKOM y)Kaca JJI
MAIUEHTOB U TeX, KTO UX JIIoOUT. To, 4TO ecTh Apyrue 3a00IeBaHUs C IIOXOKUMH Ha3BAHUSIMH,
HapuMep MBIIIeYHass MUOTOHUYecKast uctpodus wim muoauctpodus bekkepa, curyanuio He
o0Jeryaer.

Harre 3a0051eBanne MOKHO KjIacCUPUIMPOBATH IBYMS pa3HOBUIHOCTSIMH BPOKJIEHHOW MUOTOMUH,
0 U3MEHEeHHIO B XJIopUCThIX kaHanax ckenera (CLCN1). OcHoBHas popma — 310 601€3HB
TomcoHa, perieccuBHas Gopma - BpoxkaeHHAss MUOTOHUS bekkepa mim o6mrast muotonus bekkepa.
HecooTeTrcTByromuii kKoj| 3a0071eBaHMs 3aKPBIBACT HAM JOCTYI K MEIUITTHCKOMY CTPaXxOBaHHUIO.
OrpoMHOE KOMM4eCcTBO HH(POpMaIIUK, UMEIOIICHCS B JIMTEpaType, HA CalTax B MHTEPHETE, a TAKKE
y Bpaueil, yTBep>KIaeT, 4TO JaHHOE HapYyIIEHUE 3J0POBhS HE BHI3BIBACT OOJIC3HEHHBIX ONIYIICHUN a
TaK)Ke TO, YTO OHO CJIOKHO 17151 HAeHTU(UKauu. Mbl cuuTaeM, 4To MoA0OHbIE YTBEPKACHUS
HAHOCST BpeJl HOCHTEISIM 3TOTO 3a00JICBaHUSI.

Ha camom 1mene kagaiomnaTs cama 1o ce0e He JOCTaBisieT 00K, HO O0JIb ITOSABIIETCS KaK
ciencteue. M B To BpeMsi Kak COCTOSIHHE CaMo I10 ce0e He MPOTrpecCHpyeT U HE CTAHOBUTCS
OTIACHBIM JUJISl )KU3HH, CUTYalluH, BBI3BAaHHBIE UM, MOTYT CII€laTh €ro OMACHBIM JJIS )KU3HHU.

Hexkotopsie 60511, BEI3BaHHBIE 3TUM COCTOSTHUEM, B ICHCTBUTEILHOCTH OYEHb CUJIBHBIC, U
IIallUCHTHhI, YbFO 60)15 HEC HpI/IBHaIOT, HUIJIN CBA3BIBAIOT C IICUXOJOTHYECKUMU, IICUXOCOMATHNYCCKNMU
WU APYTUMH HECEPbE3HBIMHU IPUYUHAMHM, HE 00CIIeTIOBAHbI TOJDKHBIM 00pa30M M UX TTPOOJIEMBI HE
npusHatoTcs. Korja Hamm MbIIIbl HEOKUAAHHO M HEKOHTPOJIUPYEMO COKPALLAIOTCS (YTO
MIPUBOIUT K 3€BaHUIO, PACTSHKCHUSM, CITOTHIKAHUIO), TPOUCXOIUT MBIIIICYHBINA 30KUM, WITH
6JIOKI/IpOBKa I[BI/I)I(GHI/Iﬁ HACTOJBbKO CHUJIBbHO, YTO MbI UCIIBITHIBAEM My‘-IeHI/IH. " HUHOrJ1a B pe3yanaTe
ATOTO BBI IEPKUTECH KAK “TIalika”’, MOKa MBILIIBI HE “OTIYCTAT Bac.

