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BO3MOKHOCTH 3JIEKTPOKAPTAOTPAGPMYECKHX
METOA0B UCCJIEJOBAHNUA B ITMATHOCTHKE HOBOU MYTAILIHN
B I'EHE KCNH2 (ITMATHOCTHUKA MYTATITIU B TEHE KCNH2 de novo)

A. I11. Pesuwsunu, C. I0. Cepeyaadse, A. I0. I'buzopses, H. B. Ilponunesa™

®rbY «HayuHblil LEHTP cepaevHo-cocyaucTon xupyprum mm. A. H. BakyneBa» (ompektop — akagemuk PAH
v PAMH J1. A. bokepus) PAMH, Mockea

Y nayuenmku ¢ cunkonaavHoi gpopmoti cunopoma yoaunennozo unmepeanra Q— T evinoaneno cmandapmuoe
U MHOROKAHANbHOE 21eKmpoKkapouoepaguueckoe uccaedosanue (DKI), cymounoe monumopuposanue IKI'
no Xoamepy no 12 kananram, nposeden cOop eeHeano2u4eck020 aHamHe3a ¢ OYeHKOU 1eKmpoKapoUocpamm
6CeX UNeHO8 CceMbU, BKA0UAS OCMYNHbIX OAAbHUX POOCMEEHHUKO8, C BbIAGACHUCM CAYHAeE 6HE3ANHOL
cmepmu 8 cemve. MoaexkyaapHo-eenemuueckoe uccaedoganue npogoounocy Ha oopasyax JIHK 6oavhoil,
6bl0€NeHHOI U3 NeUKOUUMO8 8€HO3HOU KPOBU CIMAHOAPMHbIM MEMOOOM C UCHOAb308AHUEM HAOOPA peazeH-
moeé u npomokxona o gvideaerust JJHK. Boira npoanaiuzupoeana Kooupyouwas nocie0o8amenbHoCmy 2eHa

KCNH?2 ¢ npuneearowumu uHmMpoHHbIMU 00AACMAMU.

* Anpec s riepenucku: e-mail: Irene Pr@mail.ru
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CuHapom

U3 npoanaruzuposanubix anekmpokapouoepagpuueckux ocobenHocmeil 3adoneeanus mopgoaoeus 3youa T
Hocuna eeHocheyuduuHbLi Xapakmep monvko 6 omeedenuax V,—V,, naubosee wacmo maxas mopgonoeus
ecmpeuaemcs: y nayueHmos8 ¢ CUHOpomMom yoaunenHozo unmepeara Q—1T 2-eo muna. bvira npoananusu-
posana cneyuguka noxazamenel 8apuadeAbHOCMU pumma cepouya y 00AbHOU 6 PA3HOe 6peMs CYmOK.
Buoiseaeno chuncenue YCC u yoarunenue Q—T 6 pannue ympenHue 4acwl, Ux pacCUHXpOHU3AUUS 8 MOMEHM
delicmeust nPoBOYUPYIOWe20 GaKmopa, 4mo XapaKkmepro 04s npoOpPOMAAbHbIX PUMMOE Neped CUHKONe.
Ha ocnoeanuu uzmenenus mopgosoeuu 3youa T na IKI, uzmenenus npooosxcumensHocmu uHmepeand
O—T u 6pemeHHbIX NApaMempos 8apuabesbHOCMU pUMMa cepoya 8 MOMeHm Oelicmeus nPOGOUUPYIOUe20
gakmopa (pe3kuii 38yk) no danHbiM cymouro2o monumopuposarus IKI no Xoamepy 6wi10 cdeaaro npedno-
N0MCEHUE 0 HAAUMUU 0eeKMHO20 2eHA, Ym0 0bl10 HOOMEEPICOCHO C NOMOULbI) MONCKYASPHO-2CHEMUHECK Ol
O0UaeHOCMUKU.

Taxum 0bpazom, muamensHblil AHAAU3 HEHOMUNUMECKUX 0COOCHHOCMEN NAYUeHMO8, d MAKiIce 0COOeH-
Hocmell apuabeabHoCmu pumma cepoya 8 pazHoe 8pemMs CYMoK 6blsieasem NPU3HAKU, NO360A3HUUe HA
0CHOBE KAUHUMECK020 AHAAU3A NPEONOAONCUMb HAUOOAee 8EPOSMHbLIL 2eHeMUUeCKUll 8apuanm 3a004e6a-
HUS, a Makice OyeHUms CeyupUUHOCY U 4Y8CMBUMENbHOCIb IMUX NPUSHAKO8.

Kawuesvie caosa: een, mymauus, 31eKmpoxapouoepagus, Xonmepogckoe MOHUMoOpUposanue, CUHKone,
6He3anHas cepoeuHas cmepmo.

Standard and multichannel electrocardiography (ECG), 12 channel Holter ECG daily monitoring,
genealogic anamnesis acquisition and electrocardiograms assessment for every member of the family
including available distant relations were carried out, cases of sudden death in the family were revealed.
Molecular genetic analysis was performed with DNA samples of the patient, isolated from leucocytes
venous blood by standard technique using a set of reagents and protocol to isolate DNA. KCNH2 gene
coding sequence with neighbouring intronic areas was analyzed. Out of analyzed electrocardiographic
peculiarities of the disease T-wave morphology was of genetic specific nature only at the V;—V, leads.
Such morphology occurs in patients with syndrome of elongated Q—T interval of the 2 type. The particu-
larity of values for the heart rate variability in the patient at different times of the day was analyzed.
The decrease of heart rate and Q—T prolongation in the morning hours, their unsynchronization at the
moment of the initiating agent that is typically for prodromal rhythms before fainting were detected. We made
a suggestion about the presence of defective gene that was confirmed by molecular genetic diag-nostics,
based on the changes of the T-wave morphology, changes of Q—T prolongation and temporary parame-
ters of heart rate variability at the moment of the initiating agent (sharp noise), according to Holter
ECG monitoring.

Thus, a careful analysis of phenotypic peculiarities of patients, and also peculiarities of the heart rate vari-
ability at different times of the day detects the characteristics that allow us to suggest more probable ge-
netic type of the disease according to the clinical analysis and also to evaluate specificity and sensitivity
of these signs.

Key words: gene, mutation, electrocardiography, Holter monitoring, syncope, sudden cardiac death.

yIUIMHEHHOTO  mHTepBasa Q—T

3JIEKTPOKapANOrpaUIeCKNX KPUTEPHUEB, BBISIBJICHUE

(LQTS) — HacnenctBeHHOE 3a007I€BAHUE C BHICOKUM
puckoM BHe3amnHoi cepaeuHoit cmeptu (BCC). Bro
3a00JieBaHNE pPa3BUBACTCS BCICACTBUEC MYyTaIlWit
B TeHaX, KOIUPYIOUIMX CEepIAeUYHble MOHHbIE KaHaJbl
W acCOIMMpOBaHHBIE ¢ HMMHM Ociaku. biaromaps
mnporpeccy B 00JIaCTM MOJIEKYJISIPHO-TEHETUYECKUX
WCCJICIOBaHM, B HACTOSIIIIEEe BpeMsI M3BECTHO HE Me-
Hee 13 pa3nuMuyHBIX TeHeTuYecKux (opM CUHApOMA
yiMHeHHoro uHrepsaia Q—7 (cM. Tabauily), U3 Ko-
TOPBIX TepBbie TpU (DOPMBI SIBIASIOTCS Hauboliee
YacTbIMU BO BcexX dTHHUUeckux rpymnax [1]. Kaxaeii
BapuaHT, MOMMMO OOIIMUX XapaKTepUCTUK B BHUIE
3HAYUTEJLHOTO yaJuHeHus: uHtepsaga Q—7 Ha DKI,
TIPUCTYIIOB MOTEPU CO3HAHMUSA Ha (DOHE KETyIO0YKO-
BbIX aPUTMUI TUIIA «[TUPY3T» U CJIY4YaeB BHE3AMHOM
CMEPTU B CEMbBSIX, MMEET PsA KIMHUKO-3JIEKTPO-
Kapauorpapuyecknux OCOOEHHOCTElN, O0YCIOBIIEH-
HBIX CHeHUMUKON BIEKTPOIUTHBIX HapYIIeHUMH.
Cungpom LQTS BcTpevaeTcss B MOMYJSILIMU C YaCTO-
toii ot 1:7000 mo 1:5000 [4].

Hecmortpst Ha ycniexu, TOCTUTHYThIe B TOHUMAHUU
MEXaHU3MOB 3a00JIeBaHUSI, M BbIIEJICHUE KIMHUKO-

MalMeHTOB, HECYIIINX MYTalIUIO, BCE €Ille TTPEICTABIISI -
€T oIpeaeieHHbIe TPYAHOCTU. DTO 00YCIOBICHO BO3-
MOXHOCTBIO OECCUMIITOMHOTO T€UEHUsI, OTCYyTCTBUEM
CEMEHOro aHaMHe3a, CTEPThIMU WJIX TPaH3UTOPHBI-
MU BJIEKTPOKaApANOTPaUIECKUMU TIPOSIBICHUSIMU.
BaxkHyto posib B MOATBEPKIIEHUU TUArHO3a U BbISIBIIE-
HUU 00JTBHBIX BhIcOKOTO prcka BCC urpaer cBoeBpe-
MeHHast JJHK-nuarHocruka. Okono 37% naluueHTOB
¢ denotuniom LQTI, 54% — c¢ denorunom LQT2
u 82% — ¢ denorunoMm LQT3 mautenbHOe BpeMs OC-
TaTcs 6eccuMnTOMHBIMU [7]. Takue manueHTbl MO-
ryT HaOJIOAaThCsS HEBPOMATOJIOTaMU C JAUArHO30M
«3IUJIETICUS», COXPaHss TIPU 3TOM PUCK Pa3BUTHS
BCC npu nepBoM CUHKOITAJIbHOM 3ITU30]IE.

CuHapoM ymiuHeHHoro uHrepsaia Q—7T 2-ro Tu-
ma (LQT?2) aBisieTCST BTOPBIM TI0 YaCTOTE TeHETHYEC-
KUM BapMaHTOM CUHApPOMa U cocTaBisieT 45% Bcex
cllyyaeB CUHJpoMa yJIMHEHHOro uHTtepBana Q—T7
C YCTaHOBJIEHHOI TreHeTudeckoil (opmoii. BriepBbie
Mytam B reHe KCNH2 kak TIpUYWHY YIJTUHEHUS
uHTepBasia O—7T BoeisiBUAM B 1995 1. M. E. Curran
u K. W. Timothy B mecti HepOACTBEHHBIX CeMbsIX [2].

02,2012

AHHAJIBI APUTMOJIOMNU,



AHHAJIBI APUTMOJIOMN, Ne 2, 2012

58 AHHAJIBI APUTMOJIOT NN, Ne 2, 2012

T'enbl, 0TBETCTBEHHDbIE 32 PA3BUTHE PA3THYHBIX TeHETUYECKNX (hopM
CHHIpPOMA YAJIUHEHHOTo uHTepBajga O—T7 [1]

Ien Jlokyc Benox ®opma LQTS Hcrounnk
Tenwt, kodupyrowue cybseduHuybl Karueswvix KAHAN08
KCNQ1I 11pl5.5 KvLQTI LQTSI Wang Q., 1996
KCNH2 7q35-36 hERG LQTS2 Curran M. E., 1995
KCNEI1 21q22.1 minK LQTS5 Bianchi L., 1999
KCNE2 21g22.1 MiRP1 LQTS6 Abbott G. W., 1999
KCNJ2 17q23-24.1 Kir2.1 LQTS7 Tristani-Firouzi M., 2002
KCNJ5 11q24 Kir3.4 LQTSI13 Yang Y., 2010
lenbl, Kodupyrouwue cybsedunUlbl HAMPUEBHIX KAHAN08
SCN5A 3p25 Navl.5 LQTS3 George A. L., 1995
SCN4B 11923 BcrnomorarenbHasi cyobeanHULIA LQTS10 Medeiros-Domingo A., 2007
Tenvt, kooupyroujue cy6seduHUUbl KANbUUEBbIX KAHAN08
CACNAIC 12p13.3 Cavl.2 LQTS9 Splawski 1., 2004
CACNB2B 12p13.3 Cavl.2 SQTSS Antzelevich C., 2010
Tenvl, kodupyrouue KaHan-accoyuuposanHole 6eaxu

ANK2 4q25-q27 AHKUpUH B LQTS4 Mohler P. J., 2003
CAV3 3p25 Caveolin-3 LQTS9 McNally E. M., 1998
AKAP9 7q21-q22 Duxcupyronuii 6em10K-9

TUIST A-KWHA3bI LQTSI11 Chen L., 2007
SNTAI 20q11.2 CunrtpoduH Al LQTSI12 Ueda K., 2008

B Hacrosiee Bpemst u3BectHo okosio 300 myrtamuit
B 3TOM T'eHe, OJJHaKO HU OJHA 13 BEISIBICHHBIX TCHETH -
YECKUX 3aMEH He SIBJISIETCST YacToi. BoNbIIMHCTBO re-
HETUIECKUX BapUAHTOB OBIIM BBISIBICHBI B CIMHMNY-
HBIX HEPOACTBEHHBIX CeMbsIX. MyTamuum B TeHe
KCNH2, xonupymolleM o-CyObeAMHUIY KaaueBOro
KaHana Iy, MPUBOIAT K CHUXEHUIO MOHHOTO TOKa
yepe3 KaHaJl BCJICACTBUE YMEHBIIECHHUSI OOIIETro KO-
JInyecTBa OBICTPBIX KaJMEBbIX KaHaJOB JIMOO Hapy-
eHnsT UX (PYHKIMOHAIBLHOW aKTWBHOCTU. Cpemu
HYKJICOTUIHBIX 3aMEH IIpeo0IamaloT MUCCEHC-MyTa-
LIM1, KOTOPBIEC MPOSIBISIOT ce0s1 MO0 KaK JOMUHAHT-
HETaTUBHBIC, JTN0OO IMPUBOAIT K CHIDKCHUIO (DYHKIINHT
Oenka.

