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PE3IOME

Heasn. IIpoBectn aHamm3 ¢GakTopoB, BIUSIONIMX HA SHTEPaJbHOE BCKAPMIIMBAaHHWE HOBOPO-
JKJICHHBIX C BpOXKICHHBIMU Mopokamu cepaua (BIIC), nepeHecmnx KapIuOXUpypruiaeckoe
neuenue. [lanuenTsl U MeTOBI. B iccnenoBanue BKitoueHb! 2 14 TOHOMIEHHBIX HOBOPOXKICH-
HBIX ¢ BIIC, KOTOpBIM BBIOIHEHO KapIHOXUPYPTUUYECKOe JieueHue: 63 pebeHKa ¢ mamTnaTuB-
Ho#t xoppekiueit BIIC u 151 pebenok ¢ pagukaiasHoi koppeknueir BIIC. AHamn3upoBaHbI
rapaMeTpsl TEUSHHsI PAHHETO TMOCIICOTePAlHOHHOTO TIepro/a, CPOKH Hadaja dHTEPaTbHOTO
BCKapMJIMBaHMSA U JOCTIKEHHUS TIOJTHOTO 00beMa CaMOCTOSITEIbHOTO MUTaHUs 13 Oy ThLIIOUKU
C COCKOI1, 4acTOTa rpyJHOT0 BCKapMJIMBAHUS, JUIUTEIbHOCTh TOCIUTaIN3auu. Pe3yabTarhl.
[Ipumenenue nckyccTBeHHOTO KpoBoooOpamenus (MK) Bo Bpemst onepanun acCOUUpOBaIOCh
¢ OorpIIIel ITUTETFHOCTHIO UCKYCCTBEHHON BeHTHIsAmH JierkuX (VMBJI) n mHOTpOMHOI Tepa-
UM [IOCIIE ONepalri. BeIsSBIeHBI TONOKHUTENbHBIE Koppensiuuu (1 > 0,6) MeXAy ATUTEIbHO-
cthio VIBJI, MHOTpOIHOM Tepanuu, JIUTEILHOCTBIO MPEObIBAHUS B OT/ICIICHUN pPEaHUMAIIUN
¥ CpOKaMH Hadaja MATAHHS U3 OyTHUTOUKH C COCKOH (B TOM YHCIIe 0e3 MOKOpMa depes3 30H).
Hosopokmennsie ¢ mammnaTuBHON koppeknuei BIIC 3HaunMo mo3ke MOTIIN cocaTh U3 OyThI-
JIOYKH, YeM JIETH C PAJAUKAILHOW KOPPEKIIMel: OTMeUYeHa OOJbIIas 4acToTa JIOKOpMa 4epes
30HI K MOMeHTY BbIuckd (15,7 % vs. 1,8 %, p = 0,0016), Gomnpluas TpoOAOIKUTEIEHOCT
npeObIBaHus B cTalmoHape. JleTH, KoTopsIM BhITIONIHEHA oniepatius HopByna, Obutr criocoOHBI
MUTAThCA W3 POKKAa B 3HAUMMO OoJiee MO3[HME CPOKH, YeM HOBOPOXKICHHEIE, TIEPEHECIINE
Ipyrue BB onepannii. 3akmaouenue. HoBopoxaenusim ¢ BIIC tpebyercs mepcoHuduIm-
POBAHHBINM MMOAXOJ K SHTEPATILHOMY BCKapMIIMBAHUIO B 3aBHCHMOCTH OT BHJIOB IEPEHECEH-
HBIX KapJUOXHPYpruiyeckux BMemaresnbcTB. dDakropamu, BIUSIONIMMHA Ha BCKapMIIMBAaHHE
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HOBOPOKJECHHBIX, ABIsUIUCH NpuMmeHeHue UK, nponomxkurensnocts UBJI u nunoTponHoii Te-
panuu mociie onepanuu.

KaroueBble ciioBa: BpOXKICHHbBIC TOPOKH CEPNIa, TUc(arisi, HCKYCCTBEHHOE KpOBOOOpariie-
Hue, oneparys HopBy/a, namuimaruBHast KOPPEKIHUS, MTUTAHUE HOBOPOXKICHHBIX, PaINKAITb-
Hast KOPPEKIIHSI.
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ABSTRACT

Objective: to analyze the factors affecting enteral feeding ability of neonates with congenital
heart defects (CHD) who underwent cardiac surgery. Patients and methods. The study in-
cluded 214 full-term newborns with CHD who underwent cardiac surgery: 63 children with
palliative correction of CHD and 151 children with radical correction of CHD. The charac-
teristics of the early postoperative period, the timing of bottle feeding with additional gavage
feeding, the achievement of the full volume of bottle feeding, the incidence of breastfeeding
after surgery, and the duration of hospitalization were analyzed. Results. The use of cardio-
pulmonary bypass (CPB) was associated with a longer duration of mechanical ventilation and
inotropic therapy after cardiac surgery. Positive correlations (r > 0.6) were revealed between
the duration of mechanical ventilation, inotropic therapy, of stay in the intensive care unit
and the timing of the bottle feeding ability (including without additional gavage feeding).
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Newborns with palliative correction were able to feed from bottle significantly later than chil-
dren with radical correction: there was a higher frequency of supplementary gavage feeding
by the time of discharge (15.7 % vs. 1.8 %, p = 0.0016), a longer length of stay in hospital.
Children who underwent the Norwood procedure were able to bottle feeding significantly later
than newborns after other types of surgery. Conclusion. Newborns with CHD require a per-
sonalized approach to enteral feeding, depending on the types of cardiac surgery undergone.
Factors influencing the feeding of newborns were the use of CPB, the duration of mechanical
ventilation and inotropic therapy after surgery.

Key words: cardiopulmonary bypass, congenital heart defects, dysphagia, enteral feeding of
neonates, Norwood procedure, palliative cardiac surgery, radical cardiac surgery.

For citation: Kaplina AV, Chugreeva ON, Zaretskaya YuB, Treskina NA, Pervunina TM, Petro-
va NA. Enteral feeding abilities of neonates with congenital heart diseases underwent cardi-
ac surgery — analysis of opportunities. Russian Journal for Personalized Medicine. 2023;

3(2):7-22. (In Russ.) DOI: 10.18705/2782-3806-2023-3-2-7-22.

Cnucok coxpamenuii: AWK — ammapart uckyc-
CTBEHHOT'O KPOBOOOpaIeH!sI, AHT. ajl. — aHTerpaj-
HbII mannuatuB, Ao — aopta, BIIP — BpoxieHHBIE
nopoku pas3Butus, BIIC — BpoXaeHHbIE MOPOKHU
cepaua, NUBJI — uckyccTBeHHAsi BEHTUIIAIMS JIETKHUX,
KoA — koapkranus aoptsl, JIA — nerounas aprepus,
MBTUI — wMoauduuupoBaHHBIH CHCTEMHO-JIETOY-
Heli wyHT 1o Blalock-Taussig, on. Ao — omnepauus
Ha aopre, on. All — omepanus apTepranbHOTO Mepe-
xmroueHuss, OPUTH — otnenenne peaHmmaIuu u WH-
TEHCUBHOH Tepanuu HOBOPOKAeHHbIX, [17K — mpaBblii
sxkenynouek, CI'JIOC — cuHapOM TUIONIa3UH JIEBBIX
oTaenoB cepana, TMA — TpaHCHIO3ULIMS MarucTpalib-
HBIX apTepuil.

BBEAEHUE

Y HOBOPOXICHHBIX C BPOXICHHBIMH ITOPOKAMHU
cepama (BIIC) mo u mocrne omepanuu CymecTBYeT To-
BBIIIIEHHBIN PUCK TPYAHOCTEW C KOPMIIEHHEM, 4acToTa
qucharud y 1eTed JaHHOU Ipynibl cocTasisieT ot 14 %
1m0 51% [1]. Hetu ¢ BIIC pa3nu4HbIX BO3PACTHBIX
TPYTI UMEIOT OOJBIIEe TPYIHOCTEH, CBSI3aHHBIX C DH-
TepaJbHBIM BCKapMIIMBAaHWEM, YeM WX 37I0POBBIE CBEp-
ctHuky [2]. [IpobnemMbl ¢ KOpMIIGHUEM UMEIOT Cepbe3-
HbIE MOCIEJACTBUA i1 KadecTBa ku3HHU Aeter ¢ BIIC
U UX CeMeH, TTOCKOIbKY OHHU BIHSIOT HA KPAaTKOCPOUHOE
W JIONTOCPOYHOE PAa3BUTHE HEPBHOM CHCTEMBI, CBS3aH-
HOE C POCTOM H IMTaHWEM, CEHCOPHOW peryIsiuei
U COLMAJIBHO-3MOIIMOHATIBHON CBSI3bI0 C POAUTEINSI-
MU U JAPYTUMH JTUIIAMH, OCYIIECTBISIONUME yXon [3].

[TprurHaAME HApYIIIEHUS SHTEPATHFHOTO BCKAPMITUBAHUS
y HoBopoxkIeHHBIX ¢ BIIC B mocneonepaiioHHOM Iie-
pHO/ie SBIAIOTCS, C OHOW CTOPOHBI — JTUCKOOPAMHALIIHS
cocaHusi U mioTaHus [4], ¢ APyrol — BBICOKast dHEP-
TOEMKOCTh TIpoIlecca COCaHus W (hu3MUeckass Harpys-
Ka, KOTOPYIO HMCIBITBIBAET PEOCHOK BO BPEMs COCAHUS
Ha (DOHE HEIOCTATOYHOCTU KpoBooOpaiieHus. Kpome
toro, netu ¢ BIIC u aucdarueit UMEIOT BBICOKUI PUCK
3a00J1€BaHN HIDKHHUX JABIXaTeNbHBIX MyTeH (ITHEBMO-
HUH, OPOHXUOJIHT, PECIIMPATOPHBIA JFCTPecC), CBI3aH-
HBIX ¢ acniupanueit [5]. HoBopoxknenusie ¢ BIIC umeror
Oosee BHICOKYIO MOTPEOHOCTh B SHEPTUH M HYy TPUCHTAX,
OJTHAKO HapyIIeHNE COCAHMA U TJIOTAHHA y JIeTeH 1mocie
KapHOXUPYPTUIECKUX BMEIIATEIBCTB MOXKET OTpaHH-
YUTh BO3MOXKHOCTH JOTAllUN HYTPHEHTOB.

Leanr umcciaenoBaHus: MpoBECTH aHalu3 (akKTo-
POB, BIUSIONIMX HAa XapaKTEPUCTHKHU IHTEPAIBLHOTO
BCKapMJTMBaHUs HoBOpokaeHHBIX ¢ BIIC, mepenec-
IIUX KapJAHOXHUPYPrUYeCcKOe JICUeHHE.

NMAUMEHTbI N METObI

Au3aiin uccaenoBanus. IIpoBeneHo perpocnek-
THUBHOE KOIOPTHOE HCCIICIOBAHUE XAPAKTEPUCTHUK FH-
TEepPaJIbHOTO BCKapMJIMBAHUSI HOBOPOXKIECHHBIX C KpH-
traeckumu BIIC, nepeHecmnx KapIuoXupypruoaeckoe
JICYCHHUE.

B uccrnenosanne BxiroueHb! 266 JOHOIIEHHBIX IETEN
¢ xkputnueckumu BIIC, ponusimmxcs B IlepunaransHoM
uenrpe ®I'BY «HMULL um. B. A. AnmazoBay M3 PO
B Teuenue yetripex JeT (¢ 1 staaps 2019 . mo 31 nexalps
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2022 1), KOTOPBIM BBITIOIHEHO KAPIHOXUPYPIUIECKOE Jie-
YeHHe B HeoHaTanbHOM reproze (¢ 0 1o 28 cyTok xu3-
un). Inarnoctuka BIIC npoBoauiacsk BpadoM-KapIuoIio-
TOM TIO Pe3yJbTaTaM 3XOKapAuorpadu Moclie POKIACHHUSI.

Kpurtepun uckiro4eHus: HaJIu4ue COMYTCTBYIO-
IUX BPOXKJIEHHBIX 1MopokoB pa3sutus (BIIP), Tpedy-
IOLMX ONEPATUBHOIO JICYEHUsI B HEOHATAJIBHOM TEpH-
one, BIIP wyemrocTHO-THIIEBON 00JIACTH, JETaIBHBIN
HCXOJ B IIOCTICONEPAllMOHHOM Hiepuoze. JJaHHbie HoBO-
POXACHHBIX C T€HETHMYECKUMHU cuHIApoMamu (n = 11)
MPENCTaBIEHBI OTAEIBHO, YUUTHIBAsI BOZMOYKHOE BIIH-
STHHE CHHAPOMa Ha CIIOCOOHOCTH K COCAaHHUIO U YCBOE-
HUIO SHTEPAITBHOTO MUTAHUS.

I I . CEPOEYHO-COCYOMNCTbLIE SABONTEBAHNA | CARDIOVASCULAR DISEASES

MeTonbI ncciaenoBaHusi. AHAITM3UPOBAHEI TaHHBIC
0 CpOKax M BHJAAX KapIUOXUPYPTUYECKOTO JIEUECHHS,
MIPUMEHEHUS arapara UICKyCCTBEHHOT0 KpoBooOpariie-
Hus (AVK) Bo BpeMst orniepannu, NI TEIbHOCTH UCKYC-
ctBeHHON BeHTW MK Jerkux (MBJI) m uHOTpOTTHOM
TEpaInuy B MOCIEONEPALIHOHHOM MEPUOJIE, TPOIOIIKH-
TEJILHOCTU TNpPEOBIBaHMSI B OTIEICHUHM pEaHUMAIWH,
BPEMEHH MEPBOTO KOPMIJICHHUS U3 POXKKa (OyTHUIOUKH
C COCKOH) C JOKOPMOM Hepe3 30HJ TOcJe Oleparni,
CpOKax Tepexoia Ha IMOJIHOE CAMOCTOSTEIBHOE THTa-
HHe 0e3 JoKopMa uepe3 30H/, AIUTEIbHOCTH TOCTIHTa-
mu3anu. CI0KHOCTh ONEpPaTHBHOTO BMEIIATEIhCTBA
OTICHUBAIACh IO TKase Aristotle score [6].

[loHoLWeHHbIE HOBOPOXAEHHBIE C KpUTMYEcKMMK BIC, nepeHeclumne KapAnOXMPYPruYECKoe NeveHne
8 HeoHaTanbHoM nepuoge (0-28 cyToK u3Hu), n = 266
(1 anBapa 2019 r. — 31 gekabpsa 2022 r.)

Y ¢ 3atbinoyHoe aHuedanouene (n=1)

s Atpesua nuwesoga (n=1)

e ATpesvA ABeHaAUATUNEPCTHOMN KULWKK (n = 2)

¢ MHOMecTBeHHbIe aTpe3uu Towen KMwKK (n = 1)
e Atpesun anyca (n=1)

WNcKno4eHbl B CBA3M C CONYTCTBYOWKUMK
BIP, TpebyrWwmMmMmM ONepaTMBHOro Ne4eHu1a
B HEOHaTanbHOM nepuoge (n = 6)

A 4

A

¢ CpeauHHas pacuienuHa teepaoro Heba (n = 1)
e AkpodaumanbHblit ausocTos (n=1)
¢ CuHapom 1-2 wabepHbix gyr (n=1)

McKknodyeHsbl B CBA3M ¢ BMP yenocTHO-
nvuesoit obnactm (n = 3) »

A4 Cungpom KopHenuu ge Naure (n=1)

CuHppom ypcyHa (n= 1)
Tpucomum (n = 2)

Cungpom Oy Nxopaxu (n = 4)
Cunpgpom Knsiindenstepa (n = 1)
CuHppom 3aBapaca (n =2)

PaccmoTpeHbl OTAE/1bHO B CBA3M
C HaNM4YMEeM reHeTUYECKoro cMHApPoOMa
(n=11)

v
e o o o o o

A 4

McKnoYeHb! B CBA3M € NeTanbHbIM
MCXOA0M B NOCNE0NepaLMoHHOM
nepuoge (n = 32)

Y

lpynnbl HOBOPOMXKAEHHDIX:
OcHOBHaA rpynna: AeTu, NepeHeclune naniMaTUBHYHO
Koppekumio BMNC (n = 63):
- ¢ npumeHennem AMK npu onepaumm (n = 51)
- bes npumeHeHuna AUK (n=12)
s [pynna cpaBHeHWA: AETH, NepeHeclure paguKanbHyo
Koppekuuio BMNC (n = 151):
- ¢ npumeHeHmem AWK npu onepaumn (n = 111)
- 6e3 npumereHus AWK (n = 40)

PopmupoBaHKe rpynnbi )
uccnegoBanma (n = 214) .

Puc. 1. 3tanbl popMUpoBaHUA BbIGOPKU
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Ta6nuua 1. Moarpynnbl HOBOPOXXAEHHbIX B 3aBUCMMOCTU OT BapuaHTa Kapauo-
Xupypruyeckoro nedeHus. Cpoku onepauum npepcTaBrieHbl B Buge meguatHbol [Q1-Q3]

CyTku | Aris-
Moprpynna, BMNC Onepauun HocTtyn onep. totle n
PapukanbHana koppekuusa BI1C:
1. Mopgrpynna neten ¢ onepaunsamMm Ha aopTe 6e3 AUK JleBocTO- 7 7 38
(on. Ao 6e3 AVK): POHHAA [4-11] [6-7]
3agHe-
- KoapKTauua - PE3EKLNA CYKEHHOIO YHacTKa aopThl | ¢ oo o
aopTbl/runonnasns ¢ bopMMpPOBaAHMEM KOCOIrO aHacToMO3a Topako-
Oyru aopTbl Mo TUMY «KOHeL,-B-KoHeL» (n=17) TOMUS
- runonnasusa - PEKOHCTPYKUUA OMNCTaNbHOW 4acTun
OuNcTanbHOM oyru Oyru aopTbl ayToTKaHAaMK (no Amato
aopThl B Mmogudukauum) (n=21)
2. MNopgrpynna geten onepaymaMn Ha aopte ¢ AUK CpepguH- 7 6,3 18
(on. Ao ¢ AVK): HaA cTep- | [6-11] [6-7]
HOTOMUSA
- rmnonnasusa oyru - PEe3€eKLMA CYXEHHOro y4yacTKa
aopTbl aopTbl, PEKOHCTPYKLMA Oyrv aopTbl
C ncnosib3oBaHmMem 3annatbl (n=9)
- KPUTNYECKUI - OTKpbITaA YpesaopTasbHas
CTEHO3 aopTasIbHOIrO | KOMUCCYPOTOMUSA aopPTasIbHOrO
KfanaHa knanaHa (n=7)
- repepbIiB oyru - yCTpaHeHune nepepbiBa Oyrn aopTbl
aopTbl coBCTBEHHbIMU TKaHAMUN (N=2)
3. MNopgrpynna geTten c onepauven aptTepranbHOro CpepguH- 6 10 84
nepekntoyeHns (C penmMnaaHTaumneln ycTbeB KOPOHapPHbIX HafA cTep- | [4-9] [10-
apTepuii) y AETEN C TpaHCMO3MLUMEN MarucTpasbHbIX apTePUin, | HOTOMUSA 11]
c AUK (on. A, ANK)
- npoctaa TMA, npouenypa PawknHoa B goonepauLnoHHOM
nepuoge (n = 36)
- TMA 6e3 npouenypbl PawknHpa B goonepaunioHHOM
nepuoge (n = 48)
MannwnatuBHasa koppekuuna BIIC:
4. Mopgrpynna geten ¢ $opMMpPoOBaHMEM NPaABOCTOPOHHEIO CpenunH- 11 6,3 21
MOOMNPULMPOBAHHONO CUCTEMHO-NEFOYHOIO WyHTa no Blalock- | Haa cTep- | [6-14]
Taussig ¢ AUK (MBTLU, ANK) HOTOMUA
5. Mopgrpynna geTten c aHTerpagHoni nannnaTueHom CpepguH- 12 8 14
KoppeKuwven npu atpesun knanaHa J1A, Tetpage @anno HafA cTep- | [6-13]
(MHbYHOMBYnakToMuA MM, TpaHcaHHYNApPHaA NiacTuKa HOTOMUSA
BbIxogHoro otaena N n cteona J1A), ¢ AUK (AHT. nan.)
6. MNopgrpynna poeten c onepauunein Hopeyga npu cuHopome CpenouH- 8 14,5 10
runonnasumn neebix otaenos cepgua (Cr0C), c AUK Hafa cTep- | [4-12]
(on. Hopeyaa) HOTOMWA

MannnaTyBHbIE KAPANOXMPYPrYeCKe BMewaTenbcTBa 6e3 npumeHeHusa ANK (n=12): bopMuposa-
HMEe MOANDULNPOBAHHOIO CUCTEMHO-NEroYHOro WwyHTta (n=4), cyxnBaHue cTBosa NEro4YHon apTepumn
(J1A) maneTol (N=6), MMNNaHTaLMsA CTEHTa B OTKPbITbIN apTepuanbHbli MPOTOK W pasaesibHOe CYXuBa-
Hue BeTBel J1A (n=2). CyTKIM onep. — CYTKU NU3HW, KOrOa NpOBEAEHO KAapONOXUPYPTrNYECKOE NeYeHune.
Arirstotle — 6annbl no wkane Aristotle score.
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[onpITKHM HavYaJ1a BHTEPATIBHOTO MU TAHUS U3 POXKKA
(OyTBIIIOUKH C COCKOH) B MOCJIEONEPAIMOHHOM IIE€PHO-
Ji¢ TIPOBOAMIIUCH Y HOBOPOXKACHHBIX MPH OTCYTCTBUH
pecnupaTopHO TOAAEPKKH, OTCYTCTBHH TaXHUITHO?,
CTa0MIBLHOCTH TEMOAMHAMHUKH (CTaOMIIBEHOM apTepH-
aJBHOM JaBJICHUU 0€3 MHOTPOIMHOW Tepanuu, OTCyT-
CTBHH 3I1M30/10B alTHOJ, IeCaTypally B TIOKOE, a TAKKE
OTCYTCTBHH JIecaTypallii BO BpEMs COCaHUs), yCBOE-
HUU SHTEPAIbHOIO NUTaHUS. | OTOBHOCTH K IUTAHUIO
U3 POXKKA ONpeNesulach MPH HAJIMYUU COCATEIbHOrO
pedrekca, CHOCOOHOCTH K COCAaHUIO MTYCTHITIKH.