Koraa Mbl nprHUMaeM ydacTue B (PU3MYECKOM EATEIbHOCTH, TAKOM KaK CIIOPT, TaHIbI, padoTa Ha
npuycageOHOM y4acTKe, Mbl OU€Hb YaCTO YyBCTBYEM ce0sl HE3JOPOBBIMH, CIIa0BIMU, YaCTO
MOSIBJISIETCA JPOXKb U ITOTEPSI PABHOBECHUS ITOCIIE HUX, CTAHOBUTCS TPYAHEE IEPEIBUTATHCS,
yIep>kuBaTh npenMeTsl. [locne cuTyanuii, BIEKyIUX BbI3BIBABIIMX BBIOPOC apeHATIMHA, TEIIO
OOJIUT KaK IpHU TPUIIIIE, MBIIIIBI CTAHOBATCS CIMIIKOM MATKUMH U UyBCTBUTEIbHBIMU K Harpy3KaM.
OT0 MOXKET MPOOJIKATHCSI HECKOJIBKO THEH.

MHorue U3 Hac UMEIOT KU3HEHHBIH OMBIT, B PE3YJIbTaTe KOTOPOTO MPUOOPETH CTPaX BBICOTHI,
OTKPBITOI'O MIPOCTPAHCTBA, OOIIECTBEHHBIX MECT M OOILIECTBEHHBIX BHICTYILIEHUN, OHU O0ATCS
MIEPEXOIUTH YIULLY, TYJISTh 10 HEPOBHOM IMOBEPXHOCTH, @ TAKXKE APYTUX CUTYalUi, BO BpEMs
KOTOPBIX MBIIIEYHBIE COKPALIEHUS MOT'YT CEPhE3HO MTOABEPTHYTh OIMIACHOCTH HAC, HAILY KU3Hb
BCEr'0 OJIHUM HEBEPHBIM JIBH)KEHUEM.

[TpocTo ykacHO 0CO3HABATH, YTO B JIFOO0OI MOMEHT, ITO3BOJIHB ce0e pacciabuThCs, Thl MOKEIIh
OKa3aTbCs B TIOJIOKESHUH, IIPH KOTOPOM TIOTEPSIEITb BO3MOYKHOCTh KOHTPOJIMPOBATH COOCTBEHHBIE



JBMKEHUS] U MOJKEIIb YIACTh KaK Keryisi B 00ynuHre, 0e3 BO3MOXKHOCTH ITOMOYb caMoMy cebe.
MHorue aaxxe HOCST HUIEM JUIsl 3aLUTHI TOJIOBBI OT TPaBM.

BbI MOK€Te HCIBITHIBATH 3aMEIIATENBCTBO B MOAOOHBIX CIIydasix, [a, 3TO TPABMUPYET, U BIMSET HA
TO, KaKOH 00pa3 )KU3HU MHOTHE U3 Hac BbIOMpPatoT. Besb ecTh BIIOJIHE pealibHasi OMAaCHOCTb
KYBBIPKHYTBCS C JIECTHUIIBI, YIIACTh C JIOIIAIU, YIACTh epes eAyIlel MalllMHONW WK MPsMO y
KPOMKHM BOJIbI Ha Oepery okeaHa!

DTO TOJNBKO HECKOJIBKO MPUMEPOB HAIIETo “0e300Je3HEHHOr0 U 0€30MacHOr0” CYIIECTBOBAHHUS, U
MBI MOTJIA OBl BHECTH MHOTO CYIIIECTBEHHBIX JOTIOJTHEHUI B 00ITYI0 HHPOPMAIINIO, KOTOPYIO
MO>KHO HalTH MEIUITMHCKON JINTepaType, )KypHalax, Ha BeO-caiiTax, KOHPEPEHLIUAX, MOTIIN ObI
MIPOBECTH 3aHATHS CO CIIEIHATUCTAMHU B 00JIACTH HEBPOJIOTHUH, PEBMATOJIOTUH, (pru3naTpuy,
OPTONE/INH, a TAKXKE B CMEKHBIX KIIMHUYECKUX U TEPAeBTUYECKUX 00JIACTSIX.

