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IIpuBeneHsl ABa KIMHMYECKHX NMPUMepa 0OJBHBIX € OAMHAKOBBIM AMATHO30M X-CleIUIeHHOi (hOpMBbI MPOrpeccUpyromweii MbIEYHOi
muctpodun Dvmepu—/Ipeiidyca u pa3IMyHbIM TeYeHHEM HAPYLIEHHUIi PUTMA U IIPOBOAUMOCTH CEpP/Ila, YTO ONPeIeTHI0 PasinyHble No/I-
XO0JbI K TakTHKe Beenns. O6ocHoBaH i depeHIMpoBaHHbII TOAX0 K MMILIAHTAINH 3JIEKTPOKAPAMOCTUMYJISATOPA C MOATBEPHKICHH-
€M NMPABWILHOCTH TAKTUKH Be/IEHHS B JUTUTEILHOM KaTaMHe3e. Y mepBoro 060JIbHOro B 27 JieT OTCYTCTBYIOT MOKA3aHHsl 1Sl UMILIAHTA -
MM JIEKTPOKAPIMOCTAMYJIISITOPA. Y BTOPOTO 0OJIBHOTO B Bo3pacTe 13 JieT BbISABJIEHBI HOKA3aHHS M IPOBEIEHA MMILIAHTALNMS, OHAKO
Ha0moaa10ch 00pa3oBaHue TPOMOOB HA JEKTPOJAX H B MOCIEAYIOIEM NOTPedOBATOCH OTKII0YEHHE NPeICePIHOro 31eKTPoaA.

Karouesvte caosa: demu, npoepeccupyrouias mviuieunas oucmpogus, muonamus Imepu—/peiigyyca, X-cyennennas gpopma, cepdeuro-
cocyoucmole HapyuleHus, KapOuOMUONAmus, HapyuleHusi pUmma cepoya, 31eKmpoKapouoCcmumyasmop.

The paper gives 2 clinical examples of patients with the same diagnosis of progressive X-linked Emery-Dreifuss muscular dystrophy and
the different course of rhythm and conduction disorders, which have determined various approaches to management tactics. There is evi-
dence for a differential approach to pacemaker implantation, by confirming the correctness of management tactics in a long-term follow-
up. A 27-year-old patient had no indications for pacemaker implantation. The other patient aged 13 years was found to have indications
and underwent implantation; however, thrombi formed on the electrodes and the atrial electrode needed to be further disconnected.

Key words: children, progressive muscular dystrophy, Emery— Dreifuss myopathy, X-linked form, cardiovascular disorders, cardiomy-

opathy, arrhythmias, pacemaker.

porpeccupytoliasi MbllieuyHast AMCTpodust DMepu—

Hpetiidhyca — penkoe reTeporeHHOe TeHETUYECKU
JIETepPMUHUPOBAHHOE 3a00JIeBaHUE, XapaKTepusylollee-
Csl paHHUM pa3BUTUEM KOHTPAKTYP CYCTaBOB (JIOKTEBBIX,
TOJICHOCTOMHBIX W TIP.), MEIJIEHHO TPOTPEecCUpyroIeit
MUOIIaTHEeH JIOTTaTOYHO-TIJIEYeBOM 1 Ta30BO-TEPOHEATb-
HOI JIOKAJIM3allMM W IIUPOKUM CITIEKTPOM HapyIIeHUIA
pUTMa 1 MPOBOJIMMOCTH cep/iia Ha (hoHe (popMUpPOBaAHUS
cnenndudeckoit kapauomuoriatuu [1]. B Hactosiiee
BpeMsI M3BECTHO 7 TeHETHYeCKUX (opM 3a00sIeBaHMUSI:
X-cClIeTJIEHHbIE CBsI3aHbl ¢ MyTallusiMu reHoB EM D (ame-
puH) u FHLI, ayTocCOMHO-IOMWHAHTHbIE — C Te€HaAMU
LMNA (namun), SYNEI, SYNE2w TMEM43; ayrocom-
HO-peliecCuBHasi — BO3MOXHO, ¢ TeHoM LMNA [2]. Han-
OoJsiee pacripocTpaHeHbl (hOPMBbI, CBSI3aHHbBIEC C MyTallUEi
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reHa SMeprHa U JIJaMWHA, OCTaJibHbIE BCTPEYAlOTCs TO-
pas3mo pexe [3].

KnuHuueckne TpoOsSIBICHUST MUOMATUU  DMepru—
Hpeticdyca xapakKTepusyrTcsl MEIJIEHHO TTPOTrPecCupyo-
11Ie¥ MBIIIEYHO! CI1a00CThIO C 1e0I0TOM B IMEPBON—BTO-
poii nekasne XM3HW; MPEeUMYIIeCTBEHHBIM TOpaXKeHUeM
TPEXIJIAaBOW W JABYIJIABOM MBIIILL TIJIe4a, MBI Ta30BOTO
nosica, O6enep M MepoHeaTbHOU TPYIINbI; KOHTPaKTypa-
MU JIOKTEBBIX, TOJIEHOCTOITHBIX CYCTaBOB; CHUHIAPOMOM
«PUTUAHOW CITMHBI»; CEPAEYHO-COCYAMCTHIMU Hapyllie-
HUSIMM; OTCYTCTBMEM YMCTBEHHOIN OTCTaJOCTH U BbI-
paxkeHHBIX TMceBaoruneprpoduit Muimi [4]. Audde-
pPEHIIMAIbHBIN TUaTHO3 TIPOBOAMUTCS ¢ 3a00JIeBaHUSIMHU,
MPOSIBISTIOIIUMUCS COYETAaHUEM MUOIAaTUYEeCKOro CHH-
JlpoMa ¢ HapylleHWeM pUTMa M TPOBOAMMOCTU CEp.lia.
B nuddepeHmaibHO-AMarHOCTUYECKUI Psii  CIeayeT
BKJIIOYATh apUTMOTEHHYIO IV CTUIA3UIO MPAaBOTO XKeTy104-
Ka, muoratuio bekkepa, MMOTOHMYECKYIO MUOIATUIO,
KOHEUYHOCTHO-TIOSICHBIE MUOIIATUM, CUHAPOM Biepca—
Hanuo, arakcuio @puapeiixa u mp.