Craructiyeckass 0o0pabOTKa JaHHBIX MPOBOJMIIACH
nipu oMoty porpammbl GraphPad Prism 6.0 (GraphPad
Software, Inc., CILIA). [y aHamm3a HOMUHATHBHBIX JaH-
HBIX NPUMEHSJICS TOYHbIM Kputepuil duinepa, aHanms
KOJIMYECTBEHHBIX JAHHBIX MPOBOIMIICS MPU TIOMOIIN He-
rnapaMeTpuueckoro kputepusi ManHa-YutHu. JlaHHbIe
NPEJICTaBICHbl B BHJEC MEAWAaHBl M MEKKBAPTHUIILHOTO
unTepBana [Q1-Q3, BkimounTenbHO |. Pesynsrarsl cunTa-
JIUCh CTaTUCTHUYECKH 3HaYMMbIMU 1TpH p < 0,05.

[IpoBenen aHanmu3 KOPPETALMOHHOW MaTpPHIIbI
(k03 dunuentsr koppensiuu  CriupMeHa) TpH  110-
MOIIIM TIporpaMMHOT0 obecriedeHuss R Bepcum 4.2.2
(R Core Team, 2022) ¢ npuMeHEeHHEM TTAKETOB “COTTr”,
“reshape2”. Busyanusamusi JaHHBIX MPOBEAEHA IPH
oMoty nakera “ggplot2”.

BNC

1e, KOTOpPbLIM B nan HBHaA

FHER

0AC; 1; 2%

ABH 23% EMANIKI; 1; 2%

EX+A.muTp.kn.; 2; 3% Terpaga Panno; 5; 8%
EMi+HoA; 4; 6%
ANA [ cr.NIA; 19; 30%
CrNoc; 12; 19%

BOC Ni+crIA; 2; 3%
D-TMA+cT.BO/I; 4; 6%
A.mwmycen. wn.; 3; 5%

EMi+cr.1A; 5; 8% L-TMA+cT.N1A; 3; 5%
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PE3YJIbTATblI NCCJIEAOBAHUA

1. ©opmuposanue 8b160pKU UCCIEO08AHUS

B pesynbrate coOmroneHUs KPUTEPUEB HCKIIIOYE-
Hus chopMupoBaHa BeIOOpKa u3 214 nereit (puc. 1).

Ha mnepBom »sTane HOBOpOXKJEHHBIE pa3AeieHbI
Ha TPYIIBI B 3aBUCUMOCTH OT BHJIa KapAHOXUPYPrH-
4yecKoro JiedeHus (coorBercTBeHHO anaromuu BIIC):
OCHOBHYIO T'PYIIITy cOCTaBIIH 63 peOeHKa, KOTOPHIM
BBITNIOJTHEHA NajuiMatuBHas koppekuus BIIC, rpynma
cpaBHeHHS — 151 pebeHOK ¢ pajMKanbHOW KOppeK-
nueit BIIC. B rpynmax BbIJesIeHBI MTOATPYIIHI AeTel
B 3aBHCHMOCTH OT nmpumeHeHus AWK Bo Bpems kap-
JUOXHUPYPIUUYECKOTO JICUCHHUSL.

Ha BTOpOM 3Tame ¢ menbi0 MepcOHU(PHUIHPOBAH-
HOMW OIIEHKH BJIMSTHUS ONEPAaTHBHOIO JICYEHHS Ha BO3-
MOYKHOCTH DHTEpAJHbHOTO BCKapMIIMBAHHS HOBOPO-
KICHHBIX OTHENBHO C(OPMHUPOBAHBI OATPYIIIIEI
HOBOPOXICHHBIX B 3aBUCHMOCTH OT BapHaHTa Kapau-
OXUPYPruvecKoro jgedeHus (Taom. 1).

B rabnune 1 npencTaBieHbl OCHOBHBIE BHIIBI Kap-
THOXHUPYPTHIECKUX orepanuit y 184 mereii. HoBopo-
XKICHHBIE C APYTUMHU Pa3InYHBIMU OnepanusmMu (n =
30) He BKJIIOYEHBI B IaHHBIC OATPYIIIIBI B CBS3H C I'e-
TEPOreHHOCTHIO BUJIOB ONIEpalliii.

HoBopomaeHHbI

KOTOpPbLIM BE HaA Koppexuua BNC
ANMN; 2; 1%

wn.crJIA; 1; 1% ABK; 1; 1%

Mutp. cr.; 1; 1% TARB; 1;1%

CocyaucToe KOAbLO;

NMepepsis gyrn Ao; 2; 1%
pepsis gy 1 1%

cT.Ao kn.; 7; 5%

Hoapxrauma aopres; 8; 5%

Munonn. gyrm Ao; 38; 54 55%

Anomanwa Tayccur-Bunr; 5; 3%

Puc. 2. BpoxaeHHble NOPOKMU cepAaLa HOBOPOXAEHHbIX OCHOBHOM rpynnbl U rpynnbl
CpaBHEHU!A, KOTOPbIM BbINOJIHEHO KapAUOXUpypruiyeckoe seyeHme B HeoHaTaslbHOM
nepuope. OTTeHKaMm KpacHoro uBeTta nokasaHbl BI1C ¢ oyKTyc-3aBUCUMbIM CUCTEMHbIM
KPOBOTOKOM, OTTEHKaMm cuHero uBeta — BINC ¢ AyKTyc-3aBUCUMbIM JIEFOYHbIM KPOBOTOKOM

CokpaleHna: EX — eguHcTBeHHbIN wenygo4ek cepgua; OMMHIT — nedbexT mexxenyno4Kkosoi nepe-
ropogkun; AJTIA — aTpesus fiero4yHon apTepun; cT. JIA — cTeHo3 nero4vHon aptepuun; TMA — TpaHcnosu-
LMAa MarncTpanbHbix apTtepuin; cT. BOJTK — cTeH03 BbIXOOHOr0 OTAENa NEBOIr0 Xenynodka; A. Tpukycn.
K. — aTpes3uns TpuKkycnupanbHoro knanaHa; JOC MK — oBoiHOE OTXOXAEHMNE COCY,0B OT MPaBoOro Xe-
nypouka; CI'J10C — cnHppom runonnas3nmv neBbix oToenos ceppua; KoA — koapKTaumsa aopTbl; A. MUTP.
KJl. — aTpe3ns MUTpasibHOro KnaraHa; MUTp. CT. — MUTPasibHbIA CTEHO3; CT. Ao. Kn. — cTeHo3 aopTarb-
HOro KJjlanaHa; runons. gyrn — runonnasua gyrun aopTbl; TALJIB — ToTanbHbIl aHOMasbHbIA OpeHax
neroyHbix BeH; ABK — aTproBEHTPUKYNAPHbIA KaHan.
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2. Xapaxmepucmuka epynn HO80POHCOEHHBIX

['pynmel nanieHTOB CONOCTaBUMBI 110 CPOKY T'ecTa-
LUK, Macce Teja MpHU POXKICHUHU, OaljaMm MO IIKale
Amrap Ha 1 u 5 MunyTax *xu3Hu. OnepaTnBHOE Jiede-
aue BIIC y geTelt, KOTOPBIM BBITIOJHEHA TaTHATHB-
Hast KOPPEKIUs, TPOBOAMIIOCH B O0JIee TIO3/THHAE CPOKH.
OnepaTuBHBIE BMELIATEIbCTBA Y HOBOPOXKJIEHHBIX,
KOTOPBIM BBITIONIHEHA pagukaibHas koppekuus BIIC,
nMenu Oosee Bblcokue Oajuibl mo mkajie Aristotle
score (ITKana, MpUMeHseMas sl ONEHKH CIOKHOCTH
KapIUOXUPYPrUuecKuX BMEIIATENbCTB). XapaKTepu-
CTHKA MAIMEHTOB MpeACTaBjeHa B Tabaume 2.

Bapuanter BIIC y HOBOpPOXIEHHBIX OCHOBHOM
CPYNIbl U T'PYIINbl CPAaBHEHUS MPEICTABICHBI HA PU-
CYHKeE 2.

3. Ocobennocmu meyenusi panHe20 NOcieonepa-
YUOHHO20 Nepuood U XapaKxmepucmuru SHMepaibHo20
BCKAPMIUBAHUSI HOBOPOIICOECHHBLX

HoBopoxaeHHBIM, KOTOPBIM MPOBOAMIIOCH Kap-
JUOXUPYPTHUECKOE  JICYCHHE C  [PUMEHCHHEM
AWK, tpeboBanace Oompimas AauTenbHOCT, MBJI
M WHOTPOIHOW Tepamuu IOCJC OMepanuu, OObInas
MPOAOIKUTEILHOCTh MPEOBIBAHUS B OT/ICICHUHU pea-
HUMAIIMM U WHTCHCUBHOW TEpPaIlMi HOBOPOXKJICHHBIX

(OPUTH) B cpaBHEHMH C JETbMH, ONEPUPOBAHHBIMH
0e3 mpumenennsi AUK (kak B OCHOBHOH Tpyrine, Tak
W B IpyIIIe cpaBHeHus1) (Tadm. 3).

OTMeueHBl 0COOCHHOCTH YHTEPATEHOTO BCKAPMITH-
BaHUS y JIeTeH, MEPEHECIINX NaJJIMAaTUBHYIO KOPPEK-
uuto BIIC. HoBoposkeHHbBIE, KOTOPBIM MPOBOJUIIACH
najutnatuBHas koppekuus BIIC ¢ AUK (B cpaBHeHun
¢ neTeMHu ¢ pagukanpHoi kKoppeknuer BIIC ¢ AUK),
3HAYMMO I03KE MOIJIM COCaTh U3 POKKa 0e3 JoKopMa
yepes 30H] (puc. 3), uM TpeboBascs OONBIINK CPOK
OT Hayajla MUTaHUS U3 POXKKa J0 Mepexoia K CaMoCTO-
ATEIBHOMY SHTEPAJIbHOMY BCKapMJIMBaHHUIO 0e3 Jo-
Kopma gepe3 3087 (Tada. 3). HOBOpOXKIeHHBIM C ITaJi-
nuatuBHOU koppekuuei BIIC ¢ AUK 3naunmo yarie
TpeboBaJicsi TOKOPM 4epe3 30H] Ha MOMEHT BBIITHCKH
(15,7 % vs. 1,8 %, p = 0,0016), BoIsiBICHA OOMBIIAS
MPOAOKUTENBHOCTh MTPEeOBIBaHUS B CTAllMOHAPE TIO-
CcJle Ollepalii B CPAaBHEHUH C JETbMM, KOTOPHIM BbI-
nojHeHa paaukaibHas koppekuus BIIC ¢ AWK (32
[22-50] vs. 25 [21-33], p = 0,0024).

Mexay noarpynnaMy JeTeu, NepeHecnx najln-
atuBHYI0 Koppekiuto BIIC kak ¢ mpumenennem AUK,
tak u 6e3 AWK Bo Bpems orepariii, OTCYyTCTBOBAJIH
3HAYMMBIE Pa3IM4Msl MO CPOKAM Hayajla MUTAHUS U3
pO’XKKa C JIOKOPMOM dYepe3 30H]I, BpEMEHHU Iepexoia

Ta6nuua 2. CpaBHeHME rpynn HOBOPOXXAEHHDbIX MO UCXOAHbIM XapaKTepUCTUKaM

OcHoBHafA rpynna, | Mpynna cpaBHeHus,

MapameTpbl h =63 n =151 o]
lecTaunoHHbIN Bo3pacT (MegunaHa, [IQR]), 39,9 [39,0+40,3] 39,7 [39,0-40,0] 03693
Heaoenu
E‘Qa;?)a :e”a npy porkAeHUm (Meanara, 3345 [2 943-3645] | 3365 [3 065-3 700] | 0,4593
Cpoku onepaunn (Megnana, [IQR], cyTkn 10 [6-14] 7 [5-10] 0,0016
HNBHU
3BYP y pebeHka, n (%) 6 (9,5 %) 13 (8,6 %) 1,0
Manbuyuvku, n (%) 37 (58,7 %) 90 (59,6 %) 0,8761
OueHka no wkane Anrap, 1 MnHyTa . .
(Meamana, [IQR]) 7 [7-7] 7 [7-71 0,9366
OueHKa no wkane Anrap, 5 MyMHyTa 8 [8-8] 8 [7-8] 0.0292
(mepwana, [IQR]) ’
LOykTyc-3aBucumble BIC, n (%) 59 (93,7 %) 142 (94,0 %) 0,8265
Max. o,o03a annpocTaguna o ornepaumm 30 [20-30] 30 [15-30] 0.6450
(mepgunaHa, [IQR])
Aristotle (MegunaHa, [IQR]) 6,3 [6,3-8] 10 [7-10] 0,0008

MpumevaHne: 3BYP — 3apepxka BHYTpUyTPOOGHOIro passBunTumA.
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Ta6nuua 3. MapamMeTpbl Te4EeHUA NOCsIEONEPaLUOHHOIO NeprMoaa U XapaKTepUCTUKKU
3HTepasibHOro BCKapMJIMBaHUA HOBOPOXA,EHHbIX

OcHoBHasnA rpynna, Fpynna cpaBHeHMA,
h =63 b och. n =151 o cp. P OCH. Vs. cp.
MapameTpbl onep. onep. (AUK vs. onep. onep. (AUK vs.
AVIK, |6esAUK, 6€3ANK)| aApk | 6es AMK, 683 AVIK) [ Apk | 6es AVK
n =51 n=12 n =111 n =40
OnutenbHocTb VIBJT, cyT. _ _ " _ _ < "
/o 5[3-7] 2[2-3] | 0,0035 4 [2-6] 1[1-2] 0,0001* 0,1056 | 0,0007
[OnnTenbHOCTb MHOTPOM- _ _ . B B < *
HO# Tepanum, GyT 4[3-6] | 3[1,3-4] | 0,0268 4 [2-5] 1[1-2] 0,0001* 0,5736 | 0,0144
OTcpoyeHHOe 3aKpbiTre o1 48
CTEPHOTOMHOW paHbl, o 0 - o 0] -- 0,8650 ==
n (%) (41,2 %) (43,2 %)
Hauano 3f1 nocne 2(1-3] | 1[1-2] | 0,789 | 2[1-2] | 1[1-2] | 0,0038* | 0,4933 | 0,5962
onepauuu, cyT. n/o
Hauvano 3N 13 poxka <
(c pokopMoM 4epes 11 [6-18] | 7 [3-13] 0,1566 | 9 [5-14] 3[2-5] 0.0001* 0,0995 | 0,0316*
30HA), CYT. N/o ’
Ol 4epes ayopeHans- | 5 g g o) 0 1,0 | 2(1L5%) 0 1,0 0,1800 -
HbI 30HA, N/0, n (%)
OnntenbHoCTb <
npebbiBaHna B OPUTH, | 8[6-14] | 6[5-9] | 0,0536 | 7[5-12] | 4[2-6] 0.0001* 0,4909 | 0,0105*
cyT. n/o y
CpbirnBaHus n/o 8 3 o 2
AAMTENbHO, N (%) (15.7 %) (25 %) 0,4249 | 8 (7,2 %) 5 %) 1,0 0,1532 0,0739
MpOMEXYTOK BpeEMEHM
oT Ha4dana 3l 13 poxkka
C OOKOPMOM 4epes 30HA, | 7 [3-12] | 5[1-12] 0,4137 5[2-8] 3[1-6] 0,0291* | 0,0341* | 0,6903
00 3l ToNbKo N3 poXKa,
CYT.
3l ToNbKO N3 POXKKa, 20 12 14 7 < "
cyT. /o [13-30] | [5-35] | %2616 | (10-21] | [4-14] | o,0001+ | 90%244" | 0,1150
1-30HA,
[loKOpM Yepes 30HA, Npu 1-ractpo-
8 (15,7 %) | 1(8,3 %) 1,0 cToMa 1(2,5 %) 1,0 0,0016* | 0,4118
BbInuncke, n (%) (061
1,8 %)
MepeBopg Ha COBMECTHOE 0 15 15 1
Y, * *
npebbiBaHVE C MaMoW, [14-29] [14-21] 0,1325 [11-21] [8-17] 0,0030 0,0004 0,0507
cyT. n/o
Mornu cocatb U3 rpygu 7 31 15
*
ﬁ E/;/O)MeHTy BbIMUNCKW, (13.7 %) 0 0,3292 (27.9 %) (375 %) 0,3169 0,0711 0,0112
(o)
OnntenbHoCTb
32 15 25 19 . .
npebbiBaHWsA B [22-50] [14-31] 0,1999 [21-33] [14-26] 0,0007 0,0024 0,0525
cTauumoHape n/o, cyT. n/o

KonnyecTBeHHble OaHHble NpencTaBneHbl B Buge Megmanol [Q1l-Q3]. CokpaweHus: * — p < 0,05;
onep. — onepauus; AVIK — annapaT nckycctBeHHoro KpooobpaueHus; VIBJ1 — nckyccteeHHasa BeHTU-
NAUNA Nerknx; cyT. n/o — cyTKu nocne onepauyuu; Il — sHTepanbHoe nutaHue; OPUTH — otoeneHue
peaHnMaunm N UHTEHCUBHOW Tepanuy HOBOPOXAEHHDbIX.
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Ha BCKapMJIMBaHUE U3 POXKKa 0€3 JOKOpMa yepes3 30H.
Bonee memyienHoe cocanue, yToMIsieMOCTh pH (pusu-
YecKOl Harpyske, CBSI3aHHOM ¢ cOCaHUEM, Y HOBOPO-
JKJCHHBIX, BEPOSITHO, MOTYT OBITH OOYCIIOBIICHBI Cep-
JIETHOW HEIOCTAaTOYHOCTBIO, THITIOKCEMUEHd Ha (oHe
HEJJOCTAaTOYHOCTH KPOBOOOpAIIEHUSI B CTPYKType
najuinaTuBHO Koppuruposannoro BIIC.

HoBoposxaeHnHble, KOTOPbIM IPOBOIMIIACH PATUKAIT-
Hast koppekmust BIIC ¢ npumenennem AWK, B oTmmane
OT JIeTel, MepeHEeCIINX PAAUKAIBHYIO0 KOppeKuuto 0e3
AWK, nmenu 3Ha9MMO OOMNBILIYIO0 NPOAOIKUTENEHOCTD
WBJI 1 nHOTpONHO# Tepanuu, OONBIIYIO JUTUTETEHOCTD
npeobiBanust B OPUTH, B Gonee mo3mHue cpoku ObLIH
HepeBeIeHbl HA COBMECTHOE NPEOBIBAHUE C Marephblo,
UMEIH OOMNBILYI0 MPOAODKUTEIBHOCTh MPEObIBAHUS
B CTallMOHApe Iocie onepanuu. Jletu, nepenecuve pa-
JmvkanbHyto koppekuuto BIIC 6e3 AWK, B 3Haunmo 6o-
Jiee paHHHUE CPOKH OBLTH CIIOCOOHBI cOcaTh U3 poXkKa (3
[2-5] vs. 7 [3-13], p=10,0316) (puc. 3), y HUX OTMEUEHa
OonbIlast 4YaCTOTa MUTAHUS U3 TPYAU K MOMEHTY BBIIH-
cku (37,5 % vs. 0, p=0,0112), yem y gereit ¢ mamima-
tuBHOH Koppekuueit BIIC 6e3 AUK.

4. Ocobennocmu 5HMePaAIbLHOLO BCKAPMIUBAHUS
HOBOPOJICOEHHbIX 6 3A6UCUMOCIU OM 6UO068 nepeHe-
CEHHO20 KapOUOXUPYp2Uiecko20 1e4eHus

Ha BTOopom sTarme uccriemoBaHus BBIACIEHBI TMO-
TPYIIBI HOBOPOXKJEHHBIX B 3aBHCHMOCTH OT BHJOB

Ha4ano nuTaHuA U3 poXKa (C AOKOPMOM Yepes 30HA)

p=0,0316
< 140+ )
5 120-
S
2 100-
5
@ 80+
o 60-
g
< 40-
=
£ 20- |
< ;
0 T L 1
\Y Y D\ N
o;:" ’,\" o,;(" ‘\,}Q
R W
» \a o &
<« &' f”e ©
Oo’*' & & &
& & &
R

KapIHOXMPYPruuecKkux omepauuid (radm. 1, puc. 4).
HoBopoxaeHHble, KOTOPHIM BBINIOJIHEHA OTeparus
HopByna, 3HaumMo mo3xe ObLIH CHOCOOHBI COCaTh
U3 POXKKA, MO3KE IMEPEXONMIM Ha MHUTAHUE TOJIBKO
13 poXkKa 0e3 JOKopMa uepe3 30H[, YeM ACTH JIPYrux
NoArpynm. /IBouMm 1eTsM, MepeHEeCIIUM OIepaluio
Hopsyna, TpeboBaiock uTaHue uyepe3 AyoaeHaTbHbIH
30H/ B PaHHEM IIOCJICONEPALMOHHOM IIEPUOAE B CBS-
31 C YacThIMHU OOWJIBHBIMHU CPBITMBaHHUSMH. J[BoMM
JETSIM TpeOoBajcs JOKOPM uYepe3 JKEIYyAOUYHBIH 30HA
K MOMEHTY BBIIMHMCKH U3 CTallOHApa.

HoBopoxaeHHble, KOTOPHIM MPOBEICHA OTepalus
B CBSI3W C KOApKTalWeW aopThl / THUIOIJIA3WEH TyTH
aopthl 6e3 npumenenus AUK, B 3Haunmo Oonee paH-
HUE CPOKHM OBUIM CHOCOOHBI K CaMOCTOSITEIBHOMY
SHTEpaTbHOMY BCKapMIIMBaHUIO 0€3 JOKOpMa uepes
30HJ, YeM HOBOPOKIECHHBIE APYTUX MNOArpyHn (puc.
4). He BBISBIIEHO 3HAYMMBIX Pa3ITMYHH IO CPOKAM Ha-
yaja MUTaHUs U3 poxkKa Mexay netbMu ¢ TMA B 3a-
BUCUMOCTH OT MpOBEJAEHMS Mpoueaypsl Pamkunna
B JIOOTIEPAIIMOHHOM TIEPHOJIE.

[IpoBemen anamu3 KOI(DPUIIHECHTOB KOPpPEIs-
nun CnupMeHa MEXAy MapamMeTpaMH TEUeHHs II0-
CJIEONEpallMOHHOTO MEepuoja U XapaKTepUCTUKaAMU
DHTEPATBHOTO BCKapMJIMBaHUS (puc. 5). Y HOBO-
POXJIEHHBIX, TMEPEHEeCHINX KaK paJuKalbHYI0, TaK
1 najuimatTuBHyo Koppekuuto BIIC, BbIsIBIEHBI MO-
JIO)KUTENIbHBIE KOPPEJSILIUOHHBIE CBA3U MEXIY IJIH-

MuTaHne n3 poxka 6e3 AOKOPMa Yepes 30HA
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Puc. 3. Cpoku Ha4yana aHTepaJZibHOro BCKapMJ/INBaHUA U3 POXKa (6yTbIZIOYKU C COCKOM)
Y HOBOPOXAEHHbIX B 3aBUCUMOCTMU OT NPUMEHEHUA annapaTta NCKYCCTBEHHOro
KpoBoo6pauweHua (AUK) Bo BpeMa KapaMOXUPYPru4ecKUx onepauum

CoKpalleHua: OCH. Fp. — OCHOoBHanA rpynna (et ¢ nannuatueHon Koppekuyuen BMC); cpaBH. rp. —
rpynna cpaBHEHUs (0eTy ¢ paguKkanbHol Koppekuwel BC).
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TenbHOCThI0 IBJI, HHOTpONHON Tepanuu, NJIUTEIb-
HocTbio npedbiBanust B OPUTH u Bpemenem nauana
MUTaHUS U3 POXKKaA, CPOKAMHU Tepexojia K BCKapMJIH-
BaHUIO M3 pOXKa 0e3 JoKkopMa yepe3 30HI. Takum
00pa3oM, MOKHO IPEANOJIOKNUTh, YTO HOBOPOKICH-
HBIE, KOTOPBIE HYXIaTUCh B Oosee qiutensHoi MBJI
U MHOTPOIHOHN Tepamnuu, B 6oyee Mo3aHNE CPOKH Tie-
PEXOIMITN Ha BCKApMIIMBaHHUE U3 POXKKa 0e3 JoKkopMma
yepes 30H/.

Cpoku Hayana NUTaHUS U3 POXKKA IOJIOKUTEIBHO
KOPpEIUPOBAIIN CO CPOKAMHU MEPEBOAA HA COBMECTHOE
npeObIBaHUE C MaTephlo, JUIMTEIBHOCTHIO MpPeObIBa-
HUSI B CTAIlMOHApe MOCIe ONepanuu (JIeTH, KOTOphIe
OBLITH CITOCOOHBI TUTATHCS M3 POXKKA B OoJiee O3 THHE
CPOKH TIOCJIC ONepaluy, UMeau OONBIIYIO JINTEIb-
HOCTb MpeObIBaHMS B cTalloHape) (puc. 5).

5. Ocobennocmu 5HmepanrbHO20 6CKAPMIUBAHUSA
Y HOBOPOIHCOEHHBIX C 2EHEMUYECKUMU CUHOPOMAMU

Ha srane ¢opmupoBanus BEIOOPKH BbIJE/IEHA MO
rpymnIa HOBOPOXKJIEHHBIX ¢ TEHETUYECKUMHU CHHIpOMa-
MU (Tabin. 4), KOTOpBIE MOTJIM MOBIUATH Ha SHTEPAb-
HO€ BCKApMIIMBAaHUE B MTOCIEONEPAUOHHOM MEPUOTIE.

JlmarHocTuka TIeHEeTHYECKHX CHHAPOMOB IIpO-
Bonunace B Jjabopatopun OI'BY «HMUILL wum.

Havano nuTanusa u3 poXka (c AOKOPMOM 4Yepes 30HA)
lMannuamueHxeie on. PadukanbHsle orl.

p=0,0322 on. Hopeyaa vs. ap. p<0,01
r 11 T T 1
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B. A. AnmazoBa» MunsnpaBa Poccun B pamkax 00-
cnenoBanud. HoBopoxaeHHble ¢ cuHapoMoMm [u
Joxopmxku (n = 4) umenu pasnuunsie BapuanTsl BIIC
(Tabm. 4). Y meTteit 0TMEUAIOCh TSHKEJIOE TCUCHHE PaH-
HEro MOCJEONEePalMOHHOIO EPUOAa B CBSI3U C BbIpa-
JKEHHBIMU T€MOJMHAMHYECKIUMHU HAPYIICHUSIMU (HE-
00XOIMMOCTBIO JIJTUTEILHOW WHOTPOITHOW Teparuu,
n = 2), pa3BUTHEM BBICOKOW JIETOYHOW THUIEPTEH3UH
(n = 1), pa3BuTHEM TUHAMUYECKON KUIICYHON HEIIPO-
XOAMMOCTH B PaHHEM IOCJIEONEPALHOHHOM IEPHOAC
(n = 1). OgHomy pebeHKy TpeboBajach AIUTEIbHAS
SKCTpaKopropanbHas MeMmMOpaHHas  OKCHUTEHAIUs
MOCJie ONepalii B CBSI3U C BBIPAXKEHHOU CepleuyHOU
HEJOCTAaTOYHOCTHIO, HAa 16-€ CYyTKH IOCIE onepanuu
MIPOU30IIEIN JETANBHBIN ucxon. Tpoe aerei aauTesnb-
Ho Haxonuinuck B OPUTH nocne onepamuu (12, 52, 48
cyTok). HoBopoxaenusie ¢ cuaapomom u JIxopmxn
MOJIy4aJIM TOKOPM Ye€pe3 30H] Ha MOMEHT BBIIHUCKHU
B CBS3M C BSUJIBIM COCaHHEM M3 pOkKa (ObLIM c11oco0-
HBI BBICACBHIBATE 10 15-20 Mmu).

Jetu ¢ cungpoMoM DnBapsca HE MOTJIM COcaTh U3
PO’KKa, K MOMEHTY BBIIIUCKH MOJIy4YaJy TUTAHUE Yepes
KeyAouHbIN 300 (n = 1), racTpocTtomy (n = 1).

B Teuenue nepuona HabnoaeHus y 9 HOBOpOXKICH-
Hbeix ¢ BIIC Obut BeisiBCH cunapoM [layHa. Y 4 u3 9

MutaHue U3 poxka 6e3 AoKOpMa Yepes 30HA
lNannuamueHsie on. PadukansHeie on.

p=0,0274 on. Hopsyaa vs. ap. p<0,01
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Puc. 4. Cpoku Hayana 3aHTepasibHOro NMUTaAHUA U3 POXKKA, a TaKXKe nepexoaa
K CaMOCTOATE/IbHOMY BCKapMJINBaHUIO 6€3 JOKOpPMa Yepes 30HA, Y HOBOPOXKA,EHHbIX
Npuv passiIndHbIX BUAAX KapAUOXUpPYypruiecKux onepavumn

CokpaweHus: on. — onepauunsa, MBTLL — MmoandurumnpoBaHHbI CUCTEMHO-NEroYHbIN WyHT no Blalock-
Taussig; AVIK — annapaT NCKYCCTBEHHOI0 KPOBOOBPaLLEeHWA; aHT. Nas. — aHTerpafHbIil nannanaTue; on.
Ao — onepauun Ha aopTe; Np./6e3 np. PawknHoa — c/6e3 npuMeHeHua npoueaypbl PawkuHpa; Al —

orepauusa apTepuanibHOro NePEKITIOYEHNA.

16

Tom N2 3 ‘ 2 ‘ 2023‘



CEPOEYHO-COCYOUNCTBIE 3ABOJIEBAHNA | CARDIOVASCULAR DISEASES . I I

nereid ¢ cunapomoM Jlayna u BIIC Taxke BbISBICHBI
BIIP xenynouno-kumeuHoro tpakra (JKKT), B cBs-
3 C YeM JIETH HE BOLLIM B MOATPYIILy HaOITIOICHUS
(aTpe3usi OBEHAAIATHIICPCTHOW KHUIIKA y 2 IETEeH,
aTpe3us MpsSMOI KKK U aHyca y 1, 6one3np [up-
mmnpyHra y 1 pedenka). OgHoMy peGeHKY ¢ CHHIpPO-
moMm Mayna u BIIC (6e3 conyrcrByromux BITP XKKT)
noTpeboBaNIOCh KapJUOXUPYPTrUUECKOE JIeUeHUE B He-
oHatainpHOM Tiepuonme (Tabn. 4). HoBopokmerHas
¢ cuHapoMoM JlayHa K MOMEHTY BBIITUCKH MOTJIA BBI-
cachIBaTh U3 POXKKA 10 25 MJI, B CBA3H C YEM MoJyvasa
JIOKOPM uepe3 30H/.

HoBopoxaenHast ¢ MO3anunim3MOM C MpeodIaiaio-
men JIMHUeH, BKItovaronied 47 XpoMocoM IO CBEPX-
YUCIICHHOW MapKEpPHOH XpOMOCOME HEU3BECTHOTO
MIPOUCXOKICHU ST (mos47, XX, +mar[14]/46,XX[2]),
HayaJjla cocaTh M3 POXKKa ¢ 7 CyTOK IOCI]e KapIUOXH-
PYPTHYECKOTO JISYeHHS], K 9 CyTKaM Iociie Onepaini
roJTy9aJia MMTaHre TIOTHOCTHIO U3 POXKKA.

HoBopoxaennsie ¢ cunapomom Kopuenuu ae Jlan-
re (n = 1) u cuaapomom [lypcyna (n = 1) He mMornm
cocaTh U3 POXKKA, B CBA3M C YEM TOIydYaJd MUTaHUE
Yyepe3 raCTPOCTOMY.
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OBCYXAEHUE

IIpoBeneH pPETPOCHEKTUBHBIM aHAJIN3 METOJ0B
SHTEPAJIbHOTO  BCKAPMJIMBAHUS  HOBOPOXKICHHBIX
¢ kputuueckumu BIIC B 3aBUCMMOCTH OT BHAA Kap-
JUOXHPYPIUUECKOTo JieueHHs (pajuKaibHOE VS. Tall-
JMAaTHBHOE), 0COOCHHOCTEH onepanuu 1 MPUMEHEHHUS
AUK Bo BpeMsI onieparium.

HoBopokaeHHble, mepeHecle NaIMaTUBHYIO
xoppekuuto BIIC, nmenu psg ocodeHHOCTEH B cpas-
HEHUM C JIETbMH, KOTOPBIM BBIMIOJHEHA pajUKabHas
oTiepalus: OHH B 3HAYMMO OOJIee MO3/IHUE CPOKHU OBbLITH
CIIOCOOHBI ITOJTHOCTHEO BBICACHIBATh HA3HAYCHHBINH 00b-
€M U3 POXKKa, Jaiie TpeOOBaJICS TOKOPM depe3 30HA
K MOMEHTY BBINKMCKH, OTMEUEHa OoJblIas MPOHOJI-
JKUTEIBHOCTD MPeObIBaHMS B CTAIlMOHAPE IOCIE Ofle-
pammun. Oco0o cieayeT OTMETHUTh TMOATPYMITY JAeTeit
rocie onepanun HopByna, KOTOpble OBLTH CIIOCOOHBI
K SHTEpaJbHOMY BCKapMIIMBAaHHUIO O€3 JOKOpMa uepes
30HJ B 3HaYMMO OoJjiee MO3JHHE CPOKH, YeM HOBOPO-
JKJCHHBIE, IEPEHECIINe APYTUe BUIbI BMEIIATEIbCTB.

[lonyueHHble pe3yabTaThl NOATBEP)KIAIOT JaHHBIE
npyrux uccienoBanuid. Ilo manueim Piggott K. D.
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Puc. 5. KoadpduumeHTbl Koppensaumm CnupMeHa MeXay napaMeTpaMu TedeHus
nocrfieonepawLuoHHOro nepuoaga y CpokaMum NUTaHUA U3 poXKKa

MNpencTtaBneHbl KoadpumumeHTbl ¢ p < 0.01. A — rpynna HOBOPOXXAEHHbIX, KOTOPbIM BbIMNOSIHEHA paau-
KanbHanA Koppekuma BIMC (c AVIK n 6e3 AVIK); B — rpynna HOBOPOXOEHHbIX, KOTOPbIM BbIMOSIHEHA Masu-
aTuBHanA Koppekuua BIMC (c AVIK n 6e3 AVK). CokpalieHus: gnanT-Tb FOCNUT. N/o0 — ONUTENbHOCTb Npe-
ObiBaHUA B cTauuoHape nocne onepauunn; ClIM — coBMecTHoe npebbiBaHune; A1 — aHTepasnibHOE NMUTaHWE;
OPWUTH — oToeneHne peaHnMaumm U MHTEHCMBHON Tepann HOBOPOXAEHHbIX; OJINT-Tb MHOTP. TEP. — AJN-
TENIbHOCTb MHOTPOMNHOW Tepanuu; annT-Tb VIBJ1 — gnntenbHOCTb NICKYCCTBEHHOW BEHTUAALMN NEFKUX, CYT.
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Ta6nuua 4. NleHeTUYECKNE CUHAPOMbI U OCOGEHHOCTU 3HTEPasIbHOIrO BCKapMJInBaHUs
HOBOPOXA,EHHbIX C BPOXAEHHbIMU MNOPOKaMu cepALa, onepupoBaHHbIX B HEOHaTa/lbHOM

nepuopae
Hau. 3N 30 now
CuHppomMbl BapuaHTbl BIC ConyTtcteylowme BMP | un3 poxka, P
BbINUCKe
cyTtn/o
CuHpgpom [On ATTA+OMMKTI Cp. paclwiennHa 23 PoyoKk+30Hpa,
Lxoporun Ccrnoc TBEPAOro Heba 5% Poyok+30Hp,
(del22g11.2) O6wuin aptep ctBon | [ABYCTOPOHHSASA 148 Pokok+30Ha,
[NepepbiB nyru KOCOanocTb JleTanbHbIn | ---
aopThl [MnenoskTasnsa cnesa ncxopn, n/o
HeTt
CuHgpom SpgBappaca Mnonnasna gyrn LBeycTop. ny4yeBas He cocer Yepes
(Tpncomusn 18) aopTbl, KoOApKTaLusa KOCOPYKOCTb, 6onbLue- racTpocTomMy
aopThl 6epuoBasn reMmmenus
cnpaBa, 1IeBOCTOPOH-
HAA KOCoNanocTb, are-
He3MA NeBON MOYKMN
[BoliHoe [NepeMblYKM OT pagy- He cocer 30HA
OTXOXOEHNE KN K NepeaHen Kancyne
cocynoB oT npaBoro | xpyctanuka, KATP ne-
enypouka BOro Nerkoro, go6asouy-
Has NoyKa cresa
CuHpgpom HayHa MonHana dopma [emaHrnoma 5 Poxok+30Hp,
(Tpncomusa 21) ABK, HecbanaHcu- MOACHUYHO- (BbicacbiBaeT
pPOBaHHbIN BapuaHT. KPECTLLOBOIro oTAena 0o 25 mn)
Mmneptpoduyeckan MO3BOHOYHMKA
KapguomMmonaTus
mos47, XX, KoapkTauma aopTbl AreHesns en4yHoro 7 Poxok
+mar[14]/46, XX[2] ny3bipsa
CuHppoM TpaHcno3numna HeT 72 (nocne Poyok
KnanHdenbrepa MarucTpanbHbIX B nocneonepauloHHOM | Hapy»HoOro
(47 XXY) COCY[0B C KOMBUHN- | Mepuofe NocTreMoppa- | BEHTPU-
pPOBaHHbIM (KnamnaH- | FMYecKas OKKITHO3UOH- KyNApHOro
HbIM+MogKanaH- HaA TETPaBEHTPUKYNAP- | APEHNPO-
HbIM) CTEHO30M Ha Has rugpouedanus BaHWA)
JNIeEroYHon apTepun
CuHgpomM KopHenuun Mnonnasna pyrn MMnonnasnsa Mo3xeyka; | He cocer Yepes
ne INaHre (BapuaHT aopTbl, KOApPKTaLWA MUKpouedanus; racTpocToMy
rs587783902 B aopThl no6aBo4yHas oonA
reTepo3nroTHOM ceneséHku; spina bifida
COCTOfIHUN B 9K30HE posterior C1-Th2, S2,
10 n3 47 rena rnon
NIPBL)
CuHgpom [lypcyHa KnanaHHo- BpoxpeHHan He coceTt Yepes
(MyTauus reHa noAKnanaHHbIN HenTponeHus, racTpocToMy

G6PC3)

CTEHO3 NEro4YHOM
apTtepuu. NepBuryHasn
BPOXOEHHas
neroyHas
rmnepTeHsuns

BpO)'K,EI,eHHbIIz rmno-
TNPEO3, amncnnas3na
NapeHXNMbl MNOYEK,
NMOACHUYHaA gncrtonua
no4yekK

CokpauweHusna: AJTIA — aTtpesuns nerodHon apTtepun; OMMI — pedeKkT MexKenyaoyKoBOW nepero-
poaku; CIJ10C — cnHapom runonnasnm neebix otTaenoe cepua; ABK — aTproBeHTPUKYNAPHbLIN KaHas,
KAIMP — K1UCcTo3HO-ageHOMAaTO3HbIN MOPOK pa3BuTusa nerkoro; MO0 — rpbhka NU,EeBOLHOrO OTBEpP-

cTua gnadparmol.
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n xomrer (2018 t.), hakTOpamMu pHcKa TacTPOCTOMHH
y HOBOPOXKJIEHHBIX, MepeHecmux onepannio Hopsy-
Ja, SBISIOTCS TUCQYHKIMS TOJIOCOBBIX CBS30K (OT-
nomenue mancoB (OLI) 1,1, 95 % noBepuTeabHBIN
natepan (W) 1,0-1,4) u Oonee mimuTenpHAs TPO-
JOJDKUTEIBHOCTD BBEJICHHS CEJaTHBHBIX HJIM HApKO-
tuueckux cpexacrs (O 1,1, 95 % AU 1,03-1,2) [7].
IIpenukTopaMu HapyLIeHUsI COCaHUS y JETEH C eIUH-
CTBCHHBIM JKEIYJOUYKOM CEpAlLa SIBISINCH IJIUTEIb-
Hasi UHTYOauusi ¥ IPOJODKUTEIBHOCTh SHTEPAIbHOM
nay3bl, a TaKXKe HaJIn4ue racTpod3odareanbHol ped-
mokcHo# Ooneznu [8]. Kwa L. u coastopsr (2022 r.)
MPOBOIWIIH  (PUOPOONTHYECKYIO OLEHKY (YHKIUH
mrotanus y 48 nmereit ¢ BIIC, mpu 3ToM y Beex Oblia
BbIsiBiIeHa aucarus, u3 HUX y 10 mereii oOHapyxeH
napes rojiocoBsix cBsi30k [5]. [To nanubM Pereira K. D.
R. u coaBTopos (2015 r.), vactora opodaprHrea IbHOMI
nucharnm y gereit ¢ BIIC B Bo3pacTe mo 7 mecsiieB
cocrasisieT 84 % [9]. st onerku creneHu nucharun
y HOBOpoJeHHBIX ¢ BIIC aBTOpBI NpuMEHSIN KTy
FOTOBHOCTH K DHTEPAJbHOMY BCKapMJIMBAaHUIO HEJO-
HOIICHHBIX HOBOpOXkAeHHBIX Preterm Oral Feeding
Readiness Assessment scale [10].

Haubonee yacThiM KIMHUYECKUM MTPU3HAKOM JIHC-
¢arum y HoBopoxxaeHHbIX ¢ BIIC sBisiercst Hapye-
HUE KOOPJIWHAIINY COCAHUS, TIIOTAHUS U JbIXaHus [3].
Hapymiennsi KoopAWHAIIMM COCAHHS IPOSIBISIOTCS
SMHU304aMH JlecaTypalny, yBeIMUYCHHEM YacTOThI cep-
JNEYHBIX COKpAIlEHHH, YacTOTBl ABIXaHMS, KallJeM,
yAYLIBEM, PBOTHBIMU TO3BIBAMH, CIE3SIIUMHCA Tia-
3aMU MpU KOPMJIGHUH yepe3 poT [3].

®dakTOpOM pHCKa HapymIeHUs opodapHUHTeaTbHON
koopauHanwu, aucharun y nereit ¢ BIIC (B Tom guc-
ne nociie onepaunu HopByna) siBisieTcst qucyHKINS
TOJIOCOBBIX CBSI30K B pe3yJIbTaTe MOBPEXJIECHUS BO3-
BpPaTHOT'O TOPTAHHOTO HEpBa IOCIE IJIACTUKH IyTH
aopTsl [7]. AnchyHKIHNS TOTOCOBBIX CBSI30K yBEIHIH-
BaeT PUCK acIMpaliy IpH IIIOTAaHUM U3-3a HealeKBaT-
HOM 3alUTHI ABIXaTEIbHBIX myTei [1].

Hapymienre nHHEpBaMK TPYAHOTO OT/AEA MHUIIE-
BOJIa B PE3yJIbTaTe XUPYPIrUUECKOH TPaBMBbl, U TEIb-
Hast UBJI, BnusitHue HAapKO3a, TUIIOTEPMHUU BO BpeMs
Olepalliy TaK)Xe MOTYT SIBIATHCSA (PakTOpaMu pu-
cka gucharuu. Jlanaeie GakTOpbl CIOCOOHBI BIUATH
Ha MHIIEBOJHBIE pe(IeKCchl W MPUBOIUTH K HapyIIe-
Huro QyHKIMM numesona [11].

UHTepecHO OTMETHTBH, YTO B HAllleM HCCIIEAOBA-
HUM B TpyMNIe JeTed, MEepeHecIIUX paJuKalbHYIO
koppeknuio BIIC, psay HOBOPOKIEHHBIX BBITOIHIIN
OTICpaIio Ha Jyre aopThl (NP THIIOIUIA3UH TYTH),
OJTHAKO OHM HE MMEJH TPYAHOCTEH NPHU IHTEPAILHOM
BCKapMJIMBaHUH.

[Momumo aucdarum, OCOOEHHOCTH SHTEPATBHOTO
BCKapMJIMBaHHs y HOBOpoXkaAeHHBIX ¢ BIIC, mepenec-

INX KapIUOXUPYPTUUECKOE JICUCHUE, CBSI3aHBI C HE-
JOCTaTOYHOCTBIO KPOBOOOPAIIIEHHUS, HEOOXOAMMOCTHIO
orpaHuueHus (pU3NYECcKOi HArPy3KH B PAHHEM ITOCIIEO-
nepaunoHHOM niepuoze. Jones C. u coasropamu (2021 1)
onucaHbl (aKTOphl PUCKA HAPYIICHUH DHTEPATBHOTO
BCKapMIIMBaHUS B 3aBucuMoctu OT aHarommu BIIC.
BIIC ¢ ycuneHmeM JIerO9HOTO KPOBOTOKA aCCOITMHPOBA-
HbI C pa3BUTHEM 3aCTOMHOHN CEpPIECUHON HEAO0CTAaTOUHO-
CTH C TaXWITHO?, TIOBBINICHHOW pabOTON JBIXaHUS, YTO
MPUBOJUT K HEOOXOAMMOCTU KOPMJICHHS 4epe3 30H]I,
3amepKke pocta. JedeKThl co CHIKEHHBIM JICTOYHBIM
KPOBOTOKOM IPUBOJAT K Pa3BUTHUIO TMIIOKCUHU, KOTOPAs
TaK)K€ MOMKET IPEIMSATCTBOBATh AHTEPAILHOMY BCKAPM-
JUBaHut0. JleeKThl ¢ BHYTPUCEPACYHBIM CMEIIMBAHU-
€M, B TOM YHUCJIC C €IUHCTBECHHBIM JKEITYIOYKOM CEep/Ia,
TpeOyIOT TOHKOTO OanaHca s 00ECIICUCHUS a/IeKBaT-
HOTO JIETOYHOT'O U CHCTEMHOTO KPOBOTOKA [3]

[lo maHHBIM HaIIEro UCCIEIOBaHUS, MPUMEHEHUE
MCKYCCTBEHHOTO KPOBOOOpAIICHHUS BO BpEMsl pajiv-
KaJbHON orepanuy ObUIO acCOIMHPOBAHO HE TOJBKO
c Oomee TSHKEIBIM TEUEHHEM ITOCIIEOTEePAIlIOHHOTO
nepuona (Ooneineir mmrenbHOCTRI0O WBJI, mHOTpOTI-
HOW Tepanuu), HO U ¢ OoJiee TO3THUMH CPOKaMH Ha-
Yaja BCKapMIIMBAHUS U3 POXKKA, MO3THUM IEPEXOA0M
K BCKapMJIMBaHUIO 0€3 JOKOpMa depes 30H, OobIei
JUTUTEIHHOCTRIO TIPEOBIBAaHWS B CTaIlIOHApEe I1OCie
onepauuu. [lomydeHHble pe3yabTaThl COMNIACYIOTCS
¢ nanabiMH uccnenosanust Jadcherla S. R. u xommer
(2009 1.): B monrpymme nereit ¢ muanotuaeckumu BIIC
npumeHernne AWK ObuTo cBsi3aHo ¢ O0NbIIeH TIPOmoII-
JKUTENFHOCTBIO TIpeObIBaHUS B CTalMOHape, Oojee
MO3HUM MEPEXOIOM K BCKapPMIIMBAHUIO U3 POXKKa [12].

Tem He MeHee, B HAIIEM HCCICIOBAHUM B TOATPYII-
nax aeted ¢ mayummatuBHON Koppekiwei BIIC pazmams
B 3aBucuMocTr oT npuMeneHns AWK Obum MeHee BbI-
paKeHbI: I€TU, KOTOPHIM BBINOTHEHA MAJUIMAaTUBHAS KOP-
pekuust BIIC 6e3 AUK, Tak e HyXIaauch B JUTUTEIIb-
HOM ITUTAHUH Yepe3 30H]] TIOCIIC OTIEPALIUH U TN TEITEHOM
MpeObIBaHUM B CTAIIMOHAPE, KaK ¥ JIETH C MAJUTMaTHBHON
Koppekuueli ¢ npumeHenneM AUK, uto moxeT ObITh 00y-
CJIOBIICHO HE TOJIBKO HAPYILICHUSMU COCAHUS U TIIOTAHUS,
HO U HEJOCTATOYHOCTHIO KPOBOOOPAIIIEHHUS] B YCIOBHUSIX
MaJuTMaTHBHO Koppuruposanaoro BIIC.

CpenHssi pacnpOCTPAaHEHHOCTh HapyLIEHUs IJIO-
TaHWs B MCCIENOBAHUAX, BKIIOYABIINX JETeH ¢ 0O-
Jiee CIOKHBIMU, IMaHOTHYecKuMu Bapuantamu BIIC,
Obla 3HauuMo BhIe: 49,9 % (95 % 1AW 37,8-61,7 %)
o cpaBHeHuio ¢ 32,5 % (95 % AN 20,0-43,3 %) npu
anmmanotuyeckux BIIC [1].

[lo nanHeiIM 0030pa Norman V. u c0OaBTOpOB
(2022 r.), cymiecTByeT HECKOJIIBKO (PaKTOPOB, CBSI3aH-
HBIX C HapyIIeHUSIMU roTanus y nereit ¢ BIIC: Tpya-
HOCTH C KOOpAMHALMEH JbIXaHUsI U TJIOTAHUS H3-3a
y4YallleHHOTO JIbIXaHWs U pa0OThl AbIXaHUs (CBA3aH-

Tom N2 3 ‘ 2 ‘ 2023‘

19



Hele ¢ BIIC), ycTanocTs u CHUKEHHE BRIHOCIHBOCTH,
MPUBOASIINE K HEaJeKBaTHOMY MOTPEOICHUIO Kajo-
puii. [acTposzodareanbHblil pediroke yacTo BcTpeya-
ercs y aeteit ¢ BIIC n wacTo cBsizaH ¢ HapyIICHUSIMHU
TJIOTAHHUS W BBICOKUM prickoM acmupanuu [1]. Cpen-
HSsI pacrlpOCTPaHEHHOCTb 30HAOBOTO MHUTAHUS NPH
Beimucke y neteit ¢ BIIC cocrasuna 31,3 % (95 % AU
22,9-45,3 %) [1].

Psn mpotokonoB Bemenusi meter ¢ BIIC mocnme
KapIUOXUPYPrUUYECKUX  BMEIIATEIBbCTB  BKJIIOYACT
(ITI0OPOCKONMYECKYI0 OLEHKY aKTa rinoTanus [13, 14].
Onenka (YHKIIMUA TOJIOCOBBIX CBSI30K U BBISBJICHUE
HapylUleHus TI0TaHus mocie onepaunu Hopsyna mo-
3BOJINT KaK MOYKHO PaHbIIE BBISIBUTH ACTEH U3 TPYIIIIBI
pHCKa 1O HapyIICHUIO BCKAPMIIMBAHUS U aJlaliTUPO-
BaTh peXuM KopMmieHus 1t Hux [15]. [Tocne BBenenus
B MIPAKTUKY PyTHHHOW OLIEHKH COCTOSIHHS TOJIOCOBBIX
CBA30K 1ociie onepanuu HopByzaa u oneHkn GpyHKITUN
IJIOTaHUS Jaxke 0e3 KIMHUYECKUX MPOSBICHUHN OTMe-
YEeHO YBEJIMYCHUE YacTOTHI BBISBICHHS Mapainya Iro-
JIOCOBBIX CBsA30K ¢ 10 % 10 45 % [15].

Tpynnoctu, cBA3aHHBIE C KOPMJIEHHEM, Y HOBO-
POXKICHHBIX ¢ cuHIpoMoM Jlu/[»Kopmku MOTYT OBIThH
00yCIJIOBJICHB! HapyLICHHEM KOOPAMHALHWU COCAHHUS,
[JIOTaHUS U ABIXaHMs, a TaKKe HEOHO-TJIOTOYHOH He-
J0cTaTouyHOCThI0. Kpome TOro, Hemab3st HCKIIOYUTH
poNb  HapyIIEHWs BHYTPHYTPoOHOro (opmupoBa-
HUS 4YepelHBIX HEpPBOB NpH cuHapome [Ju lxopmxu.
[lo maHHBIM SKCHEPHUMEHTAJIBHOTO HCCIICIOBAHMUS
Karpinski B. A. u coaBropos (2014), y mbimeii LgDel
C MyTalMeH, aHAJIOTMYHOM MyTallMu IPH CHHAPOME
Ju/l>xopmku, BEISIBICHO HapylIeHHe (GOPMHUPOBAHUS
YyBCTBUTEJbHBIX TAHIJIUEB B TPOUHUYHOM (V), S3bI-
kornotouHoM (I1X) miu Onysxaaromem (X) depenHbIx
HEpBax, KOTOPble HMHHEPBUPYIOT 00JacTH, CBSI3aHHbIC
C MUTaHUEM U TIIOTAaHHUEM.

HenocraTkoMm Halero ucciaenoBaHus SBISETCS OT-
CYTCTBUE METOIOB OOBEKTHBHOW OLEHKH (PYyHKUHH
[JIOTaHUS, YTO TaKXkKe CBA3aHO C €ro PeTPOCHEKTHB-
HBIM XapakTepoM. Hapymienue (QyHKIMH TIOTaHHS
y nereit ¢ BIIC B ucciemoBaHur MOXHO OBIIO Ipe-
MOJOKUTh O HEOOXOJUMOCTH [JIMTEIBHOTO IHTa-
HUSI 4epe3 30H], IPUMEHEHHUS TyO/IeHAIbHOIO 30H/a,
MO3/IHUM CpOKaM Hauajla MUTaHus U3 poxkka 0e3 Jo-
KOpMa uepe3 30H/]I, OTHAKO HEeJIb3sI UCKIIOYUTH POIb
HEJOCTAaTOYHOCTH KpoBooOparneHuss (0COOCHHO IpH
nauiaTuBHO KoppuruposanHeix BIIC), moBbimeHHO#M
YTOMJISIEMOCTH HOBOPOXACHHBIX MPH (PU3HUECKOH Ha-
IpY3Ke, CBI3aHHOU C COCaHUEM.

BblsicHeHHe MaTO(PU3MONIOTMUECKUX MEXaHU3MOB
HapyLICHUsT MOTOPUKH IVIOTKHM M THIIEBOAA Yy HOBOPO-
x1eHHbIX ¢ BIIC moxeT nomoup pazpadorars Oosee -
(eKTUBHBIC CTpaTErHy MPOPHUIAKTUKH U JICUCHHS HAPY-
IIEHUS SHTEPATFHOTO BCKapMiBaHuA y aereit ¢ BIIC.
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3AKJTIOHEHUE

XapaKTepUCTUKU JHTEPAJIBbHOIO BCKapMIIMBAHUS
(CIOCOOHOCTH K COCAaHUIO M3 POXKKA, CPOKH IEepexoaa
Ha TOJIHOE CaMOCTOSITEIbHOE MUTaHUE O0e3 JOKOpMa
yepes 30H]), a TAKKe CPOKU MepeBojia Ha COBMECTHOE
npeObIBaHNE C MAaTePhIo, JUTUTEIBHOCTh MTPEeOBIBAaHMS
B CTAallMOHAPE 3HAYMMO PA3JIMYAINCh B 3aBUCHUMOCTH
OT BUJA ONEPATUBHOTrO JeueHus. [Ipumenenune uckyc-
CTBEHHOTO KPOBOOOpallleHHSI BO BpeMs OIepaium,
nponoskuTensHocTh UBJI m mHOTpONHON Tepanuu
II0CJIE ONEPALUU SIBISUIMCH (PAaKTOpaMM PHUCKA Hapy-
HICHUI SHTEPaJbHOTO BCKAPMJIMBAHUS HOBOPOXKACH-
Heix ¢ BIIC. Jletu, nepenecuue onepamuto Hopsy-
Jla, COCTaBJISIIM 0COOYIO TPYIITY PUCKA IO Pa3BUTHIO
HapyIICHUs] COCAaHWS, AWCPArud TIOCIE OINEPAIIHH.
YuuThiBasi 3HAYMMBbIE IOJIOKHUTEIBHBIE KOPPEJSILIUU
MEX1y BPEMEHEM Iepexojia Ha SHTEpaIbHOE BCKapM-
TuBaHUe 0e3 JOKOpMa dyepe3 30H[, CPOKAMH MepeBoa
Ha COBMECTHOE INpeObIBaHNE C MaTepblo, NIUTEIbHO-
CTBIO MTPEOBIBAHUS B CTAITHOHAPE, N3yUeHHE (aKTOPOB
pucka mucdaruu y HoBopoxaeHHBIX ¢ BIIC mmeer
oco0y1o BaxxHocTh. HoBopoxaenusiM ¢ BIIC TpebyeT-
csl IEpCOHU(PHUIIMPOBAHHBIN TIOIXOM K SHTEPAILHOMY
BCKapMJIMBAHHUIO B 3aBUCUMOCTH OT BUJIOB TIEPEHECEH-
HBIX KapAMOXUPYPrudecKUX BMELIATEIbCTB.
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PE3IOME

BBenenue. ToranbHbIM aHOManbHBIN ApeHax jeroyHbix BeH (TAJIJIB) oTHOCHTCS K Takum
COCTOSTHUSIM B JIETCKOH CEpICUHO-COCYIUCTON XUPYPrUuH, KOTOPbIE TPEOYIOT IPOBEICHHUS JH-
ArHOCTHKHU M XUPYPrUYECKOIo JICYEHUs B KpaTdyailiue Cpoku. Beaencrsue oTcyTCTBUS Ips-
MOTI'0 COEJIMHEHUS JIETOUHBIX BEH C JIEBBIM IIPENCEPANEM, CHCTEMHBIN U JIETOYHBIM BEHO3HBIN
KPOBOTOK APEHUPYETCA B IpaBble OTAEJbI CEPALIA, BbI3bIBAsI MEPErPy3Ky MpPaBbIX OTIEIIOB
00bEMOM U JIaBIICHUEM, TOTA KaK MIPeIHarpy3Ka JIEBBIX KaMep 3aBUCUT OT MEKIIPEICEPAHOTO
coobuieHusi. OCOOEHHOCTH TeMOJMHAMUKH MMOPOKA CO3JAI0T MPEANOCHUTKU sl HApyIIeHHUs
MPaBUILHOTO PAacTpOCTPAHEHUS 3JICKTPUUYECKOTO MMITYSIbCa, @ HEOOXOINMOCTh XHUpyprude-
CKOW PEKOHCTPYKITMH Ha YPOBHE MpeAcepauii — cyocTpar mist GOpMHPOBAHUS HAPYIICHUH
puTMa B TocieornepanuoHHoM riepuoze. Lless uceaenoBanus: onpezaencHue «crnenudude-
ckux» DKI'-mapkepoB TA/IJIB, nMeromux 3HayeHHEe MpHU OPOBEACHUN TU(PepeHInaIbHON
JMarHOCTHKHU KPUTHUECKHUX COCTOSTHUM y IeTeH, a TaKkKe aHaJIu3 OCHOBHBIX MapameTpoB DKI
y I€Tel C TOTAIBHBIM aHOMAJIbHBIM JIPEHAKOM JIETOUHBIX BEH JI0 U I1OCJIE ONIEPATUBHOIO BME-
maTenLCTBA I onpeneiaeHus 6azoBoro DKI' marTepHa, ero m3MeHEeHUH B paHHEM H OTIAJICH-
HOM II0CJIEONEPALMOHHBIX NEPHOAaX C LENbI0 YCTAaHOBIIEHUS MOTEHUIUAIBHBIX HapylLIeHUH
pUTMa U IIPOBOAMMOCTHU Yy JJAHHOM KaTeropuu nauueHTos. MarepuaJbl U MeToabl. B nc-
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cnenoBanue BkitodeHbl 30 manmenToB ¢ TAJJIB ¢ aByxikemymodkoBod (hr3moiorneit Kpo-
BOOOpAIIeHHSs, Y KOTOPBIX M3MEPSIIach JIINTEIBHOCTh U aMIUIUTyna 3yona P, murensHOCTh
untepBana PQ, xommiekca QRS, untepsana QT, ouenuBaics OCHOBHOW MCTOUYHUK PUTMA,
3aMENIAOIINX PUTMOB, HAPYIICHUHA MPOBOIAUMOCTH. [IpoBoaMIack OIEHKA DIIEKTPOKAPIHUO-
TpaMMBI ITAIlMEHTOB B JOOTIEPAITMOHHOM, PAHHEM U OT/IaJICHHOM TIOCIIEONEPanOHHOM TIepH-
01X, C BBIMTOJIHEHNEM CPaBHHUTEIHHOTO aHalM3a JOOTEPAIIMOHHBIX U TOCICONepalliOHHbBIX
nauubeix OKI. PesyabTarel. Ha qoonepaiiioHHOM 3Tamne BO BCEX CIyYasiX PETUCTPUPOBAICS
CHHYCOBBIH PUTM, JUTMTENLHOCTH 3yOua P cocraBuna 62,6 £ 10,6 (40-80) Mcek, nHTepBasia
PQ — 104,1 £ 15 (80-160) mcex, kommiekca QRS — 64,3 = 13,5 (40-100) Mcek, mHTEpBaIa
QT — 253,1 + 29,5 (210-350) mcex, D0C(<a) — 130,9 + 44,4 (-70-185). Ilocne onepanun
(9,3 £ 6,5 cyrok) B 25 (83,3 %) HaONIOACHUAX PETUCTPUPOBAJICS CHHYCOBBIH PUTM, elle B 4
(13,3 %) — sxronuueckuii npeacepansiit, B 1 (3,3 %) — y3noBoit putm. IIpu cpaBHUTEND-
HOM aHaJIN3€ MOOIEPAIIMOHHBIX W PAaHHUX MOCiIeonepanuonubix qanaeix JKI, crarncrude-
CKH JJOCTOBEPHBIC pa3INyus OBLTN BBISBICHHI 11 3yOra P u maTepsana QT, a Taxke S0C.
B otmaneHHOM mOCTEOnepannoOHHOM MEPUOJIe CTATUCTHYECKU TOCTOBEPHBIC Pa3IHyus ObLIH
BhIsBIICHBI JUIs 3y01oB P u QRS, a Taxxe unrepsano PQ u QT. JlaHHbIe H3MEHEHUS HE HO-
CHJIM TIATOJIOTUYECKUI XapakTep, YKIAAbIBAsCh B PAMKH «B3POCICHUS) MAICHTOB, OJHAKO
BBISIBJICHA BBICOKASI HACTOTA PACIIPOCTPaHEHUS JUCHYHKITUU CHHYCOBOTO y3JIa B OTIaJICHHOM
nocneonepanuoHHom nepuose. BeiBoasbl. Y namnuentos ¢ TAJIJIB Ha goonepalluoOHHOM 3Ta-
ne He BbIsIBIEHO «crneruduueckux» DKI' mposiBneHui MOpoKa Mpu CTaHJAPTHOW AJIEKTPO-
Kapauorpaduu, KOTopasi XapakTepu3yeTcs IPU3HaKaMu TIeperpy3Ku MpaBbiX KaMep 00beMoM
U IaBlieHHEM, ¢ ToJokuTenpHoM DK -quHaAMUKON TTOCIIe HOpMATH3alliid BHYTPUCEPACIHOM
remoanHamukn. DKI'-o6cnenoBanme, mMpoBOIMMOE B paHHHE CPOKH ITOCIIE OTIepaIliy, HE BbI-
SIBHJIO TUITMYHBIX HAPYIICHUH pUTMa U TIPOBOJAUMOCTH, aCCOIUUPOBAHHBIX C PEKOHCTPYKTHB-
HBIMH BMEIIATEILCTBAMU HA YPOBHE MPEACEPIUi, OJHAKO OTIAJCHHBIN MMEPUOJ XapaKTepu-
30BaJICSI BBICOKOW 4aCTOTOW PacIpOCTpaHCHUs AUCPYHKIUU CHHYCOBOTO y3ja y MallueHTOB
nocne xupyprudeckoro yieuenust TAJIJIB.

KuioueBble c10Ba: TOTanbHBIA aHOMAJIBHBIN ApeHax JierouHbIX BeH, JKI.

s yumuposanusi: Mopozos A.A., Moscecsin P.P., Aonuna A.I., Bacuuxuna E.C. Ananus
ANEKMPOKAPOUOSPAMMDBL Y Oemell ¢ MOMANIbHbIM AHOMALbHBIM OPEHANCOM e20UHbIX 6¢H 00 U
nociie onepamusHo2o Jleuenust nopoxa. Poccutickuil scypHan nepconanusuposaniol Meouyu-
mot. 2023,3(2):23-30. DOI: 10.18705/2782-3806-2023-3-2-23-30.
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ABSTRACT

Introduction. TAPVC is a condition that requires diagnosis and surgical treatment in a short
period of time. As the result of an absence of the direct connection between pulmonary veins
and left atrium, systemic and pulmonary venous return drainage to the right heart with vol-
ume and pressure overload. At the same time, left heart preload is depending on atrial septal
defect. The hemodynamic features of the TAPVC create conditions for abnormal spread of
electric impulses, whereas necessity of surgical reconstruction on the atrial level — reasons
for rhythm and conduction disturbance in postoperative period. Aim of the study: detection
of specific EKG markers of TAPVC for differential diagnosis of critical conditions in chil-
dren, analysis of basis pre- and postoperative EKG to determine EKG pattern in children with
TAPVC, registration of EKG changing in early and late postoperative period to define the po-
tential thythm and conduction disturbance in patients with TAPVC. Materials and methods.
The data of biventricular TAPVC patients were reviewed. We estimated characteristic of P,
PQ, QRS, QT, rhythm and conduction disturbance and evaluated pre- and postoperative EKG
data, with their comparison in 30 patients. Results. Preoperative EKG (9,3 + 6,5 days) showed
sinus rhythm in all cases, P wave was 62,6 + 10,6 (40—80) msec, PQ — 104,1 + 15 (80-160)
msec, QRS — 64,3 + 13,5 (40-100) msec, QT — 253,1 = 29,5 (210-350) msec, electric axis of
the heart — 130,9 + 44,4 (-70 £ 185). Postoperative rhythm was sinus in 83,3 % cases, atrial
ectopic — 13,3 %, AV node rhythm — 3,3 %. The comparison of pre- and postoperative EKG
data showed significant (p < 0,05) difference in P, QT, and electric axis of the heart measure-
ments. In late postoperative period we detected non-pathological differences in P, PQ, QRS,
QT compared early posleoperative period, but sinus node dysfunction frequency was high in
late postoperative period. Conclusion. There are no specific ECG markers in preoperative
TAPVC patients. The standard EKG showed right heart volume and pressure overloud with
positive changing of it after surgical correction of TAPVC. The early postoperative EKG did
not showed “typical” rhythm and conduction disturbance after surgery at the atrial level, but
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patients require a long-time dynamic observation after TAPVC surgery because of higy fre-
quency of sinus node dysfunction in late postoperative period.

Key words: EKG, total anomalous pulmonary venous connection.

For citation: Morozov A4, Movsesyan RR, Afonina YG, Vasichkina ES. Analysis of preopera-
tive and postoperative electrocardiogram in children with total anomalous pulmonary venous
connection. Russian Journal for Personalized Medicine. 2023;3(2):23-30. (In Russ.) DOI:

10.18705/2782-3806-2023-3-2-23-30.

ToTanbHbId aHOMAJIbHBIN JIPEHaXX JIETOYHBIX BEH
(TAJIB) oTHOCHUTCSA K PEAKHM BPOXKICHHBIM TIOPO-
KaM cepaua, Bctpeyasck ot 1,5 10 3 % ot Beex BIIC
[1, 2], u xapakTepusyercss OTCYTCTBHEM MPSIMOIO CO-
€IMHEHHUS BCEX JIETOYHBIX BEH C JIEBBIM IPEACEpan-
€M, B PE3yJIbTaTe YEro JEro4YHbli BEHO3HBIM BO3BpaT,
BHE 3aBHCUMOCTH OT THIIA IOPOKa, IPEHUPYETCS
B OacceliH CUCTEeMHBIX BEH M Jlajiee B MPABbIC OT/ICIIbI
cepaua [3]. McxonHble aHATOMHUYECKHE HapyLICHHS
(opMHUPYIOT NATONOrNYECKHe M3MEHEHHS! IeMOINHa-
MUKH B BHJIE TIEPETPY3KH MPABBIX OTAEIOB 00BEMOM
U JaBJICHUEM C Pa3BUTHEM JUIIaTAllUH TPaBbIX KaMep
cepana [4]. OTcyTcTBUE MPIMOTO COSAUHEHUS JIETOU-
HBIX BEH C JIEBBIM TIPEACEPANEM CO3[aeT OMOCPEIO-
BaHHYIO IIPEAHAIPY3KY K JIEBBIM OTAEIAM CEPALA, YTO
BEAET K YMEHBLICHHUIO JIeBbIX Kamep cepauna. Couera-
HUE aHATOMHYECKUX M TeMOJNHAMUYECKHX (PaKTOPOB
MOJKET OTpa)kaThCsd Ha PacIpOCTPAHEHUH DIIEKTpPUUE-
CKOTO HMIIYJIbCa, PETUCTPUPYEMOr0 Ha 3JIEKTPOKap-
auorpamme. Kpome Toro, qanHble psijia HCCIEA0BaHUHI
JEMOHCTPHUPYIOT PaclpoCTPaHEHHOCTh TPOOIEMbI Ha-
pyIIEHU pUTMa U MPOBOAMMOCTH Y MAIUEHTOB B OT-
JTAJICHHOM II€PHO/IE TIOCIIE XUPYPTrUUECKOW KOPPEKIIUH
TAJIJIB, B TOM 4HClI€ C aCHMITOMHBIM KIUHHYSCKUM
TedeHueM. Vcxoas u3 3Toro, 1enbko HacTosmei pado-
THI SIBJISICTCS TOMCK «crenuduaeckux» DK -mapkepos
JTAHHOTO TOPOKa, UMEIOLIUX 3HA4Ye€HUe MPH MPOBEIe-
Huu JudQepeHnanbHOi JUarHOCTUKY KPUTUUECKUX
COCTOSIHMH Yy JeTel, a TakyKe aHaju3 OCHOBHBIX Ia-
pametpoB OKI' y neTeil ¢ TOTalbHBIM aHOMAaJBHBIM
JPEHAKOM JIETOYHBIX BEH JIO M TOCJE ONepaTHBHOIO
BMeIIATeNbCTBA JJIsi ompeneneHus 0Oa3oBoro OKI
naTTepHa, €ro U3MEHEHUH B IIOCJICONIEPALIUOHHOM IIe-
pHoJie C LENbI0 YCTaHOBJICHHSI IOTCHIMAIIBHBIX Hapy-
LIEHUH PUTMa M TPOBOAMMOCTH y AaHHOW KaTETOpPHH
MaIMeHTOB.

MATEPWUAIJIbl W METOADbI

B paGorte ObUIM UCIOJIB30BaHbI JIAHHBIC TAI[UCH-
TOB JIETCKOTO BO3pacTa, OMEPHUPOBAHHBIX IO MOBOIY
TOTAJFHOTO AHOMAJBHOTO JIpEHaXka JIETOYHBIX BEH
C JABYXXKEIyIOYKOBOH (HU3HOIOTHEH KpoBooOparie-
Husl (manueHTsl ¢ coueTaHHbiMU BIIC u yHUBEHTpH-
KYJSIDHBIM KpPOBOOOpaIieHneM B paboOTy HE BKJIIO-
YJaJINCh). CrangapTHas IIEKTPOKAPIUOT paPus
BBITNIOJIHSLIIACH B 12 OTBEIEHUIX Ha CKOPOCTHU 3anucu 50
MM/c, ¢ ycunenuneMm o 20 MB. U3mepsnack ninurens-
HOCTh M aMILTUTY/a 3yOnia P, IiIuTe1bHOCTh HHTEPBA-
nma PQ, kommiekca QRS, uatepBana QT, onenuBaics
OCHOBHOW HMCTOYHMK PUTMa, 3aMEMIAIONIUX PHUTMOB,
AB nucconuanuu, AB Giokanbl U T.11., TPOBOAMIIACH
ornenka YCC (cpennelt, MUHUMATIbHON U MaKCUMAaJlb-
Hoii). IIpu onenke UCC w MHTEpBATbHBIX 3HAYCHUUN
OKT 3a 3TamoH HOPMBI MPUHUMATUCH 3HAYCHUS, T10-
JTy4eHHBIE B XOJ€ KIWHUKO-3MHUIEMHOIOTHYECKOTO
uccnenoanus «IKI[-ckpuHUHT AeTel U TOJPOCTKOB
Poccuiickoit @eneparuny» [5]. [IpoBoamnacek oneHka
3JIEKTPOKAPIUOTPAMMEBI TIAIIUEHTOB B JIOOTICPAITHOH-
HOM H TIOCJIEONIEPAIIHIOHHOM IIepHOJaX, C BBITIOIHE-
HHUEM CpPAaBHUTEIBHOIO aHaln3a JOONEPALMOHHBIX
u nocneonepannoHubix gaHubXx OKI. Cpennuil Bo3-
pact mamuenToB coctaBuia 2 + 2,47 (0,03—12) mecs-
1ieB. Ha goomnepanmoHHOM STare U B paHHEM ITOCIIE0-
MEPAIMOHHOM TIepHo/ie OBLIIH TPpOaHATN3UPOBaHEI 30
HCCIICIOBAHUIN MAIMEHTOB, U3 KOTOPBIX CyIMpaKapau-
aJIbHBIN THI MOPOKa ObLT JUATHOCTUPOBaAH B 17 ciy-
qJasiX, KapAuaJbHBIA — B 7 cIydasx, mHppaKapauaib-
HbIi — B 3 cilydasix U CMEUIaHHbIH — B 3 ciyyasx
TAJJIB. B otnajieHHOM MOCJIEONEPALIMOHHOM IEpU-
one nposeaeHa oreHka DK™ maHHbpIX 22 ManUeHTOB.
IIpu poBeaeHNN KOTUYECTBEHHBIC TapaMEeTPhI OTpa-
JKEHBI B BUE cpenHero = SD u ¢ pazMaxoM min-max,
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JUIs OLIEHKH CTaTUCTUYECKOW IOCTOBEPHOCTH pa3-
JIUYNHA aHAJIU3UPYEMBIX IOKa3aTejaed HCIOIb30BaH
T-xputepuil YUIKOKCOHA, BbISBICHUS KOPPEISALIMOH-
HBIX cBsizell — kputepuii Crimpmena (Statistica 10.0,
StatSoft. Inc., USA).

PE3YJIbTATbI

[lpn ananuse AOONEPAMOHHBIX SJIEKTPOKAPIHO-
rpaduueckux gaHubIX 30 nereir ¢ TAJIJIB peructpu-
pOBaICsl CHHYCOBBI PHTM, yBEJIMYCHHE DIICKTpPHUC-
CKOM aKTHBHOCTH mpeacepauii BeisieneHo B 21 (70 %)
ciydJae, mpaBoro xkenymouka — B 20 (66,6 %) ciyua-
ax, B 16 (53,3 %) ciiygasix ompenensuioch coueTaHHOE
MTOBBIIIICHHUE JJIEKTPHIECKON aKTHBHOCTH MPEICEPIUi
U [IPaBOro KeJTyJ0uKa, YTO OTPakaeT TeMOJMHAMHUKY
MOpPOKa B BHJIE MEPErpy3KH MpaBbIX OTACIOB CepAla
o0beMOM U JaBiieHWeM. HapylieHue BHYTPHIKENY-
JIOYKOBOH ITPOBOIUMOCTH OBII0 BEIsIBIICHO Y 12 (40 %)
nereit, [IBITHIIT — B 1 (3,3 %) ciryuae, 6mokania rme-
penne-BepxHero pazsersienusd JIHIII — B8 1 (3,3 %)
ciryyae.

JmurenbHOCTS 3y0O1a P cocrapmma 62,6 = 10,6 (40—
80) mcek, naTepBaia PQ — 104,1 £ 15 (80—160) mcex,
komriekca QRS — 64,3 + 13,5 (40—-100) mcek, uHTED-
Basma QT — 253,1 + 29,5 (210-350) mcex, D0C(<a) —
130,9 + 44,4 (-70-185).

[IpoBenenre KOPPEIAIMOHHOTO aHAIN3a BBISBUIIO
npsiMmyro B3auMocBs3b (p < 0,05) mMexay BozpacTom
MAUEHTOB U 3HAY€HUEM JIJTUTEeNbHOCTH 3youa P (p =
0,52) u kommnexkca QRS (p = 0,64), a Tak:xe UHTEepBa-
ma PQ (p = 0,43) (puc. 1). JlocToBepHON KOPPEISITUN
MEX/y THIIOM TOpPOKa, HAJTHMYHEM JI0ONEePaHOHHON

00CTPYKIIMH JISTOYHOTO KPOBOTOKA, pa3MepaMU JIEBO-
ro xenyaouka u qaHHbIMU DK BbIsSIBIIEHO HE OBLIO.

IIpu omenke mocieonepanmmoHHbIX HaHHBIX KT,
nony4deHHbIX Ha 9,3 + 6,5 (2-30) cyTku mocie mpose-
JICHUSI XUPYPTrUYECKOW KOPPEKIMH MTOPOKa, JTHTEITh-
HOCTb 3yoOma P cocrapmia 53,9 £ 10,8 (30-80) mcek, uH-
tepBaita PQ — 103,9 + 21,4 (50-160) Mcek, koMIekca
QRS — 62,3 +£ 10,8 (40-100) mcek, maTepBana QT —
285,5+32,4(220-350) mcex, DOC (<a)— 123,2+41,5
(-70+ 170). B 25 (83,3%) naOmromeHusix peru-
CTPUPOBAJICS CUHYCOBBIN puTM, emie B 4 (13,3 %) —
SKTONMNYeCcKui npencepansid, B 1 (3,3 %) — y3mnoBoii
putMm. [loBBITIIEHHAs AIEKTpUYECcKast aKTHBHOCTD TIPE/I-
cepauii ompeznersiack B 9 (30 %) cimywasix, nmpaBoro
xkenynouka — B 16 (53,3 %) caywasx, B 7 (23,3 %)
CIIy4asgX — COYETAaHHOE YBEJIWYEHHE DIIEKTPUYECKON
AKTUBHOCTH IIpEACEPANI U ITpaBoro xenyaouka. [Tomy-
YEHHBIE JJIEKTPOKapAnOTpadUIecKre TaHHBIE TOO0TIe-
PaLMOHHOTO M TOCIEONEPAOHHOT0 nepuoaa 0000-
IICHBI U MTPEJICTABIICHBI B Ta0MIIe 1.

[Ipu cpaBHUTENHFHOM aHAIM3E JOONECPAITUOHHBIX
U TIOCJIeOoNIepainoHHbIX JaHHbIX DK, cTaTncTHIecKn
nmoctoBepuble paznuuus (p < 0,05) ObuUTH BBISBICHBI
s 3youa P u unrepanos QT, a takxke DOC, koTo-
pble mpescTaBieHbl Ha pucyHke 2 (a, 0, B).

B nmanpHefimem Hamu ObliIa MPOBEJCHA OIICHKA OC-
HOBHBIX AJIEKTPOKAPIUOTPAPUIECKIX XapaKTEPUCTHK
y 22 marnuenToB (ot 2 mo 19 net) ¢ TAJIJIB B otna-
JIEHHOM TIociieonepalioHHoM mnepuoze. Ilpu cormo-
CTaBJICHUU OCHOBHBIX 3JICKTPOKapAHOrpaGuuecKux
XapaKTEePHUCTHK TAlMEeHTOB, MOJYyYEHHBIX B PaHHEM
¥ OTAAJIEHHOM TIOCJIEOTIEPAIMOHHBIX TepUoax, Obliia
BBISIBJICHA CTATUCTHYECKH JIOCTOBEpHAs pa3HHUIIa 3y0-

Koppenauua sospacta nauueHTos 1 3K gaHHbIX

130 pre———

120} o
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100 J&

Bozpact (aHu)

————

—
RSP pevmt e o

| "= 3ybeyP
,,,,,,, “i uHTepean PQ

366 “e,, komnneke QRS

Puc. 1. Koppensauua sBo3spacta naumeHToB ¢ TAAJIB ¢ paHHbIMU 3neKTpoKapauorpadpum
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oB P (p =0,01) u QRS (p = 0,002), uarepsanos PQ (p
=0,03) u QT (p < 0,001), a TaKKe MOIOKESHUS IITCKTPH-
yeckoit ocu cepana (p < 0,01), ogHaKO ATH U3MEHEHUS
HE HOCHJIM NMATOJOIMYEeCKUH XapaKTep, YKIIaJbIBascCh
B PaMKH «B3pOCJICHUs» manueHToB. OMHAKO MO pe-
3yJIBTaTaM 00CIICIOBAHHUSI CHHYCOBBIN PUTM PETUCTPU-

I I . CEPOEYHO-COCYOMNCTbLIE SABONTEBAHNA | CARDIOVASCULAR DISEASES

poBasics nuiib y 27,3 % ManueHToB. Y BCEX OCTallb-
HBIX MauueHToB (72,7 %) MMenu MecTo MPOSBICHHUS
mucynkuunu cunycosoro ysna (IACY) B Buzae peru-
CTpaIiy MUTPAIlMU BOAUTENS puTMa y 68,2 %, ann3o-
JIOB 3KTOIIMYECKOr0 npeacepaHoro purma —y 27,3 %
u putMa u3 AB coenunenus.

Ta6nuua 1. VicxogHble N paHHME nocsieonepaLuoHHble XapakTepucTtukm K

y naumeHToB ¢ TAOJIB

o onepauuu Mocne onepauuun
Mean + SD Min + Max Mean + SD
P 62,6 + 10,6 40 + 80 53,9 +10,8
PQ 104,1 + 15 80 + 160 1039 £ 21,4
QRS 64,3 + 13,5 40 + 100 62,3 +10,8
QT 253,1 + 29,5 210 + 350 285,5 + 32,4
20C 130,9 + 44,4 -70; 185 123,2 + 41,5
P,ﬂOM nocne onepauny QTJEI,D W nocne onepauynn
80 340
75
320 —T
70
65 300 [
Y60 gzso .
55
]
| — 5+
240

45

40

1

220

a bo Mocne 5] No Nocne
* Mean [ Mean®SE T Mean+5SD e Mean [ MeanxSE T Mean+5SD
30C go v nocne onepauvn
180
160 —
140 ,__1‘_1
120
a
8 L ]
=
100
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40
B Jo Nocne
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Puc. 2. Pe3synbTaTbl CpaBHUTENbHOIO aHasiu3a A0~ 1 nocsieonepauuoHHbiX KIM-pgaHHbIX
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OBCYXKAEHUNE

OTcyTCcTBHE MPAMOTO IPEHUPOBAHUS JIETOYHOTO
BEHO3HOTO BO3BparTa B JIEBOE IIPEACEepane CO3JaeT
0CcOo0yI0 TeMOAMHAMHUYECKYI0 KapTHUHY, MPH KOTO-
pOM CUCTEMHBIM M JIErOYHBIA BEHO3HBIA KPOBOTOK
IpEeHUupyeTcss B MpaBoe MpeAcepiue, BHE 3aBUCH-
mocTtH oT tuna TAJIJIB. CnencTBueM naHHBIX aHa-
TOMHUYECKHX HAPYIICHUNA U WX TEMOIMHAMHYCCKUX
MPOSIBJICHUN SBISIETCA BBIpaXKEHHAs TIeperpy3Ka
MPaBBIX OT/EJIIOB OOBEMOM U JIaBJICHUEM, YTO BEICT
K IUJIaTalliy MPaBbIX KaMep cep/iia, a TAK>Ke JIeBO-
CTOPOHHEHN JIeBUALIMU MEXKEIYIOUYKOBOU Iepero-
ponxkwu [6, 7].

Kpome Toro, orcyTcTBHE TPSAMON MpeaHATPY3KHU
JIEBBIX OTAEJOB CepJlla BEAET K YMEHBIICHUIO pa3-
MEpOB JIEBOI'0 TPEeACEPIHS U JEBOI0 Kenyaouka [8].
JlaHHBIC aHATOMO-TEMOJUHAMHUYECKHUE ACIEeKTHI I10-
poKa co37at0T MPEANOCHIIKH IS BO3MOXKHOTO (op-
MHPOBaHHS OCOOCHHOCTEW PacIpOCTPAHEHUS DIIeK-
TPUYECKOT0 UMNYyibca. B pe3yabrare mpoBeIeHHOTO
aHaJim3a JaHHbIX nanueHToB ¢ TAJIJIB Ha moome-
PAIlMOHHOM 3Tare 0XHJIAeMbIX «CHEIU(DHICCKUX
OKTI-niposseiiernii TA1JIB BeisiBaeHO HE ObLTO. [
JIETe C JaHHBIM MOPOKOM XapaKTEePEeH CHHYCOBBIN
PUTM C OCHOBHBIMH 3JICKTPOKaAPAUOTpaPUUISCKUMHU
nmapaMeTpaMu, OTPAKAOIIUMHU THUIEPBOIEMHUYE-
CKUU THUN KPOBOOOpAIIEHHS MaJIOrTO0 Kpyra KpOBO-
oOpateHus ¢ meperpy3Koi MpaBbIX OTIEIOB 00be-
MOM U AaBieHueM y nauueHtoB ¢ TAJ{JIB, kotopble
KOppeaupyroT ¢ Bo3pacToM nanueHTos. Hopmanusa-
LM BHYTPUCEPICUHON TeMOIMHAMHUKH CIIOCOOCTRY-
eT PeAyKIIMH TIeperpy3Ky MpaBbIX OTAENOB CepAla,
C JOCTOBEPHBIM yMEHBIIICHHEM JUTUTEIBHOCTH 3y0-
ua P mo cpaBHEeHUIO C 1OONEPALIMOHHBIM MIEPUOIOM,
a TaKXe YMCHBIICHUEM OJJICKTPUUECKONH aKTHUBHO-
CTH TPaBbIX OT/AENIOB cepaua. Mcxons U3 momydeH-
HBIX JaHHBIX, y nainueHToB ¢ TAJIJIB He BbIsSIBIEHO
«cneuuduuecknx» IDKI-nposiBreHuit mopoka mnpu
CTaHJapTHOM oanekTpokapauorpadun, OIKI-kap-
THHA XapaKTEepHU3yeTCs IMpU3HAKAMU TMEperpy3Ku
MpaBBIX KamMep O0BEMOM M JIaBJICHUEM, C TTOJOKH-
teapHOM OKI-muHaMuKOW T10ciie HOpMajlHu3aluu
BHYTPHUCEPACYHON I'eMOJAMHAMUKU. DJIEKTPOKAPIIH-
orpaduueckoe obOcieqoBaHUE, MPOBOAMMOE y Ia-
LMEHTOB B paHHWE CPOKH IOCJIE ONEePaTHUBHOIO Jie-
YEHWS TIOPOKa, HE BBIABUIIO THIIWYHBIX HAPYIICHUN
pYUTMa U TPOBOJMMOCTH, aCCOIIMUPOBAHHEIX C pe-
KOHCTPYKTUBHBIMHM BMEIIATEIbCTBAMHU Ha YPOBHE
MpeacepaAnil, 0OTHAKO BbISIBJIEHUE BBICOKON 4aCTOTHI
IUCPYHKIIMH CHHYCOBOTO y3J1a B OTAAJICHHOM IIe-
puozne TpebyeT MpOBEICHUS PETYIISIPHOTO 00CIeno-
BaHUS OONbHBIX mocie koppeknuu TAJIJIB, B Tom
YHCJIe aCHMIITOMHBIX TAIIMEHTOB [9].
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PE3IOME

CBoeBpeMeHHasl JMarHOCTUKA CepACYHO-COCYANCThIX 3aboneBanuii (CC3) y nui, 3aHMMAa-
IOIIUXCS CIIOPTOM, M JUHAMHYECKOS HAONIOJICHHE 32 HUMH HMCIOT Ba)KHOE 3HAYCHUE IS
nepBUYHON NpodrirakTuky BHe3anmHoU cepaeunoit cmeptu (BCC). B Hamem uccnenoBanun
MIPEICTaBICHBl KIMHUKO-HHCTPYMEHTAIBHBIC CBEJICHUS O COCTOSTHUH 370POBBS FOHBIX aTie-
TOB, IMEIOIIUX Pa3IMYHBIEC CEP/IEYHO-COCYIUCThIE OTKIIOHEHUs. [Ipomomkenne AMUTeTbHOTO
MPOCIIEKTUBHOTO HAOIOIEHHUS 32 HECOBEPIICHHOJIETHUMH CIIOPTCMEHAMHU Oy/IeT CITIOCOOCTBO-
BaTh MPUHSTUIO ONITUMAIBHBIX PEIICHUH MTPH MEPCOHUPUIIMPOBAHHON OIICHKE UX COCTOSIHHUS,
HaIPAaBJICHHBIX [JIABHBIM 00pa30M Ha OXpaHy 3/I0POBbs IOHBIX ATJCTOB U Pa3BUTHE UX CIIOP-
TUBHOM Kapbephbl.

KaroueBble ci10Ba: BHE3aIHAs cepacuHas CMEpTh, ACTH, Kap[[HOBaCKyJISIpHLIfI CKPHUHHHI, CCP-
ACUYHO-COCYAUCTBIC 336OHCB3HI/IH, CIIOPT, FOHBIC CIIOPTCMCHBIL.
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mepoypea ¢ cepOeuHo-cocyoucmuimu 3a001esanuamu. Poccutickuil Jcypran nepcoHanuzupo-
sannou meouyunvl. 2023;3(2):31-37. DOI: 10.18705/2782-3806-2023-3-2-31-37.
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ABSTRACT

Early diagnosis of cardiovascular diseases in people involved in sports, and dynamic moni-
toring of them are important for the primary prevention of sudden cardiac death. Our study
presents clinical and instrumental information about the health status of young athletes with
various cardiovascular abnormalities. Continued long-term prospective follow-up of underage
athletes will contribute to the adoption of optimal decisions in the individual assessment of
the athlete’s condition, aimed mainly at protecting the health of a young athlete, as well as
developing his sports career.
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Cnncok cokpamenuii: AB — aTpuoBeHTpUKYIISIp-
Hasi, BC— BHe3annas cmepth, BCC — BHe3amHas cep-
neyHasi cmepth, CMU — cpenctBa maccoBoid nHGpop-
manuu, CC3 — cepaedyHO-COCYIUCTHIE 3a00JICBAHUS,
CCC — cepneuno-cocyauctas cuctema, ®H — ¢usn-
yeckast Harpyska, OKI' — snexTpokapauorpadus.

BBEAEHUE

B nacrosmee BpeMs mpoOiemMa BHE3aITHOW CMEPTH
(BC) mponomkaeT octaBaTbCs BaKHEUIEH B KIMHH-
YECKOW W CIOPTUBHOW KapauoJioruu. Ee u3ydeHuro
MOCBSIIIIEHO HEMAJIO MCCIE0BAaHUN U aHAJIMTHUECKUX
0030poB [1-4]. Okomno 90 % ciyuaeB BC y cioptcme-
HOB IIPUXOAUTCS Ha MTATOJIOTHIO CEPAEIHO-COCYTUCTOM
cucteMsl (CCC) [4].

BesycnoBHo, perynspHas ¢(usnyeckas Harpyska
(PH) crnocoOcTBYeT CHIDKEHHUIO PHCKA PA3TUIHBIX
3a00JIeBaHN, B TOM YHUCIIE KapIHOJIOTUYECKUX U OH-
KOJIOTMYECKHX, a TaK)Xe OKa3bIBaeT OJaronpusiTHOE
BIMSIHUE Ha TEUeHHH aemnpeccuu [5]. OgHako B psnae
UCCIICIOBAHUN Takke ObLIO MOKa3aHO, YTO CIOPT,
0co0eHHO TTpoheCCHOHATBHBIHN, BCIEACTBUE OOJMBITHX
unteHcuBHbIX ®H conpsixen ¢ puckom BCC [4]. Ho-
CTaTOYHO padoT MOCBSIICHO cpaBHEHUIO prckoB BCC
y CIIOPTCMEHOB M MOJIOJBIX JIO/IeH, HE CBSI3aHHBIX
¢ uaTtencuBHor ®H. Tak, B Mrtanmuu BBISBUIIH, UTO
BeposiTHOCTH BCC y mOoAPOCTKOB M MOJIOABIX JIFOAEH,
3aHUMAIOIINXCA CIIOPTOM, B 2,5 pa3a Bbiie [5]. Opan-
LY3CKHE UCCIIEIOBAHUS MOATBEPKIAIOT 3Ty B3aHUMOC-
Bs3b. [lo MX naHHBIM, QuU3HUEcKass aKTUBHOCTH B 4,5
pa3a moBeimaeT puck BCC y mui B Bo3pacte 10-35
JIET, 3aHUMAIOLUXCS] CHOPTUBHOU €A TEIBHOCTHIO [2].
B noxoxewm ananuze B Coenunenubix Illtatax Ame-
puku oTHocuTenbHBIN puck BCC y atneToB Mosooro
BO3pacTa B 3,05 pasa BEIIIE, YeM Y OOBIYHBIX IITKOJIb-
HUKOB U CTYICHTOB [3].

Onnako TouHas pacrnpocTpaneHHOcTh BCC y roHBIX
CIIOPTCMEHOB OCTAeTCA HEM3BECTHOM, TaK KaK MHOTHE
WCCIICIOBAHUS BKJIIOYAIOT OOJBIIONH BO3PACTHOM OX-
BaT C CYUIECTBEHHOM JOJEH MOXKMIIBIX yYaCTHUKOB,
YTO MOXET 3HAYMTEIIFHO OTPa’KaThCs Ha ITHIEMHUOIIO-
TUYECKUX TOKAa3aTeNsiX, a TaKKE B CBS3H C TEM, UTO
OOJIBITMHCTBO UCCIIEIOBAHNN OCHOBBIBAETCSI Ha OTYE-
Tax Bpayei WM CBEACHUSIX U3 CPEJCTB MACCOBOM MH-
dhopmarun (CMHU). TlosTomy coobimaemast B IuTepa-
Type dyactota BCC y IOHBIX CIIOPTCMEHOB pa3IndHA.
Tak, no nanubeiM EBpornielickoil accourauuu cepaeaHo-
ro putma, kaxasiid rog y 1-2 uz 100 000 cnoprcme-
HOB B Bo3pacte oT 12 mo 35 net ¢puxcupyrot BCC [5].
B uwranpsHCKOM WCCIeOBaHUM JaHHBIA ITOKA3aTelb
coctasisieT 3,6 Ha 100 000 B rox [6]. AMepUKaHCKUI
Peructp BC MonmonpIx CriopTCMEHOB AEMOHCTPUPYET
1o 115 cmyuaes BCC B rox [7].

Cnenyer ormeruth, uto B Poccum Bompoc BCC
B CIIOPTE B CPAaBHEHHUH C APYTUMH CTpaHAMH MaJo U3-
y4eH U TpeOyeT MPOBEACHHS OOJBITNX HCCICIOBAHMM.
OduunanbHEIX OTEYECTBEHHBIX JAHHBIX O YacTOTe
BCC y cnoprcmenoB HeT. B 0CHOBHOM BeCh OIBIT W3-
yUeHHs JJaHHOM MpoOIeMbl TpelicTaBleH nH(opmany-
et o Hekotopeix ciaydasx BCC 8 CMU u ennHUYHBIX
myomukanusx. Tak, mo gaaaeM JI. M. MakapoBa u co-
aBTopoB 3a 2016-2017 rr., nokaszarens yactorsl BCC
cpenu MOJOABIX cropTcMeHoB coctaBui 1,4:100 000
B rox [8]. [Ipu 3TOM ciopTcMeHBI, UMeromue 3adoie-
BaHUS CepiIia, MOABEpPraTcs B 2,8 paza OoibIIeMy
pucky BCC, uem nuna, He 3aHUMAIOUIUECS CIOPTOM
[7]. BesycnoBHo, nobast mpodeccHoHaIbHAS CHOP-
TUBHAs JESITEIBHOCTh TPeOyeT MOBBIIICHHOTO BHUMa-
HUS K 3/I0POBBIO CIIOPTCMEHOB, OCOOEHHO CO CTOPOHBI
cepama. OCHOBHOW MepOU MEepBUYHON MPOPMITAKTHKH
BCC y cnoprcMeHOB siBiIsieTcs KapAUOBaCKYJISPHBIN
CKPMHMHI, IJIaBHasl 11eJIb KOTOPOTO — BBISIBIEHUE pPa-
Hee He auarHoctupoBaHHbX CC3, acCOMMMPOBAHHBIX
C BBICOKMM PUCKOM Pa3BUTHsI HEOJIArONPUATHBIX COObI-
tuil. Ha teppuropun Poccuiickoit denepaunu ckpu-
HUHT Y JIML, 3aHUMAIOLIMXCS CIIOPTOM, HPOBOIUTCS
cortacHo npuka3y Munsapasa P® ot 23 oxrsa6ps 2020
r. Ne 11441 (mo 2021 1. nefictBoBan npukas Ne 344m).

Crneayer MNONYEPKHYTh, UYTO MOJOIOM BO3PACT
CIIOPTCMEHOB HE CITY>KHT T'apaHTHEH 340POBbsI CO CTO-
pousl cepaua. [losTomy pacmo3HaBanme 3aboneBa-
HUW Ha paHHEM dTare, 0COOEHHO B OTCYTCTBHE KJIH-
HUYECKON KapTHUHBI, KpailHEe Ba)KHO, TaK KaK UMEHHO
0ECCUMITOMHO MPOTEKAIOMIasl MMATOJOTUs MPEeACTaB-
JsieT HauOOJBIIYIO onacHOCTh. [Ipu BeIsIBIEHUU cep-
JIEYHO-COCY/IUCTHIX OTKJIOHEHHI BO3HHKAeT BOIPOC
JIOTTyCKa CIIOpPTCMEHa K TPEHHPOBOYHO-COPEBHOBA-
TeJIBHOMY IIpoueccy. JnarHocTupoBaHbl MOT'YT OBITbH
KaK MNaTOJIOTMYECKHE COCTOSIHHUS, TaK U CTPYKTYp-
HO-pyHKIMOHANBHBIE u3MeHeHus: CCC, BO3HUKIIHE
BCJIC/ICTBUE WHTEHCHUBHBIX (PU3MUYECKUX TPEHUPOBOK,
KOTOpBIE 3a4acTyl0 rpaHuyvaT ¢ Hopmoil. [loaTomy cy-
LIECTBYET PUCK HEJOOLEHKU MM YPE3MEPHON MHTEP-
MpEeTalMy OJIYYCHHBIX B X0/1¢ 00CIeI0BaHUS Pe3yib-
TaToB. [[715 MpaBUIIbHOTO pelIeHts BOIPOca O JOMYyCKe
K criopTy nun ¢ CC3 uiu morpaHuIHBIMU COCTOSHHU-
SSIMH BO3HHKAeT HEOOXOAUMOCTEH cOopa Ooree A0To-
CPOUYHBIX KIMHUYECKUX JTaHHBIX O HUX.

B nactosimee Bpems B Poccun, HecMOTps Ha akTy-
aJbHOCTD BOIIPOCA, CBEIEHHUS O 3/I0POBbE CIOPTCMEHOB
JETCKOTO BO3pacTa orpaHuueHsl. CucTemMaTHYecKue
HCCIICIOBAHUS 110 OTAEJIBHOMY M3YUYCHHIO OCOOCHHO-
CTel TeUEeHHUsI U PUCKOB BBISIBIEHHBIX H3MeHeHn i CCC
y HECOBEpIIEHHOJNETHNUX CIOPTCMEHOB B Halleil cTpa-
HE He MMPOBOAMINCE. Takke Hen3BeCTHA TOYHAS YacTO-
ta CC3 y Mononbix croprcMeHoB. OTcyTcTBHE O(H-
LUaJIbHBIX peructpoB 3adoneBanuit CCC y arneros
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3aTPYAHSICT Kak JHHAMUYCCKOE HAOMIOICHHE 32 HUMH,
TaK ¥ BO3MOXKHOCTH OlleHKH prickoB BC. Borpocsr no-
MyCcKa/HeIOMyCKa K TPEHUPOBOYHO-COPEBHOBATEIBHO-
MYy TIPOLIECCY MPHU Pa3TNYHBIX OTKJIIOHEHUSX B paboTe
CCC B Poccun perieHBI He TIOTHOCTHIO M COBCEM HE 3a-
TParuBalOT HECOBEPIICHHOIETHUX CIIOPTCMEHOB, KaK
crenu(pUUECKyI0 U OTACIBbHY0 KaTerOPHIO JINII, 3aHH-
MAFOIIUXCS CIIOPTOM.

LEJIb NCCNNEQOBAHNA

OueHuTs CTPYKTYpy M pacupocTpaHeHHOcTs CC3
y yUamuxcsi CHopTUBHBIX 11Kod T. CankT-IlerepOypra
B Bo3pacTe 6—18 JIeT ¢ MOMOIILIO0 BEACHUS AJICKTPOH-
HOI1 0a3bl TaHHBIX.

3A0A4YN NCCNEAOBAHNA

1. Co3marp 6a3y JaHHBIX U CHCTEMaTH3HPOBATH
ceefeHns o CC3 y ydYalMXcsl CHOPTHUBHBIX HIKOJ
r. Cankr-IlerepOypra B Bo3pacte 6—18 mer.

2. IIpoananusupoBaTh pe3ynbTaTbl CKPUHUHIO-
BOr0 00CJIEAOBaHMS MOJIOABIX CIIOPTCMEHOB HLIKOJ T.
Cankr-IletepOypra B Bo3pacte 6—18 mer.

3. Ouenuts pacnpoctpaHeHHocTs CC3 u ycra-
HOBUTH HamOoJee YacTO BCTPEYAIOIIUECS CTPYKTYp-
HbIe aHOMAJINH CepAlla U HapyIIeHUsI pUTMa U POBO-
JUMOCTH CepaLa.

MATEPWAJ1bl N METOADbI

B HCCIICAOBAHNN NPUHHUMAJIM Y4YaCTHUE MAJIBYUKHU
¥ IEBOYKHU OT 6 1o 18 j1eT BKIIIOUUTEIIHLHO, 3aHHMAaK0-
[Iyecst CopToM Ha 0a3ax CIOPTHUBHBIX IIKOJ OJIFM-
nmiickoro pesepra r. Cankr-IlerepOypra. Mccnenosa-
Hue BoinosHeHo Ha 6aze CII6 I'BY3 «MexpaiioHHBIN
BpadeOHBIH GU3KYNBTYpHBIN nucmancep Ne 1». Omo-
OpeHue JOKallbHOTO OJTHYECKOTO KOMHUTETa MEIH-
IIMHCKOTO YYPEKJCHUS W TOJINUCAHUE IMAIMEHTAMHU
WH(POPMHUPOBAHHOTO COTJIACUS SBIISIIUCH O0sI3aTeIb-
HBIMU YCJIOBUAMU AJIsI YHACTHA B IIPOrpamMmme. ITocie
MOANMCaHUs WH()OPMHUPOBAHHOT'O COTJIACHS MaIlUeH-
THI 3aIOJIHSUIH ONMPOCHUK C MPEIOCTABICHUEM CBOHMX
KOHTaKTHBIX JIAHHBIX, HH(QOpPMAIUKU O HATUYHK (ak-
TOpoB pucka u anamueza CC3.

PazpaboTka 35meKTpoHHO# 0a3bl JAHHBIX ITPOXOIU-
na B ®I'BY «HMMUII um. B. A. Anmazosa» Munszapa-
Ba Poccum.

B nepuon ¢ centsiops no Hostops 2020 rona mpoa-
Hanmu3upoBaHo 5 600 aMOyJaTOpHBIX KapT ydamiuxcs
CIIOPTHUBHBIX IIKOJ B BO3pacTe 6—18 jieT, mpoxoaus-
IUX AUCIIaHCepHu3aIuto cornacHo [Ipuka3zy Munzapa-
Ba P® Ne 314n. U3 wux 102 (1,8 %) pebenka umenu
natojyioruto co croponsl CCC (78 (76,5 %) manpun-
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koB). CpeHMi1 BO3pacT CIOpTCMEHOB cocTaBuia 12,9 +
2,43 roga. Ha ocHOBaHUM pe3yibTaTOB UX yTIyOJIeH-
HOTO MEIWIIMHCKOTO OoOCJenoBaHus Obljla CO3/1aHa
ANIEKTPOHHAS 0a3a MaHHBIX, COMEPIKAIIIAs CIEAYIOIIHe
CBEJICHUSI: KaJI0ObI, CEMEHHBI aHaAMHE3, JaHHbIE (u-
3MUYECKOT0 Pa3BUTHS, PE3YJIbTAThI JIJAOOPATOPHBIX HC-
CJenoBaHUM (KITMHUYCCKUH 1 OMOXMMUYCCKIH aHAIH3
KPOBH, OO aHAN3 MOYH), DIEKTPOKAPIUOT padus
(OKT'") mokosi, ¢ ®H 1 BOCCTaHOBUTEIBHOTO MIEPHO/IA,
cytounoe MoHutopupoBanue OKI, cyTrounoe mMoHuU-
TOPUPOBAHHUE apTEPUATIBHOIO JaBJICHUS, SXOKapiu-
orpadus nokost u ¢ @H, marpysounsie mpoosl. baza
JTAHHBIX PEryJSPHO MOTONHSAETCs. BrImonHeHa crtaTu-
cTUYecKass 00pabOTKa JaHHBIX MPU IMOMOIIH MTAKETOB
nporpamm Microsoft Excel 2003.

PE3YJIbTATbI

Co3znanHast HaMU 3JEKTPOHHAas 0a3a JaHHBIX OblIa
3aperucTpupoBaHa B PocrmareHTe, W MOJIyYeHO CBU-
netenbetBo Ne 2020622555 ot 16 nmexabpst 2020 T
AHanu3 pe3ysbTaToOB KapAMOJOTHYECKOTO CKPUHHUH-
ra mnokasai, uyrto y 60 (58,8 %) cnoprcMeHOB peru-
CTPUPOBAIKCH HApyUICHUS PHUTMa U MPOBOIUMOCTH
cepana. Cpeny HUX Yalie BCEro BCTPEUATUCH JKEIy-
JOYKOBBbIE apUTMUHU, KOTOPbIE OBbLIN IHAarHOCTHUPOBA-
Hbl y 35 uenosek (34,3 %). Ilpu stom y 2 (2 %) cnop-
TCMEHOB JKEJIyI0UKOBasi apUTMUSI PErHCTPUPOBAJIACDH
Ha pone ®H. HamxenynoukoBble HapylIEHUS pUTMa
HaOmonanucy y 12 cnopremenos (11,7 %). denomen
WPW 3apeructpupoBan Tonbko y 2 yuamuxcs (y 1
NanueHTa — MHTePMUTTUPYIOWUH Tul, y 1| — ma-
Hudectupytomuii Tum). CuHycoBas OpaauKapaus
oTmeuanack y 7 (6,9 %) roubix atineroB. CamMbIM 4a-
CTBIM HApYLIEHHEM IPOBOIMMOCTH Oblila HETIOJIHAS
Onokazna mpaBoi HOXKHM Iydka ['uca (n = 23, 22,5 %).
ATpuoBeHTpuKYyIsipHas (AB) Giokana 1 crenenu 3a-
peructpupoBana y 6 (5,9 %) ydamuxcs. HaubGomnee
4acTO BCTPEYAEMOM CTPYKTYPHOM IaTolOrued cepa-
1a, 10 JaHHBIM HAIIEro HCCIEIOBAHMS, OKa3aJoCh
OTKPBITOE OBAJIBHOE OKHO, JHAarHOCTUpOBaHHOE y 11
cnoprcmeHoB (10,8 %). Pexxe BcTpedancst OTKPBITHIH
apTepHaNbHBIl MPOTOK (FeMOIMHAMUYECKH He3Ha-
gyuMbIil) — y 9 yuammxcs (8,8 %). JBycTBOopuaThIif
AopTaJbHBIA KjamaH BepuUUIUPOBaH y O IOHBIX
crioptcMeHOB (5,8 %). Y 2 M3 HUX UMEITUCh OCIOXK-
HEHHS B BHJIC HApylIeHU QYHKIUY KianaHa: y 1 —
aopTaJibHasi HEJAOCTATOYHOCTh 2 cTemeHu, y | —
aopTaJbHBIN CTEHO3. B mpoBeleHHOM HuCClieIOBaHUU
muib y 2 (2 %) ydamuxcsi Obuia BBISIBJICHA KapaHo-
MUOIATHUSI — HEKOMIAKTHBIH MHOKapa. OOoum nanu-
€HTaM PEKOMEHJIOBAaHO KOMIUIEKCHOE CTal[MOHAPHOE
o0ce/loBaHNE ¢ MPOBEJICHUEM MarHUTHO-PE30HAHC-
HOW TOMOrpadguu cepana ¢ KOHTPAaCTHPOBAHUEM

34

Tom N2 3 ‘ 2 ‘ 2023‘



CEPOEYHO-COCYONCTbIE SABOJIEBAHNA | CARDIOVASCULAR DISEASES . I I

U MOJEKYISIPHO-TEHETHYECKUM aHAJTU30M. ApTepH-
anbHAs TUNICPTCH3US HaOronanace y 8 nerei (7,8 %).
Takxe Ba)KHO TOAYCPKHYTh, YTO Y BCEX FOHBIX CIIOP-
TCMEHOB OTCYTCTBOBaJ OTSTOIIEHHbIA CEMEWHBIN
aHaMmHe3, B vacTHOCTH, cirydan BCC B cembe, a Takxke
"Hannuue HacneactBenHod natonorun CCC. B utore
IO pe3yJIbTaTaM UCCIICIOBAaHU I HE MMEIOT JIOMYCKa K 3a-
HSTHUSAM CIIOPTOM U COPEBHOBAHUSAM 7 4eoBexk (6,8 %).
Y 2 dYenoBek NMPUUYWHAMH OTBOJA OT JaJbHEUIIHNX
3aHATHA CHOPTOM OBLIM CHMIIATO3aBUCUMBIEC JKEIy-
JIOYKOBBIC HApyIICHHS pUTMa (KEIyJZO4YKOBas 3KC-
Tpacuctonus), | pedGeHOK nMen MaHu(eCTUPYIOUIHit
¢enomen WPW, 2 manuenta — mMoJgo3peHHe Ha He-
KOMITAaKTHBIN MUOKapa. PeObeHok ¢ medexToM Mexike-
JYZIOYKOBON TIEPETOPONIKK TaK)Ke OTCTPAHEH OT Tpe-
HHUPOBOYHO-COPEBHOBATEIIBHOTO TMpOIecca B CBSI3H
C HAJTMYMEM FeMOJIMHAMHUYECKH 3HAYMMOTI'0 TIOPOKa.

OBCYXAEHUNE

OrtcyTcTBUE 3HAHUN 0 pacnpocTpaneHHocTH CC3
Cpeau AeTeil, 3aHMMAIOIINXCS CIIOPTOM, a TaKKe Mpo-
OremMa UX HECBOEBPEMEHHOI AUATHOCTUKH U JICUCHHS
aKTyallbHa BO BCEM MUDE.

B PoccunnpoBoautcs cuctreMaTHYeCKUN TPeICOPEB-
HOBATEJIbHBIN CKPHHUHT CIIOPTCMEHOB, BOCHOBE KOTOPO-
T'0 JISKUT OIBIT EBPOIIEHCKUX cTpaH. OmHaKo BOIpoc 00
Y4aCTHH B COPEBHOBAHUAX CIIOPTCMEHOB C 3a00JI€BaHU-
SIMH CEP/IIIA JIO CUX TTOP OCTASTCS IUCKYCCUOHHBIM. 3Ha-
HUA 0 pacrpocTpaHeHHOCTH U cTpykType CC3 B momy-
JISIIUH FOHBIX CIIOPTCMEHOB ITO3BOJISIIOT OLIEHUTh PUCKH
BCC u cnenats 3aHATHS cCIOPTOM O0JIee 6€30TTaCHBIMH.
Hame wnccienoBanue mokaseiBaer, uro u3z 5 600 00-
cienyembix crioprecmernoB 102 (1,8 %) umenu oTkioHe-
Hust B CCC. BaxkHO OTMETHTB, UTO HUKTO U3 JIAHHBIX
ydamuxcss He HMMeN JKajllo0 apUTMOTEHHOTO Xapak-
Tepa (mepeboeB B pabore cepima, 0ojei B obmacTw
cepAla M T. J.), CHHKOAJIBHBIX COCTOSIHUMW, a TaKkKe
OTATOLIIEHHOro ceMmeiHoro anamHeza no BCC. Dro
MOTYEPKUBACT 3HAUNMOCTh OOBEKTUBHBIX METOIOB JIH-
ArHOCTHKH JIJIS1 BBISBIICHHS KapIUOJOTHMYECKUX 3a00-
neBaHuid, Takux kKak DKI mokos m sxokapauorpadus.
B GonpmimHCTBE UCCIE0BATENECKUX pabOT Cpeu Hau-
OoJiee pacpoCTpaHEHHBIX 3a00JI€BaHUMN, ACCOIUUPYIO-
IUXcst ¢ BEICOKUM prckoM BCC y ciopTCMEHOB MOJIOXKE
35 neT, BeayIIee MECTO 3aHUMaeT THUIepTpoduIecKas
kapauomuonatus [9, 10]. [To nraHHBIM HaLIETo perucTpa,
HU Y OJTHOT'O M3 YYalllUXCsl CIIOPTUBHBIX IIKOJI HE ObLIO
BBISIBJICHO CJTy4aeB rUNepTpohUN MUOKap/A.

ITIo nanueiM HanumonanwsHoit Koseruu arneruue-
ckoil acconnanuu CoenuHeHusix lItaToB Amepuku,
B HCCJEJOBAHUM JToOKTOpa XapMoHa y 31 % cnopTcme-
HOB, yMepmiux BC, mpu BCKpBITUU He ObLIO 0OHApy-
JKEHO HHUKAKUX MaTOMOP(OIIOTHICCKUX W3MEHEHUN

B cepAlle, Tak Ha3plBaeMas ayTOICHsA-HEraTUBHAs
cmepTh [11]. BeposiTHO, B TAaKMX CIydasiX UMEJIN MECTO
(aTasbHBIC HAPYLIEHUS PUTMA.

[lo pesynbraTam Hamield pabOTHl HApyIICHUS PUT-
Ma cep/ia BHOCST CyIIECTBEHHBINH BKJIAJ B CTPYKTYPY
CepIeUHO-COCYyIUCTON maTonoruu. Ilpu stom sxemy-
JIOYKOBBIE APUTMUH CPENH HUX MPEICTABICHBI MaKCH-
MasbHO. CiienyeT OTMETUTh, YTO JAHHAsl MATOJOTHUS
COMPSI’KEHA C PUCKOM PAa3BUTHS JKU3HEYTPOXKAIOIIHUX
coObiTHii. OCOOCHHO 00pamnarT Ha ce0s BHUMaHUC
HapylleHHus puTMa, uHayuupoBaHHele @PH. Takue
COCTOSIHUSI MOT'YT OBITh OOYCJIOBJIEHBI HACJIEACTBEH-
HBIMH 3a00JIEBAaHUSIMHU, HaIpUMEpP, KaHAJIOMATHIMHU.
Haubonee wacto BCTpeyaromumcst U3 STOW TPYIIIBI
MAaTOJOrMYECKMX COCTOSIHUH ABISIETCA CUHIIPOM YJIH-
HerHoro uHTepBana QT [12]. B nameit padore y Bcex
FOHBIX aTJIETOB, MO JaHHBIM MoBepxHOoCcTHON DKI' mo-
Kost, 1po6bl ¢ ®H, untepsan QT Obu1 B mpenenax Hop-
MaJIbHBIX 3Ha4eHUH. [laTTepHbl Ipyrux KaHaaonaTuu
(cungpom bpyranma, xarexomaMuHEpPruyeckas IOJIH-
MopQHAas KEITYI0IKOBAsI TAXHUKAPIHS) TI0 JaHHBIM 00-
CJIeZIOBaHM He ObLIH OOHAPYKECHBI.

Eme ogHuM yacTo AMarHoCcTUpyeMbIM 3a0oeBa-
HUEM Yy CIIOPTCMEHOB, C KOTOPBIM acCOIUHPOBAHO
pPa3BUTHE JKEITYJOYKOBBIX apUTMUN, CIUTACTCS apUT-
MOT'€HHAasl KapJUOMHUOIATHS [IPABOIo xeayaouka [13].
JlaHHas maToJ0rus TaKXKe CONMPSIKEHA C BBICOKUM PU-
ckom BCC B momomom Bo3pacte [13]. Knunuko-un-
CTPYMEHTaJIbHbIE KPUTEPUH HTOTO 3a00JI€BaHUS Y Ha-
LIMX CIIOPTCMEHOB OTCYTCTBOBAJIH.

TpagMLUMOHHO CUMTAETCS, YTO AJIA CIIOPTCMEHOB
BCJIEZICTBHE MOBBIIICHUS TOHYCA OJTy>KIaI0IIEro HepBa
XapakTepHa cHHycoBasi Opanukapnus u AB-0nokana
1 crenenu [14]. Y Hammx ydvammuxcs CHHycoBas Opa-
IUKapAWs UMella YMEPeHHBI U 0eCCUMITTOMHBIA Xa-
pakrep, a AB-0nokasbl Beilie 1 cTereHn 3aperucTpu-
poBanbl He OblTH. OHAKO, TaXKe €CIIH 3T COCTOSIHHS
MPOTEKAIOT OECCUMIITOMHO, OHU TpPeOYyIOT IHHAMHU-
YECKOTO HAOIIOMEHUSI W TPOBEACHUS MPOOBI C J03H-
poBanHoit ®H. CyiiecTByeT onacHOCTb HPOIYCTUTh
TaKWe OMNAacHble MaTOJOIMH, KaK MPOrpecCHpyIOIIne
3a00JIeBaHUsI TPOBOASIICH CUCTEMBI Cep/ilia, CHHAPOM
c1ab0CTH CHHYCOBOTO y3Ja.

besycioBHO, Benymas poib B OLEHKE CTPYKTYp-
HO-()yHKIIMOHAJIBHOTO COCTOSIHUS ceplla MpuHaaie-
XKUT dXoKapauorpaduu. Y CropTCMEHOB, TIO JAaHHBIM
HAIIETO MCCIeJOBaHusI, Hanboliee YacTo BCTPEUanuch
TaKM€ CTPYKTYpDHbIE AaHOMAJIMM Pa3BUTHs, KaK OT-
KPBITOE OBaJIbHOE OKHO M OTKPBITHIA apTepHaIbHBIN
MPOTOK, TeMOAMHAMUYECKH He3HaunMble. Ocoboe
BHHMaHHUE B paboOTe YAENSIOCH aTieTaM, MMEIOIIHM
JIBYCTBOpUAThIi aopTajbHbIi KiaanaH. HecMoTps Ha TO
YTO 3a4acTyl0 JaHHBIH I[IOPOK HPOTEKaeT OeccuM-
MITOMHO U JIJTUTENIEHOE BPEMs HE BBI3bIBACT 3HAYMMBbIX
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HapyluIeHHuH B paboTe cep/la, CyecTBYeT PUCK TAaKIX
CephE3HBIX OCIOXHEHUH, KaK AUCOYHKIHUS a0pTalb-
HOT'O KJIallaHa B BUJI€ CTCHO3a U/WUITU HEI0CTaTOYHOCTH,
aHEeBpU3MATHUECKas JIUIJIATAIHS U PACCIOCHUE BOCXO-
nsiiel vacTu aopTeI [15]. Takxke y IUII, IMEIONTHX 3TY
AHOMAJTHIO, TTOBBITIICH PUCK Pa3BUTHS OaKTePHATHHOTO
sH0KapanuTa. [103ToOMy IBYCTBOpYATHIM a0PTaJIbHBIH
KJIanaH TpedyeT AMHAMUYECKOTr0 HAOIOICHUS 32 3X0-
KapauorpauuecKuMH TapaMeTpaMu Cepila, B TOM
gucie Bo Bpems mpoost ¢ @H [16, 17].

HecomuenHO, KapIuoOBacKyJISIpHBIA CKPUHUHT CIO-
COOCTBYET PpEIICHHIO HaMBaKHEWIIEro BOMpOca s
CIIOPTCMEHa — JIOMYCKa K TPEHUPOBOYHO-COPEBHOBA-
TenpHOMY TIporieccy. He Besikoe otkonenue B CCC Tpe-
OyeT OTCTpaHeHHs OT JATBHEUIIHNX 3aHSATHU CIIOPTOM.
OueHb BaKHO NPH OLICHKE COCTOSTHMS (DYHKIMHU cepua
OIIPE/ICIIUTD MATOJOTHIO, TTOBBIMIAONIYIO PUCK KHU3HEY-
rpokarorux coctossaui 1 BCC, a Takke TpUBOIAIIIYIO
K WHBAJIUIN3AIMH CTIOPTCMEHA.

K coxxanenuto, Ha JaHHBI MOMEHT HAILH PE3YIbTaThI
OIPaHUYMBAIOTCSI MAJIOW BBIOOPKOHM, MaJIbIM TIEPHOAOM
HaOIIONIEHUSI, a TAKKe IIEMEHTOM citydaiHocTH. Kpome
TOTO, HE YUHUTHIBAJICA YPOBEHb TPEHHUPOBAHHOCTH CITOP-
TCMEHOB. beccropHo, HaIlK pe3yabTaThl IEPBUYHBI U HE
MOT'YT OBITH TIEpeHECEeHBl Ha OOLIYI0 MOmy auuio. Jis
noyueHus: 0ojee JTOCTOBEPHBIX JaHHBIX, & TaKKe IS
obecrieueHus TIEPCOHATU3NPOBAHHOTO TOX0a, HE00-
XOIMIMO TIPOJIOJDKUATH BEACHUE AIIEKTPOHHOTO PETUCTpa.

3AKJTIOHEHUNE

Onenka coctosaus CCC y IOHBIX CIIOPTCMEHOB
MPUBJIEKAET OTPOMHOE BHHMAaHHE CO CTOPOHBI Kak
MEIHUITMTHCKOT'O OOIIECTBa, TaK M CaMHUX aTJICTOB U MX
poauteneld. PaHHSASI [UAarHOCTUKA MAaTOJOTUU CepJLa
MO3BOJISIET CBOEBPEMEHHO PEIIUTH BOIPOC O JOITYCKE
CIOPTCMEHa K TPEHHPOBOYHO-COPEBHOBATEIEHOMY
MPOIIECCY, a TAaK)Ke MPUHSATH MEPhI B OTHOIICHUH TTPO-
rpeccupoBaHus 3aboneBanus u npodriaktuku BCC.
Hamre wccnenoBanne mnpeaocTaBisieT KIWHUKO-WH-
CTPYMEHTAJIbHBIE CBEACHHUS O COCTOSHUU 3I0POBBS
IOHBIX AaTJEeTOB, MMEIOIINX H3MEHEHHUS CO CTOPOHBI
cepana. Benenne 3meKTpOHHOM 0a3bl MO3BOJISET MPO-
aHaju3uposath usmeHenust B CCC B pesynbTaTe AJIH-
TeJIbHBIX UHTCHCUBHBIX TPEHUPOBOK, & TAKXKE U3y UUTh
BIIMSTHUE PA3IUYHBIX (PAKTOPOB, B TOM YHCIIE U T'eHE-
THYECKHX, HAa QYHKIIHIO Cepa. ITO B CBOKO O4Yepe/ib
MO3BOJIUT OIICHUTH pucku BC U ciporHo3upoBarh Ko-
JUYECTBO JCHCTBYIOIINX ATICTOB.
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PE3IOME

ApurmorenHnas kapauomuonatus (AKMII) — renernuecku JeTepMUHUPOBAHHOE 3a00JIeBa-
HHUE ¢ BBICOKUM pUCKOM BHe3amnHoll cepaedHoil cmeptu (BCC). CnexkTp reHeTHYecKux Mmpu-
YUH JAHHOTO 3a00JIeBaHUS JIOCTAaTOYHO HMIMPOK M BKIIIOYAET MYTAllMU Kak B JECMOCOMHBIX,
TaK U HEJECMOCOMHBIX I'eHaX. IlonoKUTENbHBIN pe3yabTaT TeHEeTHYECKOro 00CiIenoBaHus
HCIOJIB3YETCS B KaUeCTBE JUArHOCTHYECKOT0 HHCTpyMeHTa y nanueHToB ¢ AKMII, mostomy
ero mpaBWIbHAs MHTEPIPETALns — OIUH U3 KIIOUEBBIX (HaKTOPOB MNEPCOHUPULIUPOBAHHOTO
MOJIX0/Ia K BEJICHUIO MAllMEHTa ¢ JaHHO# matonorueil. B 0630pe npejicraBieHbl 00001CHHBIC
COBpEMEHHBIE TIPEACTaBIeHNS 0 reHeTndeckoi mpupone AKMIIL.

KioueBbie ciioBa: APUTMOI'CHHAA KapAUOMHOIIATUA, BHE3allHasA CepACHYHass CMCEpPThb, I'CHO-
TUIIUPOBAHUC, 1E€CMOCOMA, NCTH.
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ABSTRACT

Arrhythmogenic cardiomyopathy (ACM) is a genetically determined disease with a high risk
of sudden cardiac death (SCD). The spectrum of genetic causes of this disease is quite wide
and includes mutations in both desmosomal and non-desmosomal genes. A positive result
of a genetic examination is used as a diagnostic tool in patients with ACM, so its correct
interpretation is one of the key factors in a personalized approach to managing a patient with
this pathology. The review presents generalized modern ideas about the genetic nature of
ACM.

Key words: arrhythmogenic cardiomyopathy, children, desmosoma, genotyping, sudden
cardiac death.
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Cnncok coxkpamenuii: AKMII — apurmoren-
Has Kapauomuonarus, buB — OuBeHTpUKyIspHasi,
BCC — BHe3anHas cepaeuHas cMepTh, JIJK — neBblit
xenynoudek, [1XK — mpassrit xxemynouex, CH — cep-
JieyHasi HeI0CTaTOYHOCTb.

BBEAEHUE

AKMII — 3aboneBanne ¢ (HuOPO3HO-KUPOBEIM 3a-
MEIIEHNEM MHOKap/ia, BEIyIIUM CHMIITOMOM KOTOPOTO
SIBJISIETCSL  COYETAHUE CTPYKTYPHBIX M IJIEKTPHUECKHX
aHomanmii cepaua [1-2]. Kpome Toro, nanHas matonorus
accoIMUpoBaHa ¢ KpaiiHe BeIcokuM prickom BCC [1-3].

[lepBoHaYanbHO CYMTATIOCH, YTO B MATOTEHE3 BOB-
nedeH wuckmountensHo [1DK, omHako B mociemHue
roJlbl KCCJCIOBAaHMS TOKa3alld BO3MOXKHOCTH TOpa-
skeHus u nesoro xenygouka (JDK) [3]. B nactosmee
BpEMs MPUHSATO BBIACIATh HE TOJBKO KJIACCUUYECKYIO
12K ¢popmy, HO 1 buBeHTpuKyIsipHbIe (buB) n JIXK de-
HOTUIIMYECKUE BapUaHTHI [3].

Huarnoctuka AKMII ocHoBana Ha MHOromapa-
METPUYECKOM TIOJXO/E, B OCHOBE KOTOPOTO JEKaT
TaHHBIE 00 AIEKTPOKAPIHOTPAPUICCKUX aHOMATHUIX
M JKEITYJOYKOBBIX HApYUICHHSX PHTMa, CTPYKTYp-
HBIX ¥ MOPGO]YHKIIMOHATFHBIX H3MEHEHUSIX CEeP/IIa,
a TAK)KE YYUTBIBAIOTCS CBEJCHUSI O CEMCHHOM aHaM-
Hese (HaciencTBeHHOCTH) [3]. CienyeT mog4epKHYTh,
YTO, B OTIWYHUE OT JPYTUX KAPIUOMHOMATHH, OJHUM
U3 «OCHOBHBIX» TMarHOCTUUYECKUX npu3HakoB AKMII
B HACTOSIIIIEE BPEMsl SIBIISICTCS WUICHTU(PHUKAIUS Y Ta-
[IUEHTA BEPOSTHO MATONCHHOW/IMMATOrEHHOW MYTAallUU
[4-5]. OnHako mepBBIE AUATHOCTHYECKHUE KPHUTECPHH,
npeaioxkeHHsle B 1994 rony, elie He yUYUTHIBAIU MO-
JIEKYJISIPHO-TEHETUYECKYI0  TIPUPOAY  3a00JIeBaHUS

DSG:

[6]. Jlmmpb B 2010 roxy npu nmepecmorpe Task Force
Criteria 1994, B kauecTBe «00JIBLIOT0» KPUTEPHUSI OBLIO
MIPENIJIOKEHO HCIIONb30BATh MOJIOKUTEIBHBIA PE3yIib-
TaT reHeTmdeckoro odcnenosanus [4]. [IpuHumas Bo
BHUMaHHE nopaxkeHue He Toibko [10K, HO m meBoro,
B 2020 rony OblaM mpencTaBieHbl HoBbIe [TagyaHckue
KpUTEpUH, KOTOpPhIE HA JAHHBIA MOMEHT HaXOISITCS
Ha otame Bamumanwu [5]. Ilpm crparndukammu ma-
nueHTa coriacHo kak Task Force 2010, tak n Ilamy-
AHCKUM KPHUTEpPHUSM, B 3aBUCUMOCTH OT KOJIMYECTBA
«OOJIBIITUX» U «MaJbIX» KPUTCPUEB TUATHO3 MOXKET
OBITh MHTEPIIPETHPOBAH KAK «IOCTOBEPHBII», «BEPO-
SITHBINY» U «BO3MOKHBIN» [3-5].

Ponb renerudeckoro oOcienoBaHusi 0COOEHHO Be-
JUKa B COMHHTEIIBHBIX JUATHOCTUYECKUX CIydasX.
Hepenko nmocie monoxuTenbHbIX pe3yIbTaTOB T€HOTH-
MMUPOBAHUS MAIMEHTHI MIEPEXOAAT U3 KATETOPUH «BO3-
MOKHOTO» HIIH «BEPOATHOTO» JIHArHO3a B KATETOPHUIO
«moctoBepHoro» nuarHoza AKMII, uto Ge3yciioBHO
BIUSET Ha TAKTHUKY BEICHUS OOIBHOTO, OCOOEHHO
B oTHomeHun npodunaktuku BCC [3]. Takxe BaKHO
MMOMYEPKHYTh, YTO JIJIST AUATHOCTUKH HEKIIACCHIECKIX
(dhopm 3aboneBaHus corimacHO HOBBIM [lamyaHckum
KPUTEpPUSM TeHeTUYecKass Bepu(HUKAIUs UarHO3a
oOsi3arenbHa [5].

[eiicTBurensHo, eme B 1980-x HabmromeHus 3a ce-
MEHHBIMHU CITy4asMH JaHHOW TMATOJOTHH TTO3BOJIFLIH
NPEANONOKUTh €€ HACIeICTBEeHHBbINM xapaktep [7].
Ha ceromus nokasano, utro AKMII siBasieTcs reue-
THYECKH JICTePMUHUPOBAHHBIM 3a0oJneBanueM [3, 7].
OmHako, HECMOTPSI Ha OTKPBHITHE OONBIIONH TPYIIITHI
T'eHOB, BBI3BIBAIOIINX 3a0oneBanue, B 10-20 % cmyya-
€B PEe3yJIbTaT TeHEeTUYECKOTO UCCICAOBAHUS OCTACTCS

OTpHUIIATEIBHBIM [3, 9].
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be3ycioBHO, MOHMMaHHE TE€HETHYECKOH MNpHUpo-
Ibl 3a00JIeBaHUs UMEET MpsIMOe 3HAYCHUE ISl Jua-
THOCTUKHM M JIe4eHUs. Tak, 10 JaHHBIM JUTEPaTyphl
B 11 % caydaes BCC MoXeT BO3HUKATh KaK IEPBOE
IIPOsIBJICHHE 3a00JIeBaHUs €Ile A0 MOSBICHUS CTPYK-
TYPHBIX U3MEHEHHUH, YTO B CBOIO OYEpe]b MOTUECPKU-
BAaeT 3HAUUMOCTh I'€HETHMYECKOTo HccienoBaHus [9].
Kpome Toro, HeBepHasi MHTEpHpeTalusi pe3yibraTa
IeHETUYECKOr0 MCCIIEJOBAaHUSI MOXKET IIPUBECTH K T'U-
MEeP-/TUMOINATHOCTUKE, YIYIICHUIO IPAaBUIBHOTO
IUarHo3a W HeNpaBUIBHOMY CEMEHHOMY CKPHHHHTY,
HenooueHke pucka BCC u ompeneneHuio HeBepHOH
TaKTUKU BeJeHus namuenTa [10].

B nmanHOM 0030pe MBI OIHMCHIBAEM COBPEMCHHBIC
npeacTaBieHus o renetTuyeckoit npupone AKMIIL.

I'enernueckast npupona AKMII. Kak yxe Obu10
OTMeYeHO, 00bIIMHCTBO nanueHToB ¢ AKMII umeror
ceMeiHbII aHaMHe3 3a0oneBaHus. OMHAKO HEMOJTHAs
MIEHETPAHTHOCTh U MIEPEMEHHasl SKCIIPECCHBHOCTH 00-
YCIABIMBAKT MIUPOKYH BapuaOEIbHOCTh KIMHUYE-
CKHX MPOSIBIICHUN MATOJIOTHH TaXKe B TIPeieax OIHON
CEMBH — OT JIETKUX (DEHOTHUTIOB /IO TSIKEIBIX CITyJaeB,
Bkitouas BCC [11]. B HacTosiiee Bpems OUCcaHO OKO-
710 26 pa3auYHbIX T'€HOB, ACCOLIMUPOBAHHBIX C Pa3BU-
tuemM AKMII [8].

AKMII xiaccudecku cUuTaeTcs 3a0o0JeBaHUEM
KapAWaJIbHON IECMOCOMBI C TIPEUMYIIIECTBEHHO ayTO-
COMHO-JOMHHAHTHOM, pexe ayTOCOMHO-PELECCUBHON
¢dopmoii HaciienoBanust [12].

OtkpeiTe reHetndeckux npuuuH AKMII nHaua-
JIOCh C HCCICNOBAHMS JBYX PEIECCHUBHBIX Cepled-
HO-KOKHBIX CHHIPOMOB, Ha3BaHHBIX Ooye3HbI0 Hak-
coca u cuaapoMoM Kapraxans [13—-14].

Tak, B 2000 roxay BriepBble Oblia ONMKCAaHA Y TAIH-
€HTOB, POXKJICHHBIX OT KPOBHBIX POJICTBEHHUKOB Ha-
CEJICHUS T'PEUecKOro ocTpoBa Naxos, MyTallus TeHa,
KOAMPYIOIIET0 IMHTOCKEICTHBIN OeOK TIIaKOTIOO0NH
(JUP). Haunwnii cuampoManbHblii Bapuant AKMII
C JIaJIOHHO-TIOJIONIIBEHHBIM KEPaTO30M U Ky4epsSBBIMU
BoJIocamMu ObLIT Ha3BaH Oone3nbto Hakcoca [15]. dpy-
TO#, ay TOCOMHO-PEIIECCUBHBIN, CHHIIPOM y TIAIIUCHTOB
B DKBaJope, MMEIOIINX CEepPACYHO-KOKHBIE MPOSBIIEC-
HUS, a TAaK)Ke HApyIIeHHe (PYHKIMU KaK MPaBoro, TakK
W JICBOT'0 JKEJTyJI0YKOB, Ha3BaH cHHApoMoM KapBaxams
[16]. YdeHple yCTaHOBUIIU, YTO €TI0 MPUUUHON SBIISICT-
Csl TOMO3UTOTHAsl MyTaIlus TeHa Oenka JIECMOIIJIaKnHa
(DSP) [16].

JlaHHBIE OTKPBITUS TOJOXKHWIM HAdallo IlelieHa-
MPABIEHHOMY TEHETHYECKOMY aHajdu3y IPYTuX Je-
CMOCOMHBIX OesikoB y mnanueHToB ¢ AKMII, urto,
B CBOIO OYepe/b, MPHUBEIO K UACHTH(PHUKAIIUN TATO-
T€HHBIX BAPUAHTOB BO BCEX M3BECTHBIX JI€CMOCOMHBIX
renax (puc.l) [8, 13—14].

Ha cerogusinuii JeHb, COMIACHO TaHHBIM JUTEpa-
Typbl, 110 KpaiiHeil mepe y 50 % nanuentoB ¢ AKMII
00HAPY)KMBAIOTCS TATOTCHHBIC WM BEPOSTHO IIaTO-
TeHHbIE MYTallUM B NeCMOCOMHBIX reHax [17]. Hec-
MOCOMBI, SIBJISISICh YaCThEO MEKKJIETOYHON CTPYKTYPHI,
HAa3bIBAEMOI BCTABOYHBIM THUCKOM, OTBEYAIOT 3a DJICK-
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Puc. 2. CtpoeHue gecMocoMbl. AjanTMpPOBaHO Ha PYCCKUM A3blK [27]

Tom N2 3 ‘ 2 ‘ 2023‘

41



FEHETUYECKUE PUCKW 1 MPUYHbBI 3ABOJIEBAHWIA | GENETIC RISKS AND CAUSES OF DISEASE

TpUYECKHE, METa0OIMYECKIE U CTPYKTYPHBIE CBOWCTBA
KapJHMOMHOIIUTOB U COCTOAT U3 TPEX OCHOBHBIX TPYIII
OeiKoB: TpaHcMeMOpaHHBbIE OelKH (KaATepUHBI) Je-
cvoxomuH-2 (DSC2) u necmornenn-2 (DSG2), DSP,
" TuHKepHBIe OemkoBbie Oenku JUP u mnaxodummnH-2
(PKP2), KoTopble SBISIOTCS TOCPEIHUKAMH MEXKIY
KaJrepuHaMu u aecMoriakuaoM (puc. 2) [10, 11, 17].
Oxomo Ttpetu manueHToB ¢ AKMII nmeror maroreH-
HbIC BapUaHThl B HEJECMOCOMHBIX I'€HaX, TAKUX Kak
mamuanH A/C (LMNA/C), necmun (DES), ¢umamun
C (FLNC), TpancmeMOpanHbiii 6enok 43 (TMEMA43),
puaHoauHoBeId  perientop-2  (RyR2), docdonam-
0an (PLN) u Tpanchopmupyomuii Gpaktop pocra-3
(TGFPB) [3, 16]. beimo moka3aHo, 4TO B PEIKHX CITyda-
SIX TEHbI, KOAUPYIOLINE aAre3UBHBIC COCIUHUTEIbHbIC
Oenku, Takue kak o-T-karenun (CTNNA3) u N-kazare-
puH (CDH2), Takyke UMEIOT 3HaUE€HHUE IS TaToreHes3a
AKMII, mockonbKy 0HA 00€CTIeUHBaIOT MEKKIETOUHOE
B3aMMOZCHCTBHE KAPIUOMHUOLUTOB, U UX U3MECHEHHbIC
(YHKIMH, C OTHOW CTOPOHBI, IPUBOIAT K THOENN U 3a-
MEIICHUIO KapJMOMHUOLUMTOB (UOPO3HON TKaHBIO, a C
JpPYroil — K M3MEHEHUSIM MOHHBIX TOKOB M, COOTBET-
CTBEHHO, ICKTPUUECKUM HapyIieHus M [17].

[lo naHHBIM JIUTEPATYPHI, B IOJOBUHE CIIy4acB —
npuunHo AKMII sBnstorcs MyTanuu B 1€CMOCOM-

HbIX reHax, B 20-30 % — HegecMocoMHbIX, B 1020 %
MYTaIus OCTaeTCs HeU3BeCTHOMH [12].

CornacHO KOHCEHCYCHOMY 3asiBICHUIO JKCIEPTOB
Oo6mectBa cepaeunoro putma ot 2019 roma s nu-
arHoctuku AKMII pekoMeHayeTcsi HCHOIb30BaTh
MaHeJNb, COCTOSINYIO U3 15 reHoB — mIanepoH-pery-
narop-3 (BAG3), DES, DSC2, DSG2, DSP, FLNC,
JUP, momen-ceszpiBatomuii LIM-3 (LDB3), LMNA,
romeoOokcHBIN Oemok NKX2-5 (NKX2-5), PKP2,
PLN, PHK-cBs3piBaromuii 6emok RBM20 (RMB20),
anbda-cyObennHuLbl OelKa HATPUEBOrO KaHaja 5(
SCN5A), TMEMA43 [12].

Tem He MeHee, HECMOTPS Ha JOCTUTHYTHIE YCIEXU
B U3YUYEHUU reHeTnueckoro crnekrpa npuund AKMII,
Ha CErofHAIIHUI JAEHb HET YETKOIO NpEACTaBIICHUS,
KaKue e U3 NMePEeYUCIEHHbIX TeHOB CIIEYyeT HCIIOJb-
30BaTh B KaueCTBE «OCHOBHOTO» KPHUTEPHUS IJIs JTUa-
rHoctuku AKMIL.

Tak, B HEmaBHEM HCCIEIOBAHUU TPYyIIa JKCIEp-
TOB C UCIOJIb30BAaHUEM TOJYKOJINYECTBEHHON MOJENH
ClinGen npu anHanuze 26 TEHOB, acCOIMHUPOBAHHBIX
¢ AKMII, BbisicHMIa, 4TO B HACTOSIIEE BPEMS TOJIHKO
8 TEHOB JIEWCