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MKB — 10 145.8

CuHgpom [xepBenna — JlaHre-HunbceHa — Tsaxenoe
BPOXXAEHHOE HacneacTBeHHOE 3aboneBaHne, Onst KOTOPOro
XapaKTepHbl apUTMUN U BPOXKOEHHAA [OBYCTOPOHHAS
HenmpoceHcepHas TYroyxocTtb. ABnsieTcsa bornee peakou
doopmon cnHgpoma yanmHeHHoro nHtepeana QT u
COMPOBOXOAETCH BbICOKMM PUCKOM pa3BUTUA
XN3HEeYrpoXXatowwmnx aputMmmn, YTo MOXET NPUBECTU K
BHe3anHoun cepae4vyHon cMepTHu.



OTNONOIrMA U naToreHes

CuHpgpom [xepenna — JlaHre-HunbceHa (JLNS)
HacnenyeTcsa ayToCOMHO-PeLEeCCUBHO.

K cuHgpomy JLNS moryT npnBoanTb roMO3UrOTHbIE
MyTauum B reHe KCNQ1, coyeTaHne aByx
reTepo3nroTHblXx myTtauun B reHe KCNQ1 nnu
coyeTaHue mytauun B reHax KCNQ1 n KCNEI.




OTNOOrMA U nNaToreHes

« benkn, npoayumpyemble 3TUMN OBYMSI reHamun, paboTatoT BMECTe,
obpa3sys KanneBblW KaHan, KOTOPbIN NEPEHOCUT MONOXUTESTbHO
3apsKeHHbIE MOHbI Kanua 13 KrneTok, YTo Ha3blBaeTcs
BbIMPAMUTENBHLIM KanuesblM TOKOM C MeANEeHHOU

3aePXKKOM.

e [1BUXEHMEe NOHOB Kanugd rno 3aTUM KaHarnam Mmeet

pellatoLlee 3HavyeHne ansg nogaepXxaHmua HopmMmarsbHbIX QPyHKLUN
BHYTPEHHErO yxa U MMuokapaa cepaua.




KnnmHuka JLNS

* HeunpoceHcepHasa TYyroyxocTb;

= CuHKone (Ha gaHHbI MOMEHT NMBOo B aHaMHe3e),
* [lonumopdHasg Xenygodkosad Taxukapaus,
= YanuHeHue nHtepsana QT v QTc;

* KNOHMKO-TOHUYECKME CyO0pPOrH.
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KnnHuka JLNS

B cBA3n ¢ Hann4nem cygopoXXHOro cMHapomMa 4acTto
OLLUNDOOYHO CTaBAT AMarHo3 «3nunencusi» ¢ nocrieayowmm
Ha3Ha4YeHWeM NPOTUBOINUIIENTNYECKOU TepannUen, 4Yto
yBenuMymBaeT PUCKMU BHe3anHon cepaeyHomn CMepTu.



OuarHoctuka JLNS

IOKI ¢ pyyHbIM nogcyeTom nHtepBana QT u QTc;
XM-OKI" B Te4EeHUN CYTOK;

KoHcynbTauus cypoonora;

AYONOCKPUHWHI O OLLEHKU NOPaXXeHUs Cryxa;
MonekynsapHo-reHeTU4eCKoe nccrnegoBaHme.
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[lnarHo3 BbICTaBNAETCA Ha CHOBaHNN cepaeYHbIX
(yonunHeHue nHtepBana QT un QTc, notepwu
CO3HaHUA) N BHECEpAEYHbIX (OBYCTOPOHHSS
HEeNnpoceHCcopHas TYroyxocTb, Cy4OPOXHbIN
CUHOPOM) NPOSIBIIEHUN.



KnnHmnyeckmn npumep

PebeHok 8 neT, nocTtynusn B B OTAENeHNe OETCKOW Kapanonorum u
kKapgnoxupyprun WHctutyta HeotnoxHon n BocctaHoBUTENBLHOW
Xupyprumn (MHBX) um. B.K. T'ycaka.

PebeHoK nocTynun B KNUHKUKY C XXanobamn maTepu Ha OTCYTCTBUE
crnyxa, 3agepKy rncuxo-peyeBoro pasBuUTmnsa 1 aNU304ANYECKU NPUCTYIbI
notepun co3HaHud. [puctynebl pernctpupoBanuce ¢ 3,5 4o 5,5 ner.

Bo Bpemsa npuctynoB pebeHOoK «0bmskany, nexan ¢ «0OCTaHOBUBLLUUMCS
B3rnagom». Ha atom poHe nosiBnsifiacb MbilleyHasi 4pOoXb U
apoxaHue noadopoaka. Heckonbko NpMCTYNnoB CONPOBOXOANUCH
KITOHUKO-TOHUYECKUMU cyaoporamu. [Npuctynbl HENPOOOIKNUTENBHbIE,
00 1-2 MUHYT.



KnnHmnyeckmn npumep

[TIpncTynbl HE CONPOBOXAANMNCb HENPOU3BOSbHLIM
MoYeuncnyckaHmem u gedekaumen, npuKycom s3sbika.
[lepuoguyeckn oTMedariocb TONbKO NogKkaTbiBaHWE rnas,
NPOBOLMPOBASINCL MCUXO-3MOLIMOHANbHLIM BO3DYXXAEHMNEM
(HeraTMBHOW peakumnen Ha OCMOTP UK CUNBHON PadoCThiO).
[MpekpaTnnucb 4o Ha3Ha4YeHMs NPOTUBOIANMUIENTUYECKOMN
Tepanuun.



KAnHnyecknm npmmep

C 3-x-neTtHero Bo3pacta Mama cTana OoTMedaTb CHWXeHue cnyxa y pebeHka.
[Tocrie ocmoTpa cypaosniorom BbigeneHa tyroyxoctb -1 cT.

[Tocrne nosaBneHust NPUCTYNOB «NOoABedEHUNA rnasHblX SA0M0oK»  yCTaHOBUNU
aunarHos: cumnrTomMaTtuveckas anunericus, cpeaHen 4actoTbl NonMMopdHble
NapoKCu3Mbl (BTOPUYHbIE TeHepanuM3oBaHHble W MNPOCTbie napunasnbHble).
3agepxka rncmxopedeBoro passutud. CeHcoHeBpanbHas TyroyxocTtb. bbina
Ha3Ha4yeHa NpoTUBO3aNENnenTNUYecKasa Tepanus.

B Bo3pacTe 8 net npu aHanuse OKIT obHapyxeHa cuHycoBas aputMmus (UCC
75-105 B MuH) 1 yanuHeHnne QTc go 0,472 c.

Ona yToyHeHuss guarHo3a pebeHOK HanpaeneH B OTAeNneHne OeTCKOW
kapguonoruun n kapanoxupyprum MHBX um. B.K. lNycaka.



KnnHmnyeckmn npumep

OBGLEKTUBHO: akTUBHas!, NoABMXKHaAA B urpax ¢ getbMu. Hocut crnyxosomn
annapar. Ha obpalleHHY0 K HEN peYvb He pearupyert, HO JIErko oTBeYaeT
OencTeBnem, ecnv BUOUT MaMMHO NNLO U NOACKA3KY XeCTaMM.
[bixatenbHaa aputMus, B V TOYKe BbICMYLLMBAETCA KOPOTKUM

CUCTONUYECKNU LLIYM.

B cemeliHoM aHaMHese: y MaTepu — XpoHn4eckas noctremopparmyeckas

aHemuna Taxenon crteneHn (Hb — 40-56r/n) B cBA3M C MaTOYHbLIMU
KpoBoTeyeHnsmu. CoctossHue 30opoBbA OTUA — HET AaHHbIX.



KnnHmnyeckmn npumep

B ortoeneHnn pebeHok oOcrnegoBaH: B KMAMH.  aH. KPOBU —
OTHOCUTESbHbIN NMMMAOLNTO3. B aH. MOYM — MUKporemartoypua (ap. 9-
10 B n/3p) rntoko3dypua — 0,2 MMOsb/n. rMKo3a KpoBU — HOpMa; obLwum
Oenok — Hopma, KpeaTUHMH — CHWXeH. B nevyeHo4HbIx npobax
He3HauuTernbHoe rnosbiweHne ypoBHs ACT — 37 E/n(Hopma go 31 E/n).
OcTtpoda3zosblie nokasarenu B Hopme (ACJITO, CPB).

Ha ctaHgapTHbix K[ — QTc — 0,472c; 0,485c; 0,483c.

CytoyHoe moHuTopupoBaHne IKI: UHCC B TeuyeHue cyToK B npegenax
BO3pacTHOU HOpMbl. CuHycoBbi puUTM. CpenHun KOPPUrMpOBaHHbLIN
nutepean QT 3a cyTtkm cBbiwe 470 mc. (79% BpemeHun). CpegHun
KoppurmpoBaHHblt QT — 476 ™Mc, BO BpemMsa cHa — 480 wmc,
MaKCcMManbHbIU KoppurnposaHHbi QT — 540 mc.



KnnHnyeckumn npumep

YBenunyeHne koppurnposaHHoro nHtepeana QT Ha ctaHgapTHon OKI um

NPW CYyTOYHOM MOHUTOPUPOBAHUK, MPUCTYIMbI NOTEPU CO3HAHUS,
npoBoUMpyeEMblE AMOLMOHANbHBIMU BO30OYXaeHMEM, BbiCTpoe
BOCCTaHOBIIEHNE CO3HaHWS, OTCYTCTBME COHNMBOCTU B
NOCNEenpPUCTYMHbIM Nepuod, HeNPON3BOSbHbIX MOYEUCTTYCKaHNN,
nedekaumn, npukyca ssbika; HempoceHcopHaga Tyroyxocth ll-IIl cT,
NO3BOSISIET YCTAaHOBUTL AnarHos: CuHapom [xepsenna-JlaHre-
HunbceHa (cuHapom yanuHeHHoro nHtepsana QT, nepBUYHbIN,
CUHKoMNanbHas oopmMa, BpoxaeHHaa HenpoceHcopHas TyroyxocTtb |-
CT).



KnuHnyeckum npumep

[Tocne ycTtaHOBNEHUA anarHo3a B Tepanuio bbbl BKNOYEH
nponpaHonosn rno 15 mr 4 pasa B AeHb NO KOHTPONEM
camodyecteuda, HCC n ALl, kanua n marHmsa acnaparvHar.

bbifio pekoMmeHOgoBaHO MONEKYNAPHO-reHeTU4YeCcKoe
nccriegosaHue. ObcrnegoBaHne Ha CUMHOPOM yannMHeEHHoro QT
MaTepu N cTapLlen cecTpbl.



BbiBOoabI

B HacToAwWmMM MOMEHT BHE3anHasi cepaedHas cMepTb OCTaeTcsl 0aHOW U3 Hamnbornee
Ba)XHbIX Npobriem geTckom kapguosnorum. HecmoTpst Ha peakyto BCTPe4aeMOCTb,
cuHgpom xepsenna-JlaHre-HunbceHa aesnaeTca ogHOW 13 BegyLmx npuynH
BHE3anHom cepaevyHon cMeptu y geten. Yto onpeaensiet Heob6xoaAMMOCTb
B3aMMOOENCTBUA BpadYen pasHbiX creymarnbHOCTEN A5 BbIABEHUSA BHECEPAEYHbIX
nposiBneHun cunapoma. etanbHbin aHanma OKI ¢ onpegeneHnem

nutepsana QT n QTc HeobxoamMm AN CBOEBPEMEHHOIO Ha3HaYeHUs NevYeHns m
npenoTBpalleHnsa BHe3arnHou cepaeyHon CMepTHU.

[Tocne ycTaHOBMEHNA AuarHo3a Takme OAeTu HyXXOarTCcs B MOCTOSIHHOM HabsnogeHnn B
KapAnonornyeckom oTaeneHnm ans AMHaMmn4eckoro HabnogeHus n Koppekuum
aHTMapUTMUYECKON Tepanuu.



Cnacub0o 3a BHMUMaHuel



