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Cungpom OrgeHa — ynbTpapeakuii BapuaHT 3a60nesaHns C PUCKOM BHE3amnHOM CMepTH

(nepBoe onucaHue B Poccumn). KnuHnyecknii cnyyan

KomonsTosa B.H."2, Imutpuesa A.B.", 3aknsasbmunckas E.B.34, Vicnaros W.0.%, Makapos J1.M."2

BBepeHue. B ctatbe NpencTaBNEHO KIMHUYECKOe HabnioaeHue 3a peGeHKoM
C CUHAPOMOM YANIMHEHHOrO UHTEpBana QT 1 0COBEHHOCTSIMU CTPOEHUSI CKeneTa,
JimueBbiIMWU aHOMannaMn n yMCTBeHHOIZ OTCTaNoCTbto. TOT CMMMNTOMOKOMMNEKC
SBUNCS NPOSIBIEHVEM paHee He onvcaHHoro B Poccun 3abonesaHws, Hacnenye-
Moro X-cuenneHo — cuuapoma OraeHa, CBA3aHHOro ¢ mytaumen B reHe NAATO.
Kpatkoe onucaHue. MonekynsipHo-reHeTnyeckoe obcrneioBaHue NOATBEPAMNIO My-
Taumio (p.Tyr43Ser) B aTOM reHe, koTopasi Takke 06HapyXeHa y pofHOii CecTpbl 1 Ma-
Tepyu pebeHka. B npouecce HabnioaeHVs, BO BpeMs MPOBELEHNS Hapko3a Yy Masib-
4nka Npon3oLLna 0CTaHOBKa CepaLa, 06ycnoBneHHas peskoii Gpaankapaueit n acu-
CTONWEN, B CBA3M C YEM NaLWIEHTY MMMNAHTMPOBaH kapavoBepTep-aAedubpunnsTop.
Auckyccus. Crvnapom OrgeHa — 3aboneBaHne, aCCOLMMPOBAHHOE C MyTaLMsIMU
B reHe NAA10, KOTOPOE MOXET OCTaBaThLCS HEPACMO3HAHHLIM. BbipaxeHHble ncu-
XOHEBPONOrMYeCKNE CUMMTOMbI MOTYT ANMTENbHOE BPEMSI MACKMPOBATb Kapamo-
nornyeckune nposBieHns 3a6oneBava, BKJIO4aA CUHAPOM YANTMHEHHOro MHTepBa-
na QT, HapyLLeHUs pUTMa 1 NPOBOAUMOCTM, KOTOPbIE MOTYT NPOSIBASTLCS OMAaCHbI-
MW XN3HEYrPOXAIOLLMMU apUTMUSIMU 1 BHE3AMNHOW CMEpPTHIO.

KnioyeBbie cnoBa: cuiapom OraeHa, reH NAA 10, yonvHenve nitepsana QT, 6no-
Kaja nepegHein BETBM NEBON HOXKM nyyka Mca, yannHenue uHtepsana PR, ym-
CTBEHHAs OTCTaNOCTb, OCTAHOBKA cepaua.
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WKL, — vMmnnaHTvpyemblii kapavoBepTep-aedudpunnatop, CYUQT — cuHapom
yanvrHeHHoro nHTepeana QT, YCC — yacTtota cepaeyHbix cokpatienuii, KM —

anekTpokapauorpamma, 90C — anekTpuyeckas ocb cepaua.
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Ogden syndrome — ultra-rare disease variant with a sudden death risk (first description in Russia):

a case report

Komolyatova V.N."2, Dmitrieva A.V.", Zaklyazminskaya E. V.34, Islanov |. 0.3, Makarov L. M."2

Introduction. The article presents a case of a child with long QT syndrome, ske-
letal and facial abnormalities, and mental deficiency. This symptom complex was
a manifestation of an Ogden syndrome, previously undescribed in Russia X-linked
disease associated with a NAA10 gene mutation.

Brief description. Molecular genetic testing confirmed a mutation (p.Tyr43Ser)
in this gene, which was also found in the child’s sister and mother. During anes-
thesia, the boy suffered cardiac arrest due to severe bradycardia and asystole, due
to which a cardioverter-defibrillator was implanted.

Discussion. Ogden syndrome is a disease associated with NAA70 gene muta-
tions, which may remain unrecognized. Severe psychoneurological symptoms can
mask the cardiac manifestations of the disease for a long time, including long QT
syndrome and arrhythmias, which can manifest as dangerous life-threatening ar-
rhythmias and sudden death.

Keywords: Ogden syndrome, NAA10 gene, prolonged QT interval, left anterior fas-
cicular block, prolonged PR interval, mental deficiency, cardiac arrest.
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KnioyeBble MOMEHTbI

e Cunapom OrneHa — O4YeHb DPEIKOE, paHee He
onucaHHoe B Poccuum 3aboseBaHUE, KOTOPOE
CBsI3aHHO ¢ Tatojiorueii B reHe NAAIO u xa-
pakTepu3yeTcsl coueTaHUeM TCUXOHEBPOJIOTrhYe-
CKMX U CKEJETHBIX HapyIIEHUI W pa3IuyHbIMU
CepIEYHO-COCYIUCTHIMU U3MEHEHUSIMU, BKIIIOYAs
BPOXIEHHbBIE TIOPOKU CEpALa, KapAMOMUOIIATHAM,
HapyllIeHUs] pUTMa U MPOBOAUMOCTH.

* B HekoTophIX ciiyyasix cuHapoM OraeHa MOXET CO-
YeTaThCsl C CUHAPOMOM YIJIMHEHHOTO MHTepBaia
QT u ocTaHOBKO¥W cepalia.

BeepeHue

Cunnpom ymmrnHeHHOTo nHTepBanma QT (CYUQT) —
OIHA W3 CaMbIX YACTHIX KaHAJIOMATUM, BCTPEYAIOIINX-
¢ B IETCKOM BO3pacTe, OJUArHOCTUKAa KOTOPOTO CTPO-
uTrcs Ha Kputepusix P. Schwartz, OCHOBHBIM ITHarHO-
CTUYECKMM KPUTEPUEM SIBIISICTCS IIPOMOKUTCIBHOCTD
nutepBana QT [1]. CommacHo mpencTaBIeHUSIM O TeHe-
tuke CYUQT ot 75% 1o 95% BbISIBIEHHBIX MyTalLlMii
cocpenoTodeHbl B 3 ocHOBHBIX reHax KCNQI1, KCNH2
n SCN5A [2, 3]. JimTenbHO 3aHUMASCh 3TOi TIpobITe-
MO y meTeit, MBI BIIEPBBIC CTOJIKHY/INCH CO CIIydaeM CO-
YETAaHHOTO TEUYCHUS MHOXKECTBEHHBIX ITOPOKOB pPa3BH-
TUSI OIIOPHO-ABUTATEIbHOI crcTteMbl, Mo3ra 1 CYUQT,
KOTOPEIII COTIPOBOXKIAJICS HAPYIICHUEM ITPOBOIMMOCTHU
Ha snekTpokapauorpamme (DKI') m ocraHoBKoit cepaiia
C MOCJIEAYIONIEN YCIEITHON peaHuMaIuei.

Knununueckuin cnyyai

Masibuuk 9 JieT, OT XEHLUMHBI, CTPAJaloLIeil aJKo-
TOJIBHO# M HapKOTUYECKOI 3aBUCHMMOCTBI0. Pombl cpod-
HBIe, camocTosiTeTbHBIe Ha 40 Hemene. C poxXaeHUST Ha-
OJTromaeTcss HeBPOJIOTOM 10 TIOBOMY 3aIePKKM MOTOPHO-
IO U TICUXOPEUEBOr0 Pa3BUTHSI, YMCTBEHHOI OTCTAJIOCTH;
OPTOIEIOM II0 TOBONY CKOJIMO3a, AcdOopMallmi CTOIL.
C 4-x 1eT — KpaTKOBpEeMEHHBIC TIPUCTYITHI TTOTePU CO3HA-
HUs, TPOBOLIMPYEMEIC CTPEeCCOM 1 (DU3MIECKOM Harpy3-
KO, KyIIIPYIOIIAECs CaMOCTOSITEIbHO, PacllCHUBAINCH
KaK SIWJICTITUYeCKNe Tpunanku. [leprnomnmueckn Imory-
YyaJl aHTUKOHBYJIbCAHTHI, 0e3 a(pdpekra. Ciyyan BHe3al-
HO# CMEpPTH B CeMbe OTPHIIAIOT.

B nexa6pe 2020r r1py MAarHUTHO-PE30HAHCHOI TOMO-
rpacdun Ta300eqIPECHHBIX CYCTABOB IIEPEXKIUT OCTAHOBKY
cepama, IMocie YCIeITHON peaHnMAaIuy OOpaTUId BHH-
MaHue Ha yminHeHne mHTepBana QT Ha DKI. PebeHok
HaIlpaBJIcH Ha KOHCYJIbTalluio B LIeHTp CHMHKOMAIbHBIX
cocTostHU 1 cepaeunbix aputmuit @HKII nereit n mox-
poctkoB ®MBA Poccun.

IIpu ocmoTpe: pU3MIecKOe pa3BUTHE OUYECHb HU3KOE,
IUCTapMOHWYHOE ¢ aeduimToM Mmacchl (pocT 124 cw,

* Ogden syndrome is a very rare disease, previ-
ously undescribed in Russia, which is associated
with NAAI0 gene pathology and is characterized
by a combination of psychoneurological and ske-
letal disorders and various cardiovascular changes,
including congenital heart defects, cardiomyopa-
thy, and arrhythmias.

* In some cases, Ogden syndrome may be combined
with long QT syndrome and cardiac arrest.

Bec 19 KT), 3amepikKa IICUXIYECKOTO pa3BUTHS. MHOXeCT-
BEHHBIC CTUTMBI IN33MOpHoreHe3a (MUKpoledanmst, Hi3-
KO TIOCaXKeHHBIC YIIN, ITUPOKAs W TIOCKAasl IIEpeHOCHIIa,
TUTIEPTEIOPU3M, IMMPOKUE TepeaHne 3yObl ¢ OONBIIMMUI
TIPOMEXKYTKAMHM, HEITOHASI CUHIAKTIWINS 3 1 4 TIAJIbIICB;
CKOJINO03), MHOXECTBEHHBII Kapuec (puc. 1). ToHBI cepn-
I1a YeTKHe, PUTMUIHBIC, YACTOTa CepICIHBIX COKPAIICHUA
(UCC) 95 yn./muH, mymoB HeT. 2KUBOT MsATKMiA, 6€300-
JIE3HCHHBIN, TIeUYeHb IT0 Kpalo peOepHOI MyTH.

Ha DKI mokost — pe3koe OTKIOHEHUE IJIEKTPUUECKOI
ocu cepama (DOC) BreBo (yron a=-30°), cUHYCOBBII
put™m, YCC 94 yu./muH. PQ — 140 mcex. QRS — 90 mcek,
QT — 410 mcek, QTc — 522 Mcek, yMepeHHasT TaXd-
Kapmusi, 0J1oKama IepeaHeil BeTBH JIEBOIT HOXKM, YIUTH-
Henne nHTepBana QT (puc. 2).

ITpu X01TepOBCKOM MOHUTOPUPOBAHUN — CUHYCOBBIM
puUTM, yMepeHHas Taxukapaus, peakue (<1%) ommHou-
HBIC W TTapHbIC MOHOMOP(MHEIE KEITYIOYKOBBIC KCTpa-
cuctoisl, ymmuHeHue narepBaa QT (QT Ha MUHUMATB-
Hoit YCC 49 yu./mMuH — 592 MceK, cpemHeCyTOUHBII WH-
tepBast QTc — 524 Mcek). 3aperucTpupoBaHbl SITU30IbI
anprepHanuu 3youa T (u3meHeHue nosasipHOCTU T BOJIHBI
B CJICIYFOIIMX APYT 3a APYTOM COKPAIICHUSIX) — TPO3HBII
TIPEOBECTHHUK OITACHBIX JKEIYIOYKOBBIX apUTMHUIL (pHrc. 3).
ITo pesymbratam sxokapauorpacduy pasMephl Cepalia v Co-
KpaTUTeIbHAasI CITOCOOHOCTh B HOPME.

MomeKyIsIpHO-TeHETHIECKOE NCCICIOBAHNE BBISIBIIIO
mucceHc mytanuio p.Tyr43Ser B rene NAA 10 (BeposiTHO,
maToreHHas1, Kiacc IV) B TeMU3UTOTHOM COCTOSTHMU, KO-
Topas paHee ObIIa OMMCaHA Y MALIMEHTOB ¢ CUHIPOMOM
Orgena. JIpyrux maTONOrMIeCKUX MyTalldil y MallMeHTa
He BBISIBIICHO. KacKamHbIi ceMeIHBII CKPMHIHT BBISIBILT
HOCUTEIBCTBO 3TOM MyTallMd y MaTepd W KIMHUYICCKU
3I0POBOI1 cecTpHl 18 JIeT, MoOTBEepXKICHO KAITMJLISIPHBIM
cekBeHnpoBaHueM 110 CeHrepy (puc. 4).

Kiunuyeckuii 1uarios

Cungpom Ornena: CYUQT, cunkonaiabHasa ¢dopma,
penKast XKeJTyIouKoBast 9KCTPaCUCTONNSI, OJI0Kama mepe-
Hell BeTBU JIEBOIT HOXKHM Tyduka [wca, 3amepkka (husm-
YeCKOTO M TICUXNIECKOTO PAa3BUTHS, S-00pa3HBIi CKOJIM-
03 TPYTHOTO OT/eNIa TO3BOHOYHMKA.




KINMMHWYECKWE CNYYAN

Puc 1. ®oto naumexTa 9 net ¢ peakum BapmaHtom CYUQT.
MpumeyaHue: MHOXECTBEHHbIE CTUMMbI AMcamMbpuoreHesa (Mykpouedanus, HU3KO NOCAXEHHLIE YLK, LUIMPOKAs U Maockas nepeHocuua, rmnepTenopraM, Wnpokme
nepeaHuve 3y6bl, ¢ 60NbLUMMY NPOMEXYTKAMM, HENONHAsA CUHAAKTUANS 3 1 4 nanbLeBs; ckonnos). PoTorpadum AEMOHCTPUPYIOTCS C paspeLleHuns oTua.

Puc. 2. 3KI nokos manbuvka 9 neT ¢ peakum BapuaHtom CYMNQT.
Mpumeuanue: peskoe oTknoHeHne S0C Bneso (yron a=-30°), cuHycosblil putm, YCC 94 ya./mMuH. PQ — 140 mcek. QRS — 90 mcek, QT — 410 mcek, QTc — 522 mcek.
YMmepeHHasi Taxukapavs, 6510kana nepesHei BETBY IEBOI HOXKM Nyyka Mca, yaauHeHue nitepsana QT.

Jlunamuka 3a0osieBaHus O6era-anmpeHobsokaTophl B 1o3e 2 Mr/kr. Yepes 3 ro-
Ha mpotsiskenuu 3-x j1eT cocTossHue pebeHKa ocTa- ja, MpU JIEYeHUU Kapueca Toja oOIineil aHecTe3uei,
BaJoCh CTabUIbHOE, OOMOPOKOB HE OBLIO, TMOJIydaad pa3BUIaCh KpUTHUECKass OpaauKapaus M OCTaHOBKaA
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Puc. 3. MakpoanstepHauum 3y6ua T npy XonTepoBCKOM MOHUTOPMPOBaHUM y peberka 9 neT ¢ peakum BapuaHtom CYUQT. MocnenosatenbHOe 3MeHeHWe NoNsipHOCTM

3y6ua T (OT BLICOKOrO MOSIOXMTENIBHOMO A0 1y60KOro OTPULIATENBHOO).

I
1
. a 4 s B 4w I
o O
N/Mut 1

Puc. 4. PonocnosHas cembm.