Muornarust Omepu—/lpeiiyca OTHOCUTCST K TeM 3a-
0oJIeBaHMSIM, KOTOpBIE SIPKO JAEMOHCTPUPYIOT HEO0OXO-
IUMOCTb COJPYXECTBEHHOTO HaOMIOACHUSI OOJBbHOTO
HEBPOJIOTOM M KapAMOJIOTOM, TOCKOJbKY MPaKTUYECKU
Bce OOJIbHBIE MMEIOT CEPAEYHO-COCYIMCThIE Hapylle-
HUSI, BBICOKA YacTOTa pa3BUTHUs CEepIAEYHON HeIOCTa-
TOYHOCTH M BHE3AITHOM CEpIeYHOIl CMepTH, CEpeUHbIC
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aHOMAaJIMU SIBJISIFOTCSI OCHOBHOM TMPUYMHON JIETAJIbHOTO
HUCXo/a, a TPEeBEHTUBHOE JIeUEHUE CEPIEUHO-COCYIUCTHIX
HapylIeHWH YBEJIWYUBAET TMPOIOJIKUTEIIBHOCTD KU3HU
O0osbHBIX [5]. OmHAKO CYIIECTBYIOT MPOOJEeMbl THMArHO-
CTUKHU TIOpaXXeHMsI cepaua mpu X-cHeIUIeHHOH dopme
muonatuu Omepu—peiidyca: y 00AbITMHCTBA OOTBHBIX
OTCYTCTBYET aCHMMIITOMaTHKa CO CTOPOHbBI CEpAEYHO-
COCYIUCTOM CUCTEMBI — JUINTEJIbHOE BpPeMsi OHU MOTYT
HE MPEIbSIBISITh HEBPOJOTUUECKMX Kaaod M IMarHo3
MMOIIaTUU BIIEPBbIE HEPEIKO IMOJ03peBaeT KapauoJor
[6]. Be3 uMIUTaHTAIIMK IEKTPOKAPIUOCTUMYJIsITOpa 95%
0OJILHBIX YMUPAIOT B Bo3pacTte 10 40 JieT, oJHaKo TaHHOe
orepaTUBHOE JIeYEHUE HE TTOJIHOCTBIO pelliaeT mpooaemMy
BHE3aMMHOM CepAEYHON CMEPTH.

ITpu X-cueruieHHO# ¢opMe BBISIBISIETCS IMUPOKUI
CMEKTP CEepAYHO-COCYIMCTHIX HApYIIEHUI: 3KCTpacu-
CTOJIASI, HEYCTONYMBasi CYNpaBeHTPUKYJSApHAs TaXu-
Kapaus, TapoKCHU3MajibHas TaxXWUKapaus, TpereTaHue
MpeacepaAnii, aTpUOBEHTPUKYJISIpHAs OJ0Kaia, CUHIPOM
¢J1abOCTU CMHYCOBOTO y371a, KapauoMuonartus (mopaxe-
HUe Mpeacepauii u xemaynoukon) u ap. [7, 8]. IlporHos
NI KU3HU Y TIAlIIMEHTOB HeOJaronpusiTHbINA. JIMMUTH-
pyloIM (QakTopoM SBJISIOTCS TIPEXIe BCEro >XKM3HE-
YIpoXKaroliie HapyleHUsI puTMa U MPOBOIVMOCTH Cep/I-
1a. B To BpemsT Kak MUOTMaTUIeCKHUE TTPOSIBICHUSI MOTYT
OBITh HEPE3KO BhIPaKEHHBIMU, OOJIbHBIE HEPEIKO JO TIsi-
TOTO JIECATUIIETUS MOTYT COXPaHSATh CIIOCOOHOCTh K Ca-
MOCTOSITEJIbHOI X0Ib0e U CaMOOOCITY>)KMBaHUIO.

PekoMmeHmalMm Mo TakTUKe BeICHUS OOJBHBIX MpPO-
rpeccUpymolleil MbllliedyHoi aucrpodueit dmepu—peii-
(byca TaKkoBBI: BceM MallMEHTaM, UMEIOIIMM XapaKTepHYIO
KIMHUYECKYIO KapTUHY COYeTaHUSI MUOTTATUYECKOTO CHH-
IpoMa C HapyllleHWeM pUTMa M TIPOBOIMMOCTU CEepilia,
HEOO0XOMMO reHETUYeCKoe BepuUIIMPOBaHUE TMarHo3a.
B 1995 1. 6osbHBIM € J1t000T (hopMOii MUOTIaTUN DMEprU—
Hpeiipyca Ha MOMEHT TIOATBEPXKIEHMSI TUarHo3a pPeKo-
MEHIIOBaJlaCh MMIUIAHTALMS BJEKTPOKAPIUOCTUMYJISITO-
pa. Takast TakTHKa BefieHUs He ObL1a 0COOEHHO YCITCIITHOI:
B 1995—2005 rr. 46% mamueHTOB yMepJIM OT BHE3aITHOM
cepneyHoi cMepTu Ha (hOHE MMIUTAHTMPOBAHHOTO Kap-
nuoctumyaTopa [9]. C 2005 . pekoMeHIyeTCsl UMILIaH-
Tausg KapamoBepteponeduoupmiuiatopa [10]. OmHako
B 2005—2012 rr. B uTepaType ObLIO TIPeNCTaBIeHO MHOTO
COOOIIIEHUIT O BHE3aIHOI CepleYHON CMEPTH OOJbHBIX
muonaTtuein Omepu—/lpeiicdyca ¢ MMIUIAHTUPOBAHHBIM
KapauoBeptepoaedudupuisitopom [11, 12].