Bb1 0OHapyxuTe, YTO MBI UpE3BBIYAHO BOCIPUUMYHKBEI U YSA3BUMBI K XOJIONY, TOABEPIKECHBI
CTpaxam, CTpeccaM U 4yBCTBY TPEBOTU. Mbl UMeeM Iyraoline NpooieMbl ¢ TJIOTAHUEM U
AbIXaHUEM. Kor;[a HaIllnu A3bIKKU CTAHOBATCA XKECCTKHUMU, HEMCIOT, HAC OLHI/IGO‘IHO CUHUTAKOT IIbAHBIMU
WJIM HETIOJIHOIICHHBIMU. XOTS HAIlIX TeNa BBITJISASAT MPUBJIEKATEIbHO-MYCKYJIUCTBIMH, 3TH
MYCKYJIbI 4acTo noABOAAT Hac. Kak chopmynupoBan oquH U3 Hac: "5 MOTY BBITIIIETh KaK MUCTEP
AMepuKa, HO BBl MOXKETE MOOCAUTH MEHS TPUKOCHOBEHUEM TIEPHIIIKA".

MBI BCe BBIPOCIH CO CTPaxOM, 4TO YTO-TO HY)KHO JIeJIaTh ObICTpee, CIOBHO HAYAJICs MOXKap UIIH
OTXOMT MOe31 Win aBTo0yc. /Iy Hac BHyIIaeT yxac ObITh 00BEKTOM BHUMAHUS WJIH OBITH B
HCHTPC BHUMAHMNS, K IIPUMCPY, KOTAa HYKHO BBIITH K AOCKE MCpea BCEM KIIACCOM UJIN OTUUTATBHCA
B YEM-TO — Bbl BCTa€TE M HETBEPAON MOXOIKON, HEYKITIOKE KOBBIISIETE, BAIIl SI3bIK HEMEET, Balll
YUUTCIIb IPOCUT BAC T'OBOPHUTH 60.]'[66 BHATHO, @ CTYACHTBI XUXWUKAIOT, CPAaBHUBAA BacC C
OpankeHITeiiHOM. MHOTHE CTyIeHThI CTAHOBSITCSI HHTPOBEPTAMU B pe3yibTaTe TOT0, YTO UX
MOCTOAHHO APAa3HAT.

HauOonpiras noreHMagbHast OMacHOCTh OA0OHOTO COCTOSTHUS — pEaKIsl Ha aHECTE3HIO,
o0e30o0nrBaHue. Mbl IOJIBEPKEHBI TAKKM Mpo0IeMaM Kak OCTaHOBKa cep/illa U3-3a HAaKOIUICHUS
KaJius B KJIETKAaX, YTO COMYTCTBYET 3J10KaUE€CTBEHHOM r'MIEPTEPMHH, BOZHUKAIOIIEH OT
OTIpe/IeNICHHBIX MBIIICUYHBIX PETAKCAHTOB U aHECTETUKOB. [[Jsl TaKMX MaIlMeHTOB 0053aTEIbHO
HOIIICHHUE yKpallleHU-MeAMHIMKATOPOB, KOTOPHIE CMOT'YT MTPOMH(GOPMHUPOBATH MEIUKOB O
npobiieMe, 1a)ke eclii HUKTO U3 YWIEHOB CEMbU HE UMEET MPU3HAKOB MUOTOHHH.

MeTo/1bI JIeUeHUs JOHKHBI OBITh IepecMOTpeHBI. HOBBIE METOIBI JICUESHUSI MOTYT OBITH TOPA30
6onee 3¢pPpeKTUBHBIMH, HO TTAIIUEHTAM BCE €Ile OYEHb YacTO MPOIHUCHIBAIOT CTAPhIE Mpernaparsl,
OIMCAHHBIC B CTAPOH MEJIUIIMHCKOM tuTeparype. Te, KTO He MOXET BBIJCPKUBATH TTOOOUHBIC
Bq)(beKTBI OT JICUCHHUS MUOTOHUU, NI HpeI[HO‘II/ITaeT HE UCIIOJIB30BaTh UX, MOXKET UCIIOJIB30BaTh
TUETY JIJIsl TMaOETUKOB C OTPAaHUYCHUEM KaJIusl, 9YTO MOXKET OBITh 1ocTaTouHO 3 dexTuBHO. [Tumia,
ITOBBIIIIAKOIIIast ypOBeHB I/IHCYJII/IHa, C ITOBBIINICHHBIM co;[epn(aHHeM KaJius, a TaKxKeE KOHCGpBaHTBI nu
N00aBKHM Ha OCHOBE KaJIUs TAK)K€ MOTYT MMPUYMHUTH MHOTO XJIOMOT. DTO MOA00HO PEaKIuu Ha
HapyLICHUE HATPUEBBIX KAHAJIOB, THIIEPKAIUEBOMY IIEPUOIUUECKOMY Iapaanygy.

JIMarHOCTHPOBAHUE BPOKJICHHON MUOTOHMU MOXET OBITh CIIOXKHBIM. MEIUKH JOKHBI OBITH
OTKPBITHI JJIs1 CTPAHHBIX 7Kajio0 WM Pe3yIbTaTOB 00CIIeJOBaHU, KOTOPBIE paHbllle ObUTH Ha3BaHbI
JIEHBIO, HEYKITIIOKECTHIO, OTCYTCTBUEM MOTHUBALIMH, KEJIAHUEM IIOJyUYUTh HEMHOI'O BHUMAaHUS WIH
CUMYJISIUEH. DIIeKTpOMHOrpaMMa OOBIYHO ABIISETCA MPEAIOYTUTENbHBIM METO/IOM HCCIEA0BAHNUS,
HO TeTepb BMECTO OOJIE3HEHHOM U MPAKTUYECKU yCTapeBLIeH MBIIIEYHOW OMOTICHH MBI IMEEM
npoctoi noctyn k JIHK tecty, Ha cerogusmHuii 1eHp 3adurcupoBaBiemMy npuoIn3uTeasHo 80
MyTaiuii. Mbl IpOCUM COYYBCTBUS M MIPU3HAHUS HALIMX Mpo0aeM. MBI IOHMMaeM, YTO 3TO HE
MIPUOPUTETHAS WJIM MacCOBas MpodieMa, HO 3TO OOJIBIIE YeM MPOCTOE HEYA00CTBO B KU3HH, ITO



KU3HEHHO BAYKHO, 3TO MPUUYHMHSET CHIIbHYIO 00JIb, 3TO MpobiieMa, KOTopast IPUBOIMT K
HETPYI0CIOCOOHOCTH, MHBAJIHMIHOCTH.

Mp1 ieHuM Balny Jt00e3HOCTh, MpodecCHOHATBHOE BHUMaHuE U yuactue. 1 Hageemcs Ha Bamny
Honz[epxq(y. MHOI‘I/IC 13 HAC I'OTOBLI 1aTh OTBET HA BOHpOCBI n Hpe,Z[OCTaBI/ITI: I/ICTOpI/IIO 60JI€3HI/I
JUIS1 KCCIIETOBATEIICH, Bpayeil M BCEX 3aMHTEPECOBAHHBIX.

C HaWJIYy4YIIHUMHU ITOXKCIaHUAMU

Muccuc Jlouc Xapdopa, mencectpa, 63 jer, muarao3 mocTaBiceH B 54.

lolonursel @hotmail.com

[IpencraBuTtens npoekTa “BpokaeHHas MUOTOHUS  , MEXTYHAPOIHBIN (OPYM ISl MPOCBEIIEHUS 1
MOJICPKKH MAIMEHTOB U CEMEH, UMEIOIIUX OTHOIIEHUE K BPOXKICHHON MHOTOHHH:
www.MyotoniaCongenita.org.