Mut

MpumeyaHue: 300p0BbIE YNEHbI CEMbI 0003HAYEHbI He3akpaLLeHHbIMY durypamu, npobaHa, ¢ AmarHo3oM 0603HayYeH CnoLWwHbIM 3anofHeHnem. Yepes N 0603HaueHa
pedepeHcHas nocnenoBaTenbHoCTb, Mut — 3ameHa NAA10 NM_003491.4: ¢.128A>C (p.Tyr43Ser). Yepes kocyto 4epTy 0603Ha4EHO reTepo3nroTHoe COCTOSIHWE, NPO-

6aH[ — reMun3nroTHOe COCTOsIHUE.

cepana, IoTpeboBaBIIas peaHMMAIIMOHHBIX MEpPO-
mpustuii. [locie BOCCTaHOBICHUS CEpOCUHON mesi-
TeTbHOCTU KpoMe yanuHeHus natepsaia QT na DKI
IMOSIBUJIaCh aTPMOBECHTPUKYISIpHas OjioKaga 1 crere-
HU ¥ TpaH3UTOpPHAS TOJHAS OJI0OKama JICBOM HOXKU
nyuka l'uca (puc. 5).

IMocne mepeHeCEeHHOW OCTaHOBKM Cepilla ITallieHT
HaITpaBIIcH Ha ITOCTAHOBKY MMILIAHTHUPYEMOTO Kaparo-
Beprepa-neduodpmmiaropa (MK]), koropas mpoBeneHa
eMy B mekaobpe 2024r.

B mrocnenaee Bpems y pebeHKa MTOSBUIIACH TVTATAIIIS
JIEBOTO XeTyIouKa ¥ CHIKCHUE COKPaTUTEIbHOI CITOCo0-
HocTU MUoKapaa (ppaxuus Beiopoca 43-44%), B KpoBU
ITOBBICHJICST YPOBEHB TpomoHMHA | 1 N-KOHIIEBOTO PO~
MO3TOBOTO HATPUMYpPETUIECKOTO TENTHOA, B TEPAITHIO

Io0aBJICHBI MHTMONTOPHI aHTMOTCH3UHIIPEBPAIIAIOIIETO
(bepMeHTa ¥ CIMPOHOJIAKTOH.

Aunckyccus

IIpencraBneHHblii HAMU KIMHUYECKUM ciydyail WMH-
TepeceH couetanmeM CYUQT ¢ pasnmuuHBIMM Hapylle-
HUSIMU TICUXMYECKOTO pa3BUTUSI U MATOJIOTHE OMOPHO-
IBUTATEIbHOI CHCTeMBI. 3aHWMAasICb MHOTO JIET IIpO-
onemoit CYUQT, MBI He BCTpedyalanch paHee ¢ TAKUMU
0oJIbHBIMU. MBI Mpenmnoiarajiv, 4YTo 3TU U3MEHEHUS Cy-
ILIECTBYIOT Y TIallM€HTa B KOHTEKCTE HECKOJbKUX JUAarHoO-
30B, T.K. 0OCOOEHHOCTH €ro aHaMHe3a MO3BOJISUIM Mpel-
ToJIaraTh HaJn4me (heTaIbHOTO aJIKOTOJIBHOTO CHHIPOMA,
KOTOPBIA UMEET CXOXKIIT CUMITTOMOKOMITIEKC (Tpydoe JIm-
110, HapyIlIeHUE CTPOECHUST 3y0OB, BPOXKIEHHBIE MOPOKU

10
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Puc. 5. 3Kl manbuvka 12 net nocne BOCCTAHOBNEHWS CEPAEYHOI AeATeNbHOCTU.

NI RGN RN NN NS R S5y aNs RT7aN RTaNd R/aN 72 /N

MpumeyaHue: peskoe oTkoHeHne OC Bneso (yron a=-30°). CuHycoBblii putm, Taxukapaus, YCC 102 ya./muH. PQ — 200 mcek. QRS — 135 mcek, QT — 420 mcek,
QTc — 542 mcek, QTc (baracsH) — 533 mcek [4]. YMepeHHas Taxukapaus, nonHas 610kazfa neBoi HOXKM nyyka Mica, aTpmoBeHTpUKynspHas 6iokaga 1 ctenexu, yoam-

HeHue nHTepeana QT.

pa3BUTHSA, BKIIIOYAsI BpOXKICHHBIC IIOPOKHU CEepaIla 1 CKe-
JieTHble aHoMasiun) [5]. Ho BbIsIBIeHHAs1 MyTallvsl B TeHe
NAA10 mio3BoNIMIa HAM TIPEATIONIOXKUTE KpaitHe peaKuii,
paHee He ommcaHHbIT B Poccnu, denornmt CYUQT —
cunapom OraeHa.