IMpyurHBI  HEYCTIEITHOCTY  BBINIETIEPEYNCICHHOM
TaKTUKM BeAeHUsI OOJIBHBIX C X-CLEIJIeHHO# (opMoit
3a00JIeBaHUST CBsI3aHbI C HEIOCTAaTOYHOCTHIO CPOKOB
HaboneHus1 (reHeThYecKasl JUarHocTuka craja oolie-
noctyrmHoi MeHee 20 JeT Ha3am), HU3KOM pacrpocTpa-
HEHHOCTbIO 0O0JIe3HU, HEAOCTaTOYHO WCCIeA0BaHHOM
eHOTUTIMUECKOW M3MEHUYMBOCTBHIO. Bce 3Tm (hakTopsl
TOBOPSIT O HEOOXOIMMOCTHA ONITUMU3UPOBATh CTAHIAPTHI
BeleHUsI OOJIbHBIX.

Llens HacToOsIIIEH CTAThU: MPEACTaBUTh KIMHUYECKUE
HaOJIoIeHUsT OOJIbHBIX C OJAMHAKOBBIM (T€HETUYECKU

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

MOATBEPKACHHBIM) TUarHO30M X-CILETJIEHHON (OpMbI
Mporpeccupymolieit MbIIeYHOW aucTpodun DMepu—
Jpeiidyca 1 pa3nuIHbIM TeUeHWEM HapylIeHUI puTMa
1 TIPOBOJAMMOCTH CEP/ILIA, UTO MPENONpPeNeTUI0 pa3any-
HBIE MMOJXO/bI K BeeHNIO ManueHToB. OO0CHOBBIBAETCS
nudhepeHIMPOBAHHBIN TTOAXO K MUMILJIAHTAIUU 2JIeK-
TPOKapAMOCTUMYJISITOPA C TIOATBEPXKISHUEM TTPaBUIbLHO-
CTU TaKTHUKM BEJIEHUsI B JUTUTEIbHOM KaTaMHe3e.

KnuHuyecknii npumep 1.

boavroi JI. (1986 . poxknenmst). 2KanoObl Ha orpaHu-
YeHHe pa3ruOaHus JOKTEBbBIX CYCTaBOB.

Cemelinblil aHamue3 OTATOILEH: Y MaTepu BbISIBIEHA
KapIWMOMMOIIATUSI, OpaauKapaust U aTpUOBEHTPUKYJISAP-
Has Onokana I crerenu. Kpome Toro, B pomocioBHO¥
OTMEUYeHBI TJayKoMa, WIleMHudyecKasi OOJe3Hb cepila,
WHCYJTBTHI, XOJIELIMCTUT, OHKOJIOTHYEeCKHE 3a00JieBaHUSI,
TUTIEpTOHMYECKasT 0oyie3Hb. Y OpaTa MaTepy MMEIOTCS
0COOEHHOCTH TTOXOIKH (BIEPEBAIKY) M KOHTPAKTYPBI TO-
JIEHOCTOITHBIX CYCTAaBOB.

H3 anammesa ncuznu N3BECTHO, YTO PeOEHOK OT BTO-
poii 6epeMeHHOCTH (TiepBasi — JIeBOYKa, 3I0pPOBa), MPo-
TeKaBIel ¢ TOKCMKO30M | TpumecTpa, BTOPBIX POIOB
B cpok. Pomwl B cpok, (du3MoIOrMvYecKre, Macca Teia
npu poxaenun 3850 1, mimHa Tena 51 cM. 3akpuyan cpa-
3y, TIepUHATAIBHBIN aHaMHe3 He OTsToIleH. PaHHee pa3-
BUTHE — 1O Bo3pacty. Pusnueckoe pas3BUTHE CpeaHee,
TapMOHUYHOE.

AnamHes 3abonesanus: 10 9 JeT poc U pa3BUBAICS
06e3 ocobeHHOCTEe. 3aHMMAJICSI B CLIOPTUBHOM CEKIIMU.
B 9 ner TpeHep o 6ackeTOOJy BriepBble 00OpaTUI BHUMA-
HUe Ha cTUOaTeTbHbIe KOHTPAKTYPhI TOKTEBBIX CYCTABOB
(MakcumanbHoe pasrudanue 150°). KoncynsrupoBaH
optomnenoM. [TocTaBieH AMarHo3: TpaBMaTUYeCKHe KOH-
TPaKTYpHI JTOKTEBBIX cycTaBoB. B 10 jieT BriepBhIe cuena-
Ha DKI, Ha KOTOpoIi BhISIBIEeHA aTPUOBEHTPUKYJISIpHAsT
onokanma 1-it crenenu. HaGmromasacss kapamoaorom, Jie-
yeHus He rtorydyan. K 11 rogam oTMeueHo nmporpeccupo-
BaHUE KOHTPaAKTYyp JIOKTeBBIX cyctaBoB 10 120°. Crano
HeyIOOHO 3aBs3bIBaTh IITHYPKU. OOpaTUINCh K OPTOTIE-
Iy TIOBTOPHO. BBIIO peKOMeHIOBaHO OTepaTUBHOE Jie-
YyeHUe KOHTPAKTYP.

Ilpu obGcrnenoBaHMM mepen orepalueid KOHCYJIbTH-
pOBaH HEBPOJIOTOM, KOTOPBIM KOHCTATUPOBaJl HaIH-
Yye KOHTPAKTyp JIOKTEBBIX (CTMOATEbHBIX) U TOJIEHO-
CTOITHBIX CYCTABOB (OTpaHWYeHME THUIBHOTO CTMOaHUSI,
HEBO3MOXXHOCTh OITyCTUTBCSI Ha TISITKY), a TakKKe pH-
TMIHOCTh CHUWHBL. 3amomo3peHa Mwuomnatus. [IpoBene-
HO OMOXMMHWYECKOE HMCCIIeIOBaHNE KPOBU: aKTUBHOCTh
kpeatuHdochoknHaszsl (KPK) noseimena go 950 ME/
mi (HopMma 1o 190 ME/mit), acnaprarammHoTpaHcdepa-
36l (ACT) — mo 46 ME/mn (nopma no 40 ME/mo), ana-
HuHamuHoTpaHcbepasbl (AJIT) — no 50 ME/mn (Hopma
10 45 ME mn). lnarHo3: MuonaTusi HEyTOUHEHHas.

Takke B 5TOM BO3pacTe BIepBble TMOSIBUINCH TPUCTY-
bl yyanieHHoro 10 180 B MUHYTY cep/lieOueHus ¢ BHe-
3aITHBIM HAYaJioM W OKOHYaHMEM, KOTOpble BO3HUKAIIU
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Iposnosa O.C. u coasm. AuddepeHIIMPOBAHHBIN TTOIXO] K JICUCHIIO APUTMOTEHHBIX KU3HEYTPOKAIOIINX COCTOSIHUIA Y OOJBHBIX...

npumepHo 1 pa3 B mecsil, mauauch 1o 30 MUH, camo-
CTOSITENIBHO KYMMUPOBAIUCh. MaTbuiK BHUMaHUS Ha HUX
He obOparta, 6ecroKoiCcTBa OHU eMy He TOCTaBJISUTH, PO-
JATEISIM Y BpayaM He SKaJToBaJics.

B 12 mer Ha OKI BbIsIBIEHa aTpMOBEHTPUKYJISIPHAS
osokana 1-3-it crenenu (?), Tpuriet ¢ mmpokum QRS
komruiekcoM (?). HampasiieH B pailoHHY0 O0JIbHUILY, B KO-
Topyto obparuics B Bospacte 13 net. Ha OKI' — croiikoe
TperneTaHne TIPeICepArii, XKeTydouKoBas SKCTPACUCTO-
qmst. TocriutanusupoBaH. [TOMBITKYM MeIMKaMEHTO3HOTO
BOCCTAHOBJICHUSI PUTMA CepAala — IPUEM JUIOKCUHA,
M30NTUHA, Beparamuia, KopaapoHa, ajjaneHnHa, aHa-
npwinHa 3¢ dekTa He nanu. [IpoBeneHa MombITKa Kap-
JIMOBEPCUN — PUTM HE BOCCTAHOBJICH.

BriepBble rocnuTaIM3MpoOBaH B OTIE/IEHWE TATOJIO-
MU CEePIEIHO-COCYANCTON CUCTeMbl MHCTUTYTA B 14 JleT.
Macca 65 kT, pocT 168 cM. B 00beKTUBHOM CTaTyce OTMe-
YeHBI CIIeAYIONIe U3MEHEHUS: TICEBIOTUTIEPTPOMUST NK-
POHOXKHBIX MBI, AU(hPY3HOE CHIKEHME TOHYCA MBITIIIL,
¢71a0b0CTh MBI JIMIIA, TUTIOTPOdUsT MbII Tuieda. Cyxo-
SKUJTbHBIE PehJIEKCHI ¢ PYK He BBI3BIBAIOTCS, C HOT — 0CJ1a0-
JIEHBI; OTPaHUYEHO CrMOaHMe TOJOBBI, PUTHIHOCTD CITH-
HBI, KPBIJIOBUIHBIE JIOMTATKK, CTUOATETbHbIE KOHTPAKTYPBI
JIOKTEBBIX CyCTaBOB (pasrmbaHue a0 125°), perpakuust
AXWJITOBBIX CYXOXMJIWIA. BeTaeT ¢ mota 6e3 oMo pyk,
MOXET MPBITaTh, TOTHUMAETCS TT0 JIECTHULIE 6¢3 TOMOIIN
nepwi. Hanmuuue mbliieyHol ciiaboctu otpuiiaet. B ner-
KUX BE3UKYJISIpHOE JbIXaHWe, XpUIOB HeT. ToHBI cepiia
3BYYHBIE, BBICIYIIMBAETCSA OpaguaputMusi 67 B MUHYTY.
Hpyrux uameHeHnit HeT. [IpeaBapuTebHBIN TUArHO3 —
TperneTaHue PeaCcepanii; MPOTPeCcCUpyIoNiast MbIIIIeYHast
nuctpodust Dmepu—/Ipeiidyca.

IIpn ob6cnenoBanum: DKI — Ttpemeranue mpencep-
W ¢ 4acTOTOW coKpalleHHus 256 B MUHYTY, 4acTOTa
COKpalIeHMsT XKeJTyaoukKoB 56—60 B mMuHyTy (puc. 1).
DxoKapauorpaMmMa — CUMMETpUYHAsT HEOOCTPYKTHB-
Hasg rtuneptpodusi Muokapaa (TONIIMHA MEXKely-
JIOYKOBOW TIEPETOPOIKM 12 MM, 3aaHEl CTEHKU JIEBOTO
xenymouka 11,3 mm). Pazmepsl KeynouykoB He YBeJM-
yeHbl. COKpaTUMOCTh MUOKapaa yIOBIETBOPUTEIbHAS.
JlunaTaiius rpaBoro npejacepaus 10 59 MM B 1uameTpe.
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Puc. 1. Daekrpokapauorpamma oombHOro . ¢ X-cuenienHoi
¢opmoii Muonatun Dvepu—Ipeiicyca.

HuskoamniutynHoe TpeneTanue mpeacepamii (CTpeJKaMu oT-
MeYeHbl e/1Ba 3aMeTHble P-3y0ibl).

TpukycniupanbHast peryprutainust 1—1,5(+). BoipaxkeH-
Hast HEOTHOPOIHOCTb BXOTEHHOCTU MHOKapaa MeXKe-
JIYTOYKOBOM TMEPETOPOIKN € yIaCTKaAaMM MOBBIIIEHHOM
3XOIUIOTHOCTH.

XONTepOBCKOE MOHHUTOPUPOBaHUE:  OpaguKapaust
B TEUEHUE CYTOK, CPEIHSISI 4aCTOTa CEPACYHBIX COKpallle-
HU THeM 64 B MUHYTY, HOUbIo — 49 B MUHYTY. B mHeBHOE
¥ HOYHOE BpeMsT OTMeYaeTcsl IOCTOSTHHAS (hopMa Tperie-
taHus npeacepauii. [ayssl putma no 1,980 mc (Hopma).
DnekTpoMuorpadust BBIIBUIA TTEPBUYHO-MBIIIIEYHBII
XapakTep TOpaskeHUs.

Jlabopatopusie nanHbie: ACT — 43,5 ME/mMn (Hopma
1040 ME/mn); AJIT —49,1 ME/mn (Hopma o 45 E/mi);
JIAT — 615 ME/min (HOpMa 10 450 ME/min); KOK — 849
ME/mn (Hopma no 190 ME/mn); kanuit — 3,4 MMmoJib/n
(Hopma — 3,5—5,5 ME/mi). B ocraisHOM — 6€3 0cOOEH-
Hocteii. TIpoBegeHO MOJIEKYJISIPHO-TEHETUIECKOe WC-
cliemoBaHKe: HanboJjiee YacTO BCTPEeUaoIIrecs: MyTalluu
reHa OMepHrHa ¥ reHa JaMUHa He BBISIBICHBI.

B cBs3m ¢ mpexdronaraeMbpIM guarHo3oM, Headdek-
TUBHOCTBIO paHee MPeANPUHSTHIX MTOMBITOK Ha3HAUYEHUST
AHTUAPUTMUYECKUX MPENapaToB, a TakKKe BBISIBICHHOM
TUNoKaJMeMuell Ha3HauYeH MaHaHTUMH B 03¢ 8 Ta0JIeTOK
B JIeHb TIOJ KOHTPOJEM YPOBHS 3JEKTPOJMTOB KPOBH.

Tabauya. Iunamuka nokasareJeii X0JITepOBCKOr0O MOHUTOPUPOBAHUS U 3XOKapauorpadumn

[Tokazarenp

I 14 15 16 17 18 22 25 28
CpennennesHast YCC 60 63 59 54 52 51 55 50
TTay3b1 puT™a, Mc 3664 2478 1833 2190 1850 2726 1831 1755
Tpeneranue npencepauit — — +/— + + + + +
TIpaBoe mpencepaue, MM 60 62 65 69 72 78 83 90
[IpaBwlii xkemynouek, MM 17 20 21 22 23 25 27 28
JleBblii Xenynouek, pasmep,dpakiius BeIOpoca Hopma
AB-6710kana 1—3-ii creneHu + + - — —- —- —- —
KenymoukoBbIe 9KCTPACHUCTOJIbI, IIT 2 3 2 4 8 5 7 9

Ilpumeuanue. YCC — yacTora ceplieuHbIX COKpallleHuil; AB — aTproBEHTPUKYJISIpHAs.
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Yepes 3 nHSI OTMEUYEHO BOCCTAHOBJIEHUE CUHYCOBOTO
puTtMa 6e3 aTpUOBEHTPUKYJISIPHOM OJI0KaAbl C YaCTOTOM
73—82 B MuHyTy. KOHLIEHTpalIMs Kaausi B KPOBU JOCTUT -
na 4,9 MMob/II.

JlnarHo3: KapnuoMuoriaTusi (CMMMETpUYHasi HeoO-
CTPYKTUBHASI TUTIEpTpOodUs MUOKapaa; aTpUOMETaNINsl);
TperneTaHue Tpeacepanii (JiekapCTBEHHasl peMUCCHsT); aT-
PUOBEHTPUKYJIsIpHast Otokana 1—2-ii crerienu. [1porpeccu-
pytolast MeliieyHast muctpodust Omepu—Jperidyca.

PexomeHm0BaHO: TTOCTENEHHOE CHMXXEHUE O3Bl Ta-
HaHTHWHA [0 3 TabJIETOK B IeHb; MIPUEM TIpernapara B 9TOM
Jo3e B TeueHue Mecsa; L-kapautuH 600 MT B CyTKHY AT~
TeTBHBIMU KypcaMy 1Mo 3—4 MeC B COYeTaHUU ¢ KOIH3U-
MoMm Q,; 90 Mr B CyTKH.

3a BpeMs HaOMOAeHUsS aOCOMIOTHBIX ITOKa3aHWA
K UMIUTAHTALIUU 3JIEKTPOKAPANOCTUMYIISITOPA BBISBICHO
He ObLTo (cM. Tabmuily). OTMevYanuch peluuaInBbl Tpere-
TaHWS TIPeICEPANiA, KOTOpbIe OOJbHOI KyITUPpOBaJ Ipue-
MOM MaHaHTUHA, a mocJie 18 JIeT caMoCTOSATEIbHO PeII
OTKa3aThCsl OT JICUCHUSI.

B 19 et mpoBeneHO ceKBeHMpPOBaHNE TeHa YMeprHa
U BbIsiBJIeHA MyTalus ¢.187+1G>A B reMU3UTOTHOM CO-
CTOSTHUM, TAKUM 00pa30oM, AUarHo3 X-clueruieHHou (Gop-
MbI MUoOIaTuu OMepu—Jlpericyca reHeTUUeCKH MOATBEP-
XneH. JIpyrve uieHbl ceMbr He 00C/IeTOBaHbI.

ITporpeccupoBaHue MBIILIEYHOM CJTA0OCTU OBLIO M-
JICHHBIM 110 Bo3pacTa 18 net. B manbHeiiniem, co cioB
00JIbHOTO, MpOTrpeccupoBaHus He oTMeueHo. [lporpec-
CMpOBaHME KOHTpAKTyp HaOmoganoch no 19 ner. Mak-
CUMaJIbHBII yros pasrudanust jJokTs 110°. OnepaTtuBHoe
JIeYeHUe KOHTPAKTyp He MPOBOAMUIIOCH. B 1abopaTopHBIX
MoKa3aTessaX 3HAUMMOM TUMHAMUKHU HE OTMedaioch. [la-
LIMEHT 3aKOHYWJT IIKOJTY ¥ KOJuTe K. PaboTaeT rpy3unkoM
Ha aBTOMaTUYECKOM Torpy3unke. 2KeHat, UMeeT J0Ub.

KnuHunyecknin npumep 2.

boavroii A. (1996 T.poxneHus ), IPeIbIBISET JKaJTOObI
Ha TTOBBIIIEHHYIO YTOMJISIEMOCTD.

CemeliHblli aHamHe3 OTSITOILIEH MO OHKOJOTUYECKUM
3a00JIeBaHUSIM, MHCYJIBTaM, TUTIEPTOHUYECKOI 00JIE3HU.

Anamnues xcusnu. PeGeHOK OT BTOpOI OepeMEeHHOCTHU
(TiepBast 6epeMeHHOCTh Y MaTepu 3aKOHYMJIACh POXKIE-
HUEM 37I0POBOI JEBOYKHU), MPOTEKABIIIE ¢ TOKCUKO30M
B | Tpumectpe. Ponpl BTOpEIe, B CpOK, (pU3MOTIOTHYEC-
ckue, Macca teia npu poxaeHuun 3280 1, mmHa 50 cM.
3akpuyai cpasy, iepruHaTaJIbHbIN aHAMHE3 He OTSITOIIEH.
PanHee pa3BuTHe — 10 BO3pacTty; (DM3NUECKOE pa3BUTHE
cpelnHee, FTapMOHMYHOE.

Anamues 3abonesanus. BrniepBble HapyllleHUE pPUT-
Ma cepila (3KCTpacucTonus, OpanuKaparsi) BbISIBIEHO
no gaHHbIM DKI mpu miaHoBOM mNpoduiakKTHIECKOM
ocMmoTpe B mkosie B okTs10pe 2007 1. B Bo3pacte 11 j1eT.

Pebenok obOciemoBaH B Bo3pacTe 12 JeT: axokap-
nuorpadusi — yMepeHHOe YBeJIUYeHUe MPaBoro M Jie-
BOTO XEJyIOYKOB 0e3 HapylleHUs COKPaTUTEJIbHOM
CMOCOOHOCTM MUOKapia; XOJTEPOBCKOE MOHUTOPH-
poBaHWE — OCHOBHOW PUTM TMPEACEPAHBINA C YacTo-
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Toil 43—79 B MUHYTY, cUHOATpUaibHasl Ojgokaaa 2-i
CTeTIeHU, 3MU30Abl PE3KO BBIpaXKeHHOU OpamuKapauu
no 43—58 B MUHYTY, NpeacepaHasi 3KCTPaCUCTOJIUS
Bcero 3356 3a cytku. IlocTaBiieH AMArHO3: CUHIPOM
cJ1aboCTH CUHYCOBOTO y31a 2-if BapuaHT. B Komriekce
JIeUeHUs peKOMEHIOBaHbI MUJIAPOHAT, KyAecCaH, 3Jb-
Kap, 6enmaTaMuHan, GeHUOYT.

B 13 ner mpoBeaeHa MarHUTHO-pe30HAHCHAS TOMO-
rpadus cep/ua: BBISBIEHO aCUMMETPUYHOE YBEJTMUEHHE
o0beMa TIpaBOTO TIPEACepANs; B MPOEKIUKA TePeIHEro
M JIATePaJIbHOTO CETMEHTOB BXOJIHOTO TpaKTa U JIaTepasib-
HOTO CerMeHTa OCHOBaHUS TTPaBOTO KeJTyI0YKa OTMeUeHa
GubpoaanIIo3Hast IepecTpoiika CTEHKH ¢ €€ UCTOHUYECHU -
€M U BbIOYXaHMEeM KOHTYpa CTEHKU XeTyI0UYKa KHapyXH,
CTeTieHb UCTOHYeHUS — oT 1 1o 1,4 MM.

B Bospacte 14 net nmpu mpoBeIeHUM XOJITEPOBCKO-
r0 MOHMTOPUPOBAHUS 3aperucTpupoBaHa OpamuKap-
IUST B cpeHeM 3a cyTKM 48 B MUHYTY, 498 cymnpaBeH-
TPUKYIAPHBIX U 2668 XeTyTOouKOBBIX IKCTPACUCTOJ
3a CYTKM, BTIU30AbI PUTMA U3 aTPUOBECHTPUKYISIPHOTO
COCIMHEHUsI, CYNPaBEeHTPUKYISIPHOTO YCKOPEHHOTO
puTMa, B HOYHOE BpeMs — 29 BMuU30[0B aCHUCTOJIUU
or 3 mo 7,2 c. PexoMeHOOBaHa MMILIAHTAIIMS 3JIeK-
TpokapauocTumynsgtopa. [IponsBeaeHa UMILTaAHTALIUS
JIBYXKAMEPHOTO  2JIEKTPOKApAMOCTUMYNISATOpa  (pe-
xuM DDDR). Ilpu BbInMCcKEe peKOMEHIOBaH TpUEM
cotanekca 80 Mr B cyTkM, TpombOoacca 50 MT B CyTKH.
Yepes 4 Mec apUTMOJIOTOM IO MECTY XXKUTEIbCTBA CO-
TalleKCc 3aMeHeH (B CBSI3U C COXpaHEHWEM TpereTaHuUs
npencepanit) Ha kKopaapoH 600 MT/cyT ¢ TepexoaoM
Ha noaaepxuBatonnyto 103y 200 mr/cyr.

B Bospacte 15 jteT HaxoauJICs Ha JIEYeHU U B HAIIIEM OT-
nenennun. Macca 62 kr, poct 166 cM. B 00beKTUBHOM cTa-
Tyce: JIETKHE TICEBIOTUTIEPTPOMUST MKPOHOKHBIX MBIIIII]
W MBIIII TTPEATIeYbsl, TOHYC MBI AU PY3HO CHIKEH,
OTMeYaeTcsT CJ1ab0CTh MBIIII JIWIIA, TUTTOTPOMUS MBIIIIL
TJieva; CyXOXMIbHbIE peIeKChI ¢ PYK He BBI3BIBAIOTCS,
C HOT — Pe3KO OcabJieHbl; OTpaHUYEHO CTUOAHKEe TOJIO-
BBI, PUTUIHOCTD CITUHBI, KPBUTOBUIHBIE JIOTIATKU, CTHOa-
TeJIbHbIE KOHTPAKTYPhI IOKTEBBIX CycTaBOB 140°, peTpak-
1IMsI aXUJUTOBBIX CyXOXuauii. BcTaeT ¢ mosia 6e3 momoriu
PYK, MOXKET TIPBITaTh, TOAHUMAETCS 10 JIECTHULIE 63 TTo-
MOIIY TIepuil. B Terkux Be3uKysipHOE IbIXaHWe, XPUTIOB
HeT. [TepKyTOpHO rpaHullbl cepalia He pacluMpeHbl. TOHBI
cepla 3ByYHbIEe, BHICIYIIUBAETCS OpamuapuTMus 1o 67
B MUHYTY. JIpyrux u3MeHeHUIi HeT.

Ha BKI: tpenetanue rnpencepauii ¢ HOpMaJabHOMN Ya-
CTOTOI COKpAIIEHUs XeTynouKoB. Ha axokapanorpamme:
yBeJWYEHUE MPaBOTO MpeACepans U KeJymnodka, Gpruopo3
MMOKap/a MpaBoro Xeayaouka, TPUKYCITHIATbHas peryp-
rutanust 1—2-ii crerienu. Ha mipencepnHOM M Kemy10uKo-
BOM 3JIEKTPOJAX BU3YaJU3UPYIOTCS 0Opa30BaHMsI, paclie-
HEHHbIe KaK TPOMOBI. XOJTepOBCKOE MOHUTOPUPOBAHUE:
Ha (hoHe preMa KopIapoHa peTUCTPUPOBaIaCh HOPMOCH -
cronmdeckast popMa GUOPUIUTALINY TIpeaCeparit, HeOOb-
IIO¥ TIPOIIEHT HaBA3aHHBIX KOMIUIEKCOB THEM, B HOYHOE
BpeMsT HaBSI3aHHBIM PUTM 3JIEKTPOKAPIUOCTUMYJISITOPA.
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Iposnosa O.C. u coasm. AuddepeHIIMPOBAHHBIN TTOIXO] K JICUCHIIO APUTMOTEHHBIX KU3HEYTPOKAIOIINX COCTOSIHUIA Y OOJBHBIX...

ITpu nepenporpaMMUPOBaHUY 3apETUCTPUPOBAHBI ATTU30-
DIl TpeTieTaHusI TIPEACEePaNii, CBEPXUACTON CTUMYIISIIIUEH
TpereTaHue peACcepanii KyITMpoBaHo.

JlaGopaTopHO-MHCTpYMEHTAIbHBIE TTOKA3aTeIN: aK-
tuBHOCTH KDK — 1127 ME/Mit (Hopma o 190 ME/mi),
JIAT — 652 ME/Mn (Hopma mo 450 ME/mi), ACT —
44 ME/mn (nopma no 40 ME/min), AJIT — 42 ME/mn
(HopMma 10 45 ME/mn); xkanuii 4,2 mmounb/n (Hopma 3,5—
5,5 mMonb/n). Tlpu anekrpoMmuorpaduu BbISIBIEH Tep-
BUYHO-MBIIIEUHBII XapaKTep MOpaXkeHUs.

JIMarHo3: KapauOMHOIIATHSl y OOJBHOTO TTPOTPeccu-
pyroolieil MbleyHoi auctpodueit  Omepu—/peridyca
(X-cueruieHHast hopma): aTproOMeTaius, TuaaTaliust mojo-
CTU TIPaBOTO XeJymouka, (prudpoaaumosHas mepecTpoiika
MHOKap/a MpaBoro xkeaynodka. CHHIPOM c1aboCTH CUHY-
coBOTO y311a (bpagrKapaus, acMCTOIUS 10 7,2 B aHaMHe3e,
MEPHOIBI Y3JIOBOTO PUTMA, TIEPUOBI TPAH3UTOPHOTO YCKO-
PEHHOTO TMPEICePIHOr0 pUTMa C OJIOKAIOi TIPOBEICHUS,
TpereTanne npencepnuii). CocTosiHUe TOCIe MMIUIAHTa-
LIMU IBYXKAMEPHOTO 3JIEKTPOKAPIANOCTUMYJISITOPA.

B cBs13u ¢ Hea(hHeKTMBHOCTHIO KOpIapOHa Ha3HauYeH
ajutanneHuH 50 mr/cyt. C KapauONpOTEKTUBHOM 11EJbIO
Ha3HaueH MpecTapuyM, a Takxke BapdapuH. KoHCyIbTI-
pPOBaH HEBPOJIOTOM — BIIEPBbIE TTOCTABJIEH AUATHO3 MUO-
natun Owmepu-/peiidyca. PekomeHnoBaHa TIaHOBasI
MMOBTOPHAsT roCIUTAIU3aus yepe3 6 mec. Yepes Hemelto
rocie Bbimucku Ha DKI' BHOBB 3apermctprpoBaHa Io-
cTosiHHasT ¢popMa TpeTleTaHusT Ipeacepanii Ha ¢poHe pa-
GOTHI BJIEKTPOKAPANOCTUMYIISITOPA C HABSI3aHHBIM PUT-
MOM 45—95 B MUHYTY.

B 15 yer mpoBeneHO MOJEKYISIPHO-TE€HETUYECKOe
HCClieIOBaHUE TeHa OSMepWHa, OOHapyXeHa MyTarus
¢.266-1 272delgGCTACAA B TeMU3UTOTHOM COCTOSI-
Hun. HocuTenbcTBO 3a60JIeBaHMS BBISIBJICHO Y MaTepH,
TETU W IBYX IBOIOPOIHBIX CcecTep MpobaHa.

Yepes roa nocie MUMIIAHTALIUU 2JIEKTPOKAPINOCTUMY-
JIATOpA IO JaHHBIM 3XO0Kapauorpadur TpOMOBI Ha 31K~
TpoIax yMEHbIIWIUCh U (GubposupoBanuch. Bo Bpems
TOCITATAIM3AIMY B Bo3pacTe 16 JIeT, yIuThIBas OTCYTCTBHE
CLIETIKY TIPEACEPIHO-KETYTOYKOBOTO TIPOBEACHUS, DJIeK-
TPOKAPINOCTUMYJISITOP TIepeBe/IeH M3 PesKuMa IByXKaMep-
Hoii ctumyJsisitiu (DD) B pexxuM oJJHOKaMepHOUl CTUMY-
ssiumu (VVI). [pencepaHblii 251eKTpo1 OTKIIIOUEH (puc. 2).
C 15 nier He nojryyaeT aHTUapuTMUUYecKoi Tepanuu. [1po-
JToJKaeTcst mpreM BapdaprHa 1 IipecTapyuyMa.

JINTEPATYPA

1. Finsterer J., Stdllberger C. Primary myopathies and the heart.
Scand Cardiovasc J 2008; 42; 1: 9—24.

2. Raffaele di Barletta M., Ricci E., Galluzzi G. et al. Different
mutations in the LMNA gene cause autosomal dominant and
autosomal recessive Emery—Dreifuss muscular dystrophy.
Am J Hum Genet 2000; 66: 1407—1412.

3. Manilal S., Recan D., Sewry C.A. et al. Mutations in Emery-
Dreifuss muscular dystrophy and their effectes on emerin pro-
tein expression. Hum Mol Genet 1998; 7: 855—864.

4. Puckelwartz M., McNally E.M. Emery—Dreifuss muscular

Puc. 2. DnexTpokapauorpamma 606HOTO A. ¢ X-CHenieHHoi
topmoii Muonatun Dmepu—/Ipeiicdyca.

Ha ¢one co0cTBeHHOro puTMAa PErHCTPUPYIOTCS €AMHUYHbIE
COKPALIEHNsI, HABS3aHHbIE JJIEKTPOKAPIMOCTUMYTATOPOM.
HuzkoammmTyaHoe TpeneTaHue npeacepauii MOKHO BU3yasn-
3HPOBATH B MPABBIX IPYIHBIX OTBEICHUSX.

B 17 ner (Bo3pact rocieaHei rocnuTalin3aiimn) co-
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