B HacTosImeM cooOIIeHUH TIPeACTaBIeHO KIMHH-
YeCcKoe HaOJI0ACHNEe CUHAPOMa YIJIMHEHHOIO MHTEP-
Bajia Q— T 2-ro Tuna, mpearnojoXKeHHOro Ha OCHOBaHUU
3JICKTPOKApINOrpapuIecKX METONOB MCCIICIOBAHUS
y pebeHka 15 JeT, ¢ MocaeayloluM MpOBeACHUEM
JHK-1uarHocTuku M ycrnelrHoi Bepu(pUKaLuu My-
tauuu B reHe KCNH2. 3abosieBaHre AMarHOCTUPOBA-
HO B HayuyHOM ILIeHTpe cepaedyHO-COCYAUCTON XUPYP-
run uMm. A. H. bakynesa PAMH, kyna peGeHOK ObLI
HaIIpaBlIeH IS OOCJIeIOBaHUS C IICIbI0 YTOUYHECHUS
reHe3a MpUCTYIOB MOTePU CO3HAHUS.

Ponurenu natHaguaTUAETHER 1€BOYKM OOpATUIIMCh
B Hay4YHO-TIOJUMKIMHMYecKoe oTtaeneHue HIICCX
C HamIpaBISIONIMM OUAaTHO30M: <«BETeTOCOCYIUCTAs
MHUCTOHUS MyOepTaTHOIO Mepuoaa ¢ BEAYIIUM Kapau-
aJTbHBIM KJIMHWYECKUM CUHIPOMOM, IepMaHEHTHO-

MapoKCHU3MaJIbHOE TeueHMe». 2KajaoObl Ha rOJIOBOKPY-
KEHUsI W TIepuoandeckKue OO0 B 00JIACTH Cepalla.
C 2003 . cOCTOUT Ha AUCITAHCEPHOM ydeTe Y Kapauo-
JIora W HEBPOJIOTa C AWArHO30M «BETETOCOCYIMCTAS
MUCTOHUS C HApYIIEHUSIMU PUTMa Cepalia B BUIIE Yac-
TBIX TIPENCEPIHBIX IKCTPACUCTON», Tojydana KypChl
MeTabonmyeckoii Tepanuu 6e3 a¢pdexra. Pocna u pas-
BUBaJIaCh B COOTBETCTBHU ¢ Bo3pacToM. [TpodumakTu-
YeCKHWe TPUBUBKU IPOBEICHBI B NIEKPETUPOBAHHBIC
CPOKM, TATOJIOTMYECKNX peaKIWii Ha HUX He OBIIO.
W3 anamHe3a 3a00JIeBaHKST YCTAHOBJICHO, UTO ACBOYKA
nepeHecaa 2 anu3oaa cuHKore B Bo3pacte 10 u 11 jer
BO BpeMs ITpoxkuBaHust Ha Kpaitnem CeBepe, KOTOpEIE
pa3BUBaIMCh 0€3 YETKOM CBSI3U C KAKUM-JIMOO MPOBO-
UpPYIOIMUM (aKTOpPOM, TTPEUMYIIIECTBEHHO B YTPEH-
HUE Yachl, HE COMPOBOXKIAINCH TOHUKO-KJIOHUYECKU -
MM CyIOpOTaMU M HETTPOMU3BOJIbHBIM MOYEUCITYCKAHM -
eM, B ce0sI MpUXOoAuIa caMOCTOsATeNIbHO yepe3 15—20 c.

[eHeamornuyecknii aHaaIW3 TOKasall, 4TO y OTIa
npobanga Ha DKI mokost oTMeYeHO yBeIMYCHUE WH-
tepBania Q—7c (447 mc). Ilpu aHanuse 3JaeKTpoKap-
IrorpaMM Matepu, cectep (29 u 14 net) mpobaHma ma-
TOJIOTUM HE BBISIBJICHO, MHTEepBa)l O0— T COOTBETCTBYET
HOpMaJIbHBIM 3HadeHMsIM. CeMeiHBIM aHaMHe3 II0
BHE3aITHOU CMEPTHU HE OTSTOIICH.

I1pu obcenoBaHUM OTMEUYEHO, YTO peOEHOK UMEET
dusnyecKoe pa3BUTUE IIPAaBUIbHOE, TAPMOHUYHOE, POCT
161 cm, maccy Tena 51 kr. KoxHble TOKPOBbI M CIM3UC-
ThIE YUCThIE, OJIeTHO-PO30BLIe. [lepMorpacdusM MenieH-
HBIH, po30BbIii. @U3MKATBHBII OCMOTpP ITOKA3aJI, YTO
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Puc. 1. Dnekrpo-

KapamorpamMma

npobaHma Ha CU-

HYCOBOM pHUTME
C 4YacTOTOMN cep-

JCYHBIX COKpaIle-

HU 65 yn/MuH

0e3 (apmaxkoTe-

TpaHULbI ceplia HE U3MEHEHbBI, TOHbI 3ByYHbIE, PUT-
muunble, YCC 60 yo/mun, A 100/60 MM pr. cr.,
MyJbC Ha OCAPEHHBIX apTEePUSIX CUMMETPUYHBINA,
YIOBJIETBOPUTEILHOTO HarojHeHus. B mo3e Powm-
Oepra ycToifunBa, NajablieHOCOBYIO IMPOOY BBITIOIHSIET
TIPaBUIIBHO.

Knuanyeckunii aHanu3 KpoBU, OMOXMMUYECKUE
napamMeTpbl KPOBU, JEKTPOJIUTH — 03 OTKIOHEHUI
OT HOPMAaTHBHBIX TTOKazaTeneil. ITo pesyabraram uMm-
MYHOJIOTMYECKOT0, BUPYCOJOTUYECKOro HccieqoBa-
HUSI TIaTOJIOTUU HE BBISIBIICHO.

Ha crangaptHoit DKI mokost — cuHycoBast Opaau-
Kap[Iusi C YaCTOTOM KeJTyJOUYKOBBIX COKpALLEHUIi 65 B M-
HyTY, yutnHeHue nHtepBaia O—7 no 460 mc (Q—1Tc
445 Mc), B oTBeleHHAX V;—V, OTMeueH ABYX(a3HbII
3yoenr T (puc. 1), B opTocTase — CHMHYCOBBIN PUTM,
YCC 70-75 yn/mun, Q—T 440 mc, (Q—Tc 435 mc);

panuu

MEePUOAMYECKU OTMEUYAIIMCh MHTEPBAJIbI C ajbrepHa-
ueit 3youa 7.

Bbu1 Mcnoib30BaH METO/ CyTOUHOIO MOHUTOPUPO-
Banust DKI no Xonrepy B TeueHue 24 4, BO BpeMsi KO-
TOPOIO BBISIBISUIMCH U U3Yy4dalIUCh CICOyIOIIME rapa-
METpPBI: CYyTOUHBI PUTM, CYTOUHasT BapuabEIbHOCTh
0—T/Q—Tc, nosenenue uHTtepBania Q— T moa neicT-
BUEM JIIOOBIX MPOBOLMPYIOLIMX (PaKTOpoB (cTpecc,
¢usnyeckass Harpy3ka, pe3KHii 3BYK), peakildsl WH-
tepBania Q—7T/Q—Tc Ha U3MEHEHUE YacTOThl PUTMA,
JKEJTyIOYKOBast 9KTOMMYECKAsl aKTUBHOCTD, aJIbTepHA-
uus 3youa 7, UMpKagHbBI PUTM, BapuadEeIbHOCTb
puTMa cepala.

B TeyeHue cyToK 3aperucTpUpOBaH CUHYCOBBIi
put™ co cpemaHeit YCC 77 ya/MuH, MakCUMaJIbHOM
YCC 160 yn/mun, munumanbHoit YCC 48 yn/muH,
SMU30/bI IBIXaTeIbHOM apUTMUU B THEBHEIC I HOYHEIC

AHHAJIBI APUTMOJIO NN, Ne 2, 2012
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Puc. 2. ®parmeHT cyrouHoro mMoHutopupoBaHus DKI mo Xontepy, Ha KOTOPOM 3a(UKCUPOBAHO MaKCUMaJbHOE

ymmHeHnne Q—71c¢ (mo 530 mc)

Yachl, 3MM304bI CHHYCOBOI OpaauKapauy B YTpeHHUE
yachl. 3alepXKu aTPUOBEHTPUKYJISIPHOIO IMpOBeIe-
HUS He BBISIBJIEHO. AJbTepHalus 3youa 7' BblsiBIeHA
B paHHME YTPEHHUE Yachl 1 B MOMEHT PE3KUX 3BYKOB.
ITpomoxuTeTbHOCTh MHTEepBasIa O— T Ha MUHUMAJb-
Hoiit YCC (3a 10 ¢) 52 yn/mMuH coctaBuia 465 mc
(O—Tc 410 mc); Ha YCC 160 ya/muH Q—T cocTaBui
380 mc (Q—1Tc 340 mc). Konebanusa nntepBana Q—1Ic
BapbupoBaiu ot 340 go 530 mMc B TeyeHHE CYTOK.
IMoxazarenu nucnepcun unrepsana Q—7T (Q—1Td) co-
craswm 87 + 7,2 mc, Q—Tdc — 68 + 4,5 mc. Maxkcu-
ManbHOe yniuHeHue uHtepBaia Q—7Tc no 530 mc 3a-
(uKkcupoBaHO B yTpEeHHME Yachl, COIJIACHO aHAJIU3y
aKTUBHOCTU peOeHKa, B MOMEHT 3BOHKA OyIMIbHMKA
M TIOCJICAYIOIIETO 3BOHKA B IBeph (puc. 2). M3yuanuch
nokazaTtean Mean (cpenHee 3HaueHUe BceX R—R-uH-
TepBajoB, T. €. BeauuuHa, obpatHas cpegHeit YCC)
1 SDNN (cTaHaapTHOE OTKJIOHEHUE BCEX aHAU3UPY-
eMbIX R—R-MHTEPBaJIOB), KOTOPHIE OTPAXKAIOT aHAJIA3
cJeAyIoLIUX APYT 3a IpyroM UHTepBaJloB R—R. AHanus
NPOAOIKUTEAbHOCTU R—R-UHTEpBajia U MPOJOJIKU-
TeJbHOCTU UHTepBasia O— T HEMOCPeICTBEHHO B MO-
MEHT 3BOHKOB ITOKa3all PaCCUHXPOHU3AINIO MEXIY
6azoBoit YCC u pnaurtenbHOCThbIO MHTepBana O—7T —
Ha (poHe CHIDXKeHUS ITMHBI R— R-MHTepBaia (OTHOCH-
teabHoe yBeaunueHue YCC) oTMeuanoch yBeIuYeHUe
O—Tc 518 10 610 Mmc. B TeueHMe OCTaIbHOIO THEBHO-
ro BPEMEHM OTMeuajaach OTHOCUTEIbHO TMO3UTHUBHAS
Koppensunst cpegHero ypoBHsa YCC (Mean 734,5)

¢ TIPOJOJKUTENIbHOCThIO MHTepBana OQ—7. Takke oT-
MEUYEHO CHMXEHHUE CPEIHECYTOUHBIX IoKaszaTejeit
SDNN 1o 146 mc u pNNS50 1o 23,7 mc.

AHanu3 BapuabebHOCTU PUTMA CepAlla BBISIBUI
CHUKeHUME (PYHKIIMU KOHUEHTpauu putMma (rMSSD
45,6 Mc) B paHHUE yTpeHHME dYachl. LlMpKagHbIil MH-
JIeKC OBbLT pacCYMTaH KaK OTHOIIEHUE CpeaHeil THeB-
Hoii K cpenneit HouHoit YCC u coctasun 1,38 y. e.

KenynouykoBoil SKTOMUYECKOW aKTUBHOCTU HeE
BBISIBIIEHO. 3apeructpupoBano 108 Hamkemrymod-
KOBBIX 3KCTPAaCUCTOJ C Pa3JUYHBIMU WHTEpBaJaMU
CIICTUICHUSI.

Dxokapauorpaduyeckoe MccaeqoBaHUE HE Bbl-
SIBUJIO JWJIATAlIMK TIOJIOCTEM ceplilia, KiarmaHHOM Ta-
TOJIOTUM WM HapylIeHUI COKPaTHUMOCTM MMOKapia
JIEBOTO Xeayaouka. Juactonnueckass GyHKIUS 000UX
XKeJIyJIOouKOB coxpaHeHa. BhITIOT B mepukap He oOHa-
pyxeHn, ®B 68%.

Takum oOpa3oM, TIpM aHAMHECTUYECKOM 1 KITMHU-
KO-MHCTPYMEHTAJIbHOM OOCJIEIOBaHUM Y pedeHKa Obl-
JIO BBISIBJICHO YIJTMHEeHME MHTepBaia Q— 7, CHHKOITAJIb-
HbIe COCTOSIHUSI, XapakTepHblii DKI-nmaTTepH (aByX-
(hazubrit 3yder; 7), u3MeHEHUE TTOBENEHUS] MHTepBaIa
O—T niop peiictBUeM (hakTOpa, OOBIYHO MPOBOLUPYIO-
IETO CUHKOTIE Y MAIIUEHTOB C CUHIPOMOM YIJTAHEHHO-
ro uHtepnana Q— T 2-ro TuIa, U3BMeHeHue nokasaresiei
BPEMEHHOTO aHan3a BapruabeTbHOCTU PUTMa Cepliia
B paHHHUE YTpeHHHe 4Yachl Ha (poHe OpamauKapauu
U B MOMEHT JICMCTBUS TTIPOBOIIMPYIONIETO (haKTopa.
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[Tocne TiIaTeIbHOTO aHaAIM3a BhILIeyKa3aHHbIX pe-
3yJITaTOB B KAUeCTBE BEPOSITHOTO KaHAUAATHOTO TeHa
o1 npeayiokeH reH KCNH2. Tlposenena JIHK-aua-
THOCTHKA, B 7-M 3K30He reHa KCNH2 Bepuduumpo-
BaHa paHee He OIMCaHHasl HYKJICOTUIHas 3aMeHa,
MPUBOJSIIAS K W3MEHEHWI0O aMWHOKHWCIIOTHOU TIO-
CJIeMOBaTEbHOCTH — 3aMEHe JIM3MHA Ha acraparuHo-
BYIO KHUCJIOTY B ToJioxeHun 638 — myrtauuss K638N
(puc. 3). YunTsiBasi KIMHUYCCKYIO KapTUHY, 3Ty 3aMe-
HY MOXHO C OOJIbIIIOI Monell BepOSATHOCTU CUUTATh
MyTaluei de novo.

Haznauen o63unan B 1o3e 20 Mr x 2 pas3a B CyTKH,
naHaHTWH 1 Ta6i. x 3 pa3a B CyTKU MOI KOHTPOJIEM
cbIBOpOoTOUYHOTrO Kanus. Ha (hoHe aHTMapuTMHuecKoit
Tepanuu ObLUT JOCTUTHYT TepamneBTUYECKUN 3¢ GheKT
B BUJI€ YMEHBILIEHUS MTPOIOIKUTEIbHOCTA UHTEpBaja
O—Tu Q—1Tc va OKI mokos1, HopMamu3auust Mopgo-
sorum 3youa 7T (puc. 4). Ha ¢one npuema 6eta-0J10-
KaTopa ypoBEeHb IJII0KO3bl B KPOBU OCTABAJICS B TIpe/ie-
J1ax HOPMBI.

[Tpy TTOBTOPHOM CYTOYHOM MOHUTOPUPOBAHWU
OKI no Xonrepy Ha ¢oHe ImpueMa 0031ugaHa OTMeue-
HO HE3HAYMTEIbHOE CHIDKEHME IIMPKAJHOTO MHIEKC A
(mo 1,34) mo cpaBHEHUIO C NCXOIHBIM.

[Tpu ananuse BapuabeIbHOCTU PUTMa cepiala oo-
pamaja Ha ce0s BHUMaHIE HOpMaJIM3alus IToKa3aTe-
qneit SDNN (182,3) B coueTaHuud ¢ HOpPMaJbHBIMU
3HaueHusmMu Mean (814,5). MakcumanibHast TIpoIOJI-
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KuTeabHOCTh Q— Tc coctaBuia 430 MC B HOUHOE Bpe-
MsI, TIpY 3TOM HaAOJIIONaIach MIO3UTUBHAS KOPPEJISIIUS
IJITEIbHOCTU MHTepBaja O—T ¢ ypoBHEM IapacuM-
naruyeckoii aktuBHoct (pNNS0 37,3 mc). [Tokasa-
Tenu nucnepcuu uHtepBana Q—7T (O—Td) coctaBuau
68+7,2 mc, Q—Tdc — 54%3,5 mc.

I[Ipu mocnenyiolmeM MOHUTOPMHIEC MapKepoB
u (HaKTOpOB pHcKa, UMEIOIINX HeOJaronpusTHOE
MMPOTHOCTUYECKOE 3HAUCHUE Y OOJBHBIX C CUHAPOMOM
yIJIMHEHHOro uHTepBaja Q—7, Takux IMokasaTeneit,

Puc. 3. Cxema o-cyOobeqMHMIIBI KauueBoro kanana Iy,
konupyemoro reHoM KCNH2, ¢ ykazaHueMm Bepuduiim-
poBaHHoOM MyTaruu K638N
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Puc. 4. CuHycOBBIIf pUTM C 9aCTOTOW CepIevHBIX cokpameHuit 63 yn/mMuH, Q—7 390 mc Ha DKI mokost Ha doHe
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KaK yCTOMYMBAsi CUHycOBasl OpagvuKapausi, MHTepBa
O—Tc na DKI mnoxkos, npesbimamommii 460 mc, xe-
JIyTOYKOBBIE IKCTPACUCTOJIbI BBICOKUX Tpajalydii Imo
JlayHy, pUTMIHOCTh LIMPKATHOTO PUTMA, BBIIBICHO
He ObL10. bblna mpomoikeHa aHTMAapUTMUUYecKasl Te-
pamms ¥ IIpyUeM TIpeIapaToB Kajaus oI JUHaMUJeC-
KM KOHTPOJIEM, POIMTENIM O3HAKOMJIEHBI CO CITHC-
KOM TIpeIapaToB, MHAYLUHUPYIOIINUX VIVIMHEHNE MHTEp-
Bama Q—T.

BakHBIM MHCTPYMEHTOM, TTO3BOJISTFOIIM IIPEIITO-
JIOXKUTb MOJICKYJISIPHO-TEHeTMYEeCKUIA BapuaHT 3a00-
JIEBaHUS, SBASETCS TEPCOHAIbHBIM U CEMEWHBIN
aHaMHe3 3a0osieBaHMsI. PaKTOPHI, TTPOBOLIMPYIOIINE
CUHKOITAJIbHbIE COCTOSIHUS (B Clydyae CHMHKOMAIbHOMU
(opmBI 3a00IeBaHNST), M U3BECTHBIC OOCTOSITEIIHCTBA
CMEpPTU KPOBHBIX POJICTBEHHUKOB B CEMbSIX C CUH/I-
pPOMOM YIJIMHEHHOTO MHTepBaia O—7 Takke MOTYT
OBITh MCMOJIB30BaHbI IJi1 ()OPMUPOBAHUS HavaJbHOI
TUIIOTE3bl O MOJICKYJISIPHO-TEHETUUECKOM IPUINHE
3a00J1eBaHUsI.

IIpu cungpome ymiuHeHHOro uHTepBaga Q—T
2-TO TUIIa CUHKOMAIbHBIC COCTOSIHUS TIPOBOLIMPYIOT-
Csl pe3KUM 3BYKOBBIM cUTHajioM, Ha DKI mokost oTMe-
YalOTCSI XapaKTepHbIC HapYIICHUS pPenoIsIpU3alluu
(oTpuLaTeabHbIE, ABYropOble WM IByx(a3Hble 3y0-
oer 7) [1]. B Hammem ciyyae OTCYTCTBOBaJId aHAMHEC-
TUYECKME JaHHbIE O CBSI3M CUHKOIIE C MPOBOLUPY-
fomuMn  ¢akTopamu; xapaktepHbiii DKI'-maTtTepH,
BBISIBJICHHBIN MPU 00C/I€I0BaHMM, BO3MOXKHO, MMeEJ
TPaH3UTOPHBIN XapakKTep M He ObLT OTMEUeH paHee,
OJTHAKO €TI0 HaJTW4Y1e MO3BOJIUIIO MPEATIOI0XUTh TeHE-
TUYECKYIO MPUPOLy 3a00eBaHUS.

HanpHeiilee BHUMAaTEIbHOE U3yUYCHUE TTOBEICHUS
uHTepBaia Q—7T B MOMEHT JAEUCTBUSI OMpeneeHHOTO
TIPOBOIMpPYIONIETO (haKTopa M Ccpasy Mocie MpeKpa-
IIEHUsT BTOro JAEHCTBUSI TakKXKe TIpeaocTaBisieT WH-
(opmaiio 0 BO3MOXHOM 3aMHTEPECOBAaHHOM TEHE.
BeicTpoe yxyaiieHre penoisipu3alii B OTBET Ha pe3-
KWt CTUMYII (B HaIlIeM cIyJ9ae MM OKa3aJrCh 3BOHKM)
¢ mocienylleil HopMaau3aluein sBasIeTCsl 0COOEH-
HOCTBIO CUHAPOMA YIJIMHEHHOTO nHTepBajia Q— 7 2-ro
tuna. [TokazaHo, YTO UMEHHO Y ITallMEHTOB C 3TUM TH-
oM 3a0oJieBaHUS HAOMIOAAeTCs Pa3BUTUE CUHKO-
NaJIbHBIX COCTOSSHUM Ha HEOXWIAHHOE BO3MIECHCTBUE
(pe3kuii 3ByKOBOM pazapaxutenb) [1].

Y naumeHTOB ¢ CMHKOTIAJIbHOM (POPMOI1 OTMedaeT-
¢ TapajioKcalbHOE CHUXKEHUE BCeX MapaMeTpOB Bpe-
MEHHOTO aHajii3a BapuaOeIbHOCTU pUTMa Ha (hOHE
PUTUIHOUW CMHYCOBOM OpaguKapInu, YTO CBUAETEIb-
CTBYET O CCIM(UIHOCTH BEeTETaTUBHOTO MOPAKECHUS
C Npu3HaKaMy BereTaTMBHON JeHepBalMU cepilia.
PurnmHOCTh IMPKAaTHOTO PUTMA CO CHIKCHUEM IUP-
KaJHOro nHaekca MeHee 1,2 xapakrepHa aJisi 00JbHBIX
¢ HauOoJee TsKeol CMHKONaabHOM (hopmoii 3a00Jie-
BaHUS C MPOTPECCUPYIOIIMM TTOpPaXKeHUEM BaroCHM-
MaTUYECKON Peryysiliuu, 4TOo KJIMHUYECKU acCOLUU-

PYETCSI ¢ BBICOKMM PUCKOM Pa3BUTHSI XKU3HEYTPOKAIO-
mumx aputmuii 1 BCC [3, 6].

B namem ciyyae cHuxXeHMe Tokasarenss TMSSD
B paHHME YTPeHHHE Yachl MOXET CBUACTEIHCTBOBAThH
0 pocTe BereTaTMBHOM OJioKaabl cepaua. ITokasaresanb
rMSSD oTpaxkaeT cTeneHb pa3anuust TpoaOJKUTEb-
HOCTH JBYX COCEIHUX MHTEPBaioB R— R, 1 npu yBeIn-
YeHUHU 3TOI pa3HUIILI, HAIIpUMep, B caydae CUHYCO-
Boii aputmMuu, 3HadyeHuss TMSSD Oynyt 0ojiee BbICO-
KUMM. 3HaUUTeIbHOE CHIXKeHre TMSSD MoxeT ObITh
MIPOSIBJICHUEM pa3BUBAIOIIETOCS (DeHOMEHA «KacKama»
M acCOLMUPYETCS C Pa3BUTHEM XHM3HECYIPOKAIOIINX
JKEJTyTOYKOBBIX apUTMHUIA.

ITpu pa3nenbHOM aHaIM3e paHHEro Ieproaa CyToK
BBISIBJICHO YMEHBIIICHHE TTOKa3aTeneii Mean 1 yBesu-
YyeHue TMPOAOLKUTEIbHOCTH MHTepBaia O—7, B 3TOT
Xe Teprof 3aMKCUpOBaHA albTepHAIMsa 3youa 7.
[TokazaHo, yTo ajpTepHalys 3yo1a 7 yaie perucTpu-
pyeTcs B YTpeHHHE Yachl M BO BpeMs €€ BOSHMKHOBE-
HUSI HapyllaeTcsl CUHXPOHM3ALMs MEXIy 0a30Boit
YCC u npogokuTeabHOCTbI0 MHTepBasa O— T, yBe-
JIMYMBaAeTCsl BapuabeabHOCTh MHTepBaia Q—7, 4To
B 1IJIOM OTpakaeT BBICOKHMI YPOBEHB 3JICKTPUIECKOI
HecTtabuabHOCTM MUOKapaa [6]. Takxke ormedeHO
CHIXKEHHME KOPPEISLNU TTPOIOIKUTEIBHOCTH UHTEP-
Basia Q— T ¢ ypoBHEM ITapacHMITaTHIECKOM aKTUBHOC-
™ (cHIKeHre pNNS50) B 3auHTepecOBaHHBIN TTepUO,
BpeMeHH. TakuM 00pa3oM, aHaJIN3 TapaMeTPOB Bapu-
a0eJbHOCTU pUTMA y Hallell OO0JIbHON B paHHUE YT-
pEHHME Yachl 1 B MOMEHT JCICTBHS IIPOBOLMPYIOIIE-
ro hakTopa MOXXHO MHTEPIPETUPOBATh KaK CHUKEHHUE
BETCTaTUBHOTO KOHTPOJISI Hall IIPOIECCAMM PEITOJIs-
pHU3alLMH, 9YTO CIIOCOOCTBYET Pa3BUTHUIO XKU3HEYTPOKa-
IOLIUX aPUTMUIA.

JlaHHBIN cay4dail TIpeacTaBIISIETCS WHTEPECHBIM
B IUTaHE BO3MOXKHOCTEH OIpeleSicHUsI KaHINIaTHOTO
TeHa ¢ TTIOMOIIBIO 3IEKTPOKAPINOTrpaMIecKX MEeTO-
noB uccienoBaHus. Hanbosee 3HaYUMMBIMU TPUTTEP-
HBIMU (DaKTopaMy UISI KOPPEKTHOTO IIpeacKa3aHUs
B aHHOW CUTYallUM SIBWJIMCh peakiMsl MalueHTKH Ha
pe3Kuii 3BYK M OlLIeHKa IToKa3aTejiecii BpeMEHHOIO aHa-
JIN3a BaprabeJbHOCTU pUTMa Ceplla B paHHUE YTPEH-
Hue 4acel. [locnenyromasa JHK-nuarHoctuka mnomu-
TBepaWJIa HATUYME MyTalluM B TIPEATIOJIaracMOM T'eHe.
M3BecTHO, YTO TE€HBI, MyTallMM B KOTOPBIX TTPUBOIST
K Pa3BUTHIO IEPBUYHBIX APUTMUI, KaK IIPaBUJIO, MMe-
JOT 3HAYUTEIBHYIO TTPOTsSLKeHHOCTh. Hampumep, pas-
mep MPHK rena SCN5A npessiinaer 6 kb, MPHK re-
HoB KCNQI u KCNH2 coctaBnsieT okojio 4 kb [2].
ITpu 3TOM OTCYTCTBME YACTHIX MyTAalllii M 3HAYUTEITb-
Hasl MPOTSKEHHOCTh MHTPOHOB 3aCTaBJISIIOT aHATU3M -
pOBaTh KaXXObIil 5K30H C MPWJICTAIOIINMU HHTPOHHBI-
MU o0JylacTsIMU He3aBUCUMO. TaKoil IIOAXOJ, XOTS
1 00eCITIeYnBacT BO3MOXKXHOCTD BBISIBJICHUSI MYTaIIUiA,
MPUBOAMUT K 3HAYUTEIbHOMY YBEJINYCHUIO CTOUMOCTH
¥ BpeMeHU ncciienoBaHus. [1penBapuTeTbHEIN aHATN3



KPATKWE COOBLLEHUA 63

3JIEKTPOKAPAMOTpaMM MpodaHIa, paBHO KaK 1 CeMeil-
HOe 3JeKTpoKapauorpadpuieckoe oOCIeqoBaHNE,
BKJTIOYasi JOCTYITHBIX TaJIbHUX POJACTBEHHUKOB, ITOBbI-
IIaeT TOYHOCTh MIACHTU(UKAIIMN TeHOTHUIIA W CIIO-
COOCH yIPOCTUTh FT€HETUYECKOEe CKAHMPOBAHUE, €CIIU
TIPEITOIOXUTD [JIST HAYaJIbHOTO WCCIICHOBAHUST W3-
MEHEHUs B OIpeieIeHHOM T'eHe. MoJIeKyIIpHO-TeHe-
THYECKYI0 JUArHOCTUKY B HAIlleM cJlydae CJIeAyeT
CUYUTATH TIO3[HEH, TaK KaK 3a0o0JieBaHE MOTJIO OBIThH
BBISIBJIEHO paHee Ha ocHoBaHMU AaHHbIX DKI mpo-
OGaHma u oTuA.

XoJITepOBCKOE MOHUTOPHPOBAHKE MO3BOJISIET YC-
TAaHOBUTH 3HAYCHMST MaKCUMAJIbHOMN TIPOIOJIKUTEIb-
Hoctu uHTepBana O—T. I1pogomKuTeIbHOCTh UHTEP-
Basla Q— T, 10 TaHHBIM XOJITEPOBCKOTO MOHUTOPHPO-
BaHMs, He HOoJkHa mnpeBbimiath 400 mMc y gereit
paHHero, 460 Mc y aeTeil ToUIKoabHOro, 480 Mc y ne-
Teit crapiiero Bo3pacrta u 500 mc y B3pocabix [3]. Cre-
YT OTMETUTD, YTO KPUTCPUM YIUTMHEHUSI MHTEpBajia
Q—T (110 JTaHHBIM XOJITEPOBCKOIO MOHUTOPUPOBAHMST )
HEe BXONST B IMATHOCTMYECKHME KPUTEPHUH, IIPEIIO-
xkeHHbIe P. J. Schwartz (1985, 1993 1.). BaxkabiM moka-
3aTeJIeM, KOTOPBIi MO3BOJISIET OLIEHUTD IIPOTHO3 3200-
JIeBaHWSI, SBISIETCS AucIiepcusi uHTepBaga Q—T
(O—Td) u ee xoppurupoBaHHbie 3HaueHus (Q—7cd).
DTU mapaMeTpsl OTpaXkaloT He XapaKTepHCTUKU pa3-
JIMYHBIX MOJIEKYISIPHO-TEeHETUYECKUX TUITOB 3a00Jie-
BaHMS, a NPOTHOCTUYECKOE 3HAaUYeHUE KOHKPETHOM
MyTalllM, YTO MTO3BOJISIET OMPEIETUTHCS C MPEeUMYIIe-
CTBEHHBIM TEPAIeBTUIYCCKUM VI XUPYPTAUECKUM
HarlpaBJIeHUEM B JiedeHuHu ramuenTa [6, 7]. [Tokasare-
Jm aucnepcuu uHtepBasiia 0—7 10 W Tocje Hayaja
(apmakoTepanu TakKe TOBOPAT 32 MEIMKAMEHTO3-
HOE BeJIeHUe B HallleM cliyJae.

Jleuenue 3aboseBaHMsI 3aKJIOYAeTCs B Ha3Haye-
HUM 6eTa-0JJ0KaTOPOB C LEbI0 CTAOMIU3alUU UHTEP-
Baia Q—T W TIpenynpeXaeHNs KeTyIOUYKOBBIX apuT-
MU, UMIUTAaHTALMU JIEKTPOKAPAMOCTUMYJISITOpA ISt
KOHTpOJIST OpaguKapani, B TOM YHCJIC MEIUKaMCH-
TO3HO MHIYLIMPOBAHHOM, WM MMIUIAHTAUUU Kapauo-
BepTepa-aeuOpUIIISATOPa C HEJIbIO MPeayITPesKICHUS
>KM3HEYTPOXAIOLIMX KEeTyLOYKOBBIX apuTMuii. [Tpu-
onm3uTesbHO v 80% malyeHTOB OTMEYEHO CUMIITO-
MaThdeckoe obsieryeHue Ha (apmakorepanuu [5].
dapmakorornaeckast Teparist MOXeT OBITh He TOJTBKO
npodunakTndeckoii. [TokazaHo, 4To KOMOMHUPOBAH-
HOE UCITOJIb30BaHKe 0eTa-010KaTOPOB ¢ IperaparaMu
Kanusl (CIIMPOHOJIAKTOH, XJIOPHI KaausI) W Mperapara-
MM, OTKPBIBAIOIIMMHK KaJIMeBble KaHaJbl, MPUBOIUT
K 24% yxopoueHuio Q—Tc y malueHToB co 2-M U 6-M
TUIaMU CUHApPOMa yIJIMHeHHoro uHtepsaia Q—T'[5, §].

V Haleii mauMeHTKU Ha3HaYeHre OeTa-01oKaTopa
MO3BOJIMIO YMEHBIIUTh MPOAOIKUTEIbHOCTh UHTEP-
BanoB Q—T u Q—Tc. Kpome Toro, ObLJIO OTMEUYEHO
CHUXXEHME BBIPAXKEHHOCTU XapaKTePHBIX IJISI CUHI-
poMa yaarHeHHOro uHtepBana Q—7 2-ro TUIa Hapy-

weHuit Mopgosorun 3youa 7. [Ipyu 3ToM OBLIO BbI-
SIBJICHO COXpaHeHNE YaCTOTHOM 3aBUCMMOCTHA MHTEP-
Basla Q—T, KOTOpPBIA yKOpauuBajCs MpU ydallleHUU
CHHYCOBOTO pUTMa. B COBOKYITHOCTH BHIIICYKa3aH-
Hbl€ TIPU3HAKU SIBJISIIOTCS MPOTHOCTUYECKMU Ojaro-
MIPUSTHBIMM.

B koHIIe Halllero ucciaenoBaHusl XOTEJI0Ch ObI 3a-
METHTbh, YTO Y MAIIMEHTOB C BEISBICHHBIMU MYTallHs-
MM B OTBETCTBEHHBIX T€HAX JOJKHBI ObITh UHIUBULLY-
aJIbHO BBISIBJICHBI TIPEAUKTOPHI PA3BUTHST XKU3HEYTPO-
KAIOIIUX COCTOSIHUU M OMpeleicH PHUCK pPa3BUTHS
BCC B kaxmoM KOHKpPETHOM ciydae. B mepBuyHOM
0o0cemoBaHNN Ha Halndne (haKTOpOB PUCKa HyXIa-
I0TCSI TaKKe BCE KPOBHBIE POACTBEHHUKHU MpPOOaHA.
[MatmeHTHI, He OTHECEHHBIC B TPYIITY BHICOKOTO PHC-
ka mo BCC, y KOTOpBIX OTCYTCTBYIOT MMILIAHTUPO-
BaHHBIC YCTPOMCTBA, TEM He MEHEE, TOJLKHBI TUTEITb-
HOE BpeMsI HaXOIMThCSl MOJ HaOIIOACHUEM CIlelua-
JUCTOB. JIOCTOBEPHBINE KOHTPOJb 3(D(HEKTUBHOCTH
MpoPUIaKTUIECKUX KypCOB BO3MOXKEH TOJIBKO Ha OC-
HOBE MOHWTOPWHTA WHAIWBUIYAJIBHBEIX (DaKTOpOB
pucka BCC, BbISIBIEHHBIX y KaXXIOro KOHKPETHOTO
manyreHTa. JIMHAMWYECKUiT KOHTPOJb YHUKAJTbHBIX
IJIST Kaxkmoro 0oixpHOro MapkepoB pucka BCC 1o3-
BoJIsieT HauboJjiee 3(hGHEKTUBHO MPOBOIUTH KOPPEK-
LINIO TepaITHH.

TakTuka JiedeHUsT OblJla OCHOBaHA Ha CYILECTBYIO-
IIUX PEKOMEHAAINSIX C YISTOM WHANBUIYATbHBIX OCO-
OeHHOCTEe! MauueHTKU. JleBouka HyXIaeTcsl B IUHA-
MHWYECKOM HaOJIIOCHUY, BKITIOUAIOIIEM MOHUTOPUPO-
BaHME OCHOBHBIX MapKepoB pucka BCC. Heobxonnumo
MOJIEKYJISIPHO-TEHETUYECKOE 00CIe0BaHUE BCEX JIO-
CTYITHBIX YJICHOB CEMbU U OTIpEAC/ICHNE TeHETUIECKO-
rO pUcCKa Mpu MJIaHUPOBAHUU OEPEMEHHOCTE.

KinHuuyeckue mposiBIeHUs] CUMHAPOMA YIJIMHEH-
Horo uHTtepBaja Q— T B 3HaYUTEJILHOM YacTU CiIyvyaeB
HOCST TeHOCITeIM(pUUIeCKUil XapakTep, W Hambojee
3HAYMMBIMHU T1OKAa3aTeISIMU, TO3BOJISIIOIIUMMU Mpe.-
TTOJIOXKUTB MOJICKYJIIPHO-TCHETUUECKY0 (hopMy 3a00-
JeBaHus, sBisiorcss Mopdgonorus 3youa T Ha DKIT
1 (GaKTOPHI, IPOBOLUPYIOIINE CHHKOITATBHBIE COCTO-
ssHusA. OIHAKO KIMHUYECKUE TTPOSIBJICHUST pa3IMIHbIX
TeHETUYECKUX (POPM MOTYT MePEKPHIBATHCSI, BO3MOXK-
HBbI MaJIOCUMIITOMHBIE BapUaHThI TeUeHUs 3a00jeBa-
HUSI, M B HACTOSIIIEe BpeMsI KOPPEKTHAsI TMarHOCTUKA
IMOATUIIOB CHHApPOMAa YIJIMHEHHOTO MHTepBaia Q—T
MO-TIPeKHEMY BO3MOXHA TOJILKO TIPU YCJIOBUM MOJIe-
KYJISIPHO-TEHETUUYECKOTO TTOATBEPXKICHUS.

Hau6onbmM KauecTBeHHbBIM CBOEOOpa3ueM KJu-
HUYECKON KapTUHBI XapaKTepU3YeTCs CUHKOIATIb-
Has (popma cuHIpoOMa yaJMHEeHHOoro uHrepBana Q—7T
2-ro tuma. HecMoTps Ha BBISIBICHHBIC Pa3IAUMS
MEXIY MOJIEKYJIIPHO-TeHeTUUYECKUMU TUIIaMu 3a00-
JieBaHUS, TMOJOOHbBIE TMITIOTE3bl TPEeOYIOT 00s13aTeb-
HOIi BepubUKAIIUU MOJEKYISIPHO-TeHETUUECKUMU
MEeTOJIlaMU, TaK KaK HU OJWH U3 KJIMHUYECKUX, aHaM-
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HECTUYECKUX WM WHCTPYMEHTAJIBHBIX ITapaMeTPOB
He o0JyiafgaeT abCOIIOTHOM YyBCTBUTEIBHOCTBIO U CIIe-
LHU(GUIHOCTBIO.

Yucno M3BECTHBIX IT'CHOB, MyTalluM B KOTOPbIX

MPUBOJISIT K CUHAPOMY YUIMHEHHOTO uHTepBaia O0—7,
HETIpepBIBHO paciiupseTcsa. B HacTosimee Bpems T1o-
JIy4eHO OOJIBbIIIOE KOJMYECTBO AJAHHBIX O T€HOCHEIIM-
(pryeckrx 0COOEHHOCTSIX MpOTeKaHUs 3a00JieBaHUs,
pas3nuuHOi 3(P(PEeKTUBHOCTU pPa3HBIX KJIACCOB aHTU-
APUTMHUYECKUX TIPEIapaToB, MOKa3aHUSIX K XUPYpPrH-
YeCKOMY JICUCHUIO, pa3HOM CTEIeHU PUCKA Pa3BUTHUS
BCC. CoapyxecTBeHHOE onpeaesieHre CTeleHU puc-
ka BCC ¢ moMompo KIMHAYECKUX M MOJIEKYJISIPHO-
TeHEeTUYECKUX METOJ0B MCCleNOBaHUSI ITO3BOJSIET
CBOEBPEMCHHO HA3HAYWUTH JICUCHHE U M30eKaThb OC-
JIOXKHEHU, MPOBOAUTH MPOMUIAKTUKY KHU3HEYTPO-
JKAIOIINX apUTMUMA Y OOJBHBIX C JIATCHTHOM M Majlo-
CUMNOTOMHOM (hopMaMU 3a00JieBaHUSI.
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