Cunapnpom OrmeHa, TakKe M3BECTHBIM KaK CHHIPOM Ha-
PYIICHUS Pa3BUTHS HEPBHOM CHCTEMBI, SIBJISICTCST PEIKUM
TeHETUICCKUM 3a00JIeBaHEM, CBSI3aHHBIM C ITaTOJIOTUCH
B reHe NAAI(, TeHeTUYECKME TIOJIOMKHU ITPUBOIAIT K 1er-
Ty N-TepMUHATBLHOU aleTriiTpaHcdepassl. CHHIpOM
XapaKTepHU3yeTCs LIETbIM PSIIOM HEBPOJIOTUICCKUX CHM-
IITOMOB, BKJTFOUasi YMCTBEHHYIO OTCTAJIOCTh U CYIOPOTH,
3aIePXKKY TICUXUIECKOTO Pa3BUTHSI, BPOXKICHHBIC TTIOPOKHU
cepnna, runoToHuto u 1p. CuHapom OraeHa ObUT Ha3BaH
B YeCTh POTHOTO TOpoma IepBOil ceMbH, HaOIIOZACMOM
John M Opitz, ¢ X-clleIUIeHHBIM PELieCCUBHBIM 3a00J1e-
BaHMEM, XapaKTEePU3YIOIIMMCS paHHEH JIeTaTbHOCTBIO
M3-3a CTPYKTYPHBIX aHOMAJIWI Cepalia W/YUIM apUTMUIA,
TSDKEJI0H 3aIepKKOM pa3BUTHs, TIOCTHATAIBHOM 3aIepK-
KOI1 pocTa, IIporepueit ¢ YMEHbIIEHHOM ITOIKOXHOM X1 -
PpOBOI1 TKaHBIO U M30BITOYHON KOXel [6, 7].

CIreKTp KIMHUIECKNX MPOSIBJICHNII CHHIPOMa OYeHb
IIAPOKWIT, HAYMHAS OT TSLKEIIOro (DEHOTUIIA Y MYKIMH
¢ mytamusaMu p.Ser37Pro B rene NAA 10, nepBoHaYaIbHO
OIMMCAHHOTO KakK cuHapoM OraeHa, 10 0osee JIETKOM yM-
CTBEHHOM OTCTAJIOCTH, 00HAPYKMBaeMOIt KaK y My>KIMH,
TaK ¥ y XKCHIOWH. 3afep:kKa pa3BUTHS, MHTCIUICKTYaIb-

HBIE pACCTPOMCTBA SIBJISTFOTCST XapaKTePHBIMU TIpU3HAKA-
MU 00JIe3HM (a B HEKOTOPHIX CIyJasiX W eIMHCTBEHHBIM
MIPOSIBJICHUEM ), OMHAKO Y MHOTHUX TTAIIICHTOB BEISIBIISIIOT-
¢S ¥ pa3IMIHbIC CePICTHO-COCYIUCTHRIC TIPOSIBICHMS [7].
B onqHOM M3 HemaBHO OIyOJIMKOBAHHBIX 0030pOB OTME-
YaeTcs, 9YTO HapYIICHHST pUTMA CEPIIia Y TAKMX OOJTBHBIX
MOTYT IIPOSIBIIITHCSI KaK BHYTPUYTPOOHO, TaK M MaHU(De-
ctupoBaTh nocie poxaeHud [8]. Mx criektp — obmmp-
HbIii, KaK Taxu-, TaK U OpagruapuTMUU: CYyIPaBEHTPUKY-
JIIPHBIC WU XKETyTOUYKOBBIC SKCTPACUCTOIIBI, TAXUKAPIHS
"torsades de pointes”, aTpMOBEHTPUKYISIpHas OyoKama
1 crenenn, ymmmHenne nHTepBaia QT u np. Kpome Ha-
pYLLIEHUI pUTMa MOTYT ObITh BPOXXIEHHbIE TOPOKU CEPJI-
Ia: OTKPHITBIN apTepHaTbHBIA IPOTOK, Me(PEKThl MEX-
JKEJTYIOUYKOBOM M MEXITPEACEPIHON Teperopoaok, cTe-
HO3 JICTOYHOU apTepuy U Ip. DTU OMMCAHUS TTO3BOJISIIOT
MIPEIITOJI0XNTh, YTO BBISIBIICHHBIC M3MEHEHUS Y HAIIIETO
MaleHTa CYIISCTBYIOT B paMKaX eIMHOTO 3a00JIeBaHUS
NAAI0O cunapoma nim cuHapomMa OrmeHa.

B murepatype HaM BCTPETWIOCH JIUIITL OMHO HaOIIOme-
HUE 3a CeMbei, IIe Y ABOUX OpaTheB U MX MaTepu ObLIa
BBISIBJIcHa cxoxast mytanus (p.Tyr43Ser) B reHe NAAIO
[9]. Ha dororpadmusx aByx 6paTheB B 3TOM HCCIICIOBA-
HUU Te Xe JUIIeBbic aHOMAJINK, YTO 1 Y HAIIIETO IMallieH-
Ta. Y 000MX CBHIHOBEI 1 y UX MaTepu HAOII0JaJIOCh BhI-
paxeHHoe ymwmHeHre nHTepBama QT (QTc >500 mcek).
OmHoMy M3 OpaTbeB M €T0 MaTepd IIOCIIC OCTAaHOBKU
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cepnua umrmuiantuposad MKII. ¥V gpyroro Gpara BhISIB-
JIeHa TUTIePTpodrIecKast KapaIuOMHUOTIaTHs.

I'ene3 cepmeyHOlf HETOCTATOYHOCTH, HAOIIOTAEMOM
y HaIlleTO TIAIlMeHTa, OCTaeTCs HEesICeH, ¢ IepBhIC IIPO-
SIBJICHUSI BBISIBJICHBI TTOCJIC TIEPEHECEHHOI BUPYCHOI MH-
ek 1 MOIJIM CTaTh MPOSBICHNEM aKTUBHOTO BOCTIA-
JINTEJIFHOTO TIpoliecca B MUOKapae. B ¢Bs3u ¢ ueM ObLIO
OBI 11eJIeCO00pa3HO MPOBEICHIE MAaTHUTHO-PE30HAHCHOM
ToMorpadu cepaia, OMHAKO BBITOJTHEHHE €TO TpeOyeT
aHeCTe3WH, YTO OBIJIO HEBO3MOXKHO B CBSI3U C OCTAHOBKOM
cepmiia Ha (poHe Hapko3a. MBI HajeeMcsl, YTO 3TO CTaHET
peanbHO nocie umrutantauun MKII.

B omHOM M3 caMbIX KPYITHBIX 0030pOB I10 OlieHKe (DeHO-
TUNMYECKUX MIPOSIBIEHUI Y 00JBHBIX ¢ NAA 10 cuanpoMoM
IMOKa3aHo, 4To B 17,9% ciydaeB UMeJIOCh YIUIMHEHUE UHTEP-
Basta QTc, B TaKOoM e KOIM4IecTBE — MeheKT MEKIIpencep-
HoI1 mreperoponku, y 13,7% — nedekT MexKemTyTouKOBOi
reperoponku, y 9,5% — runeprpodudeckast KaparuoMuo-
MaTvsl U pa3ivudyHble HapylleHus putMa, y 6,3% — ciaydaun
octaHoBku cepama [10]. B aToif padoTe, Kak 1 B OOIBIIIITH-
CTBE IIPYTUX, 00CYKmaeTcsl BO3MOXHAsI OCTAHOBKA CepIlia
Y TaKUX MTALIMEHTOB TT0 TIPUYMHE TaXUKapIUY THTIA "torsades
de pointes". OgHako B HaileM ciaydae 3acMKCUpOBaHHAs
OCTaHOBKA Cepalia IMPOM30IILIA BCICACTBIEC ACUCTOINI, UTO
HE TUITMYHO HEe TOJIBKO TSI TAKUX OOJIbHEIX, HO U B IIEJIOM
st mauyeHToB ¢ CYUQT, reHe3 JTaHHOTO COCTOSTHUST OCTa-
eTcs 1T Hac He siceH. Bo3aMoxkHasg IIpramnHa — codeTaHMe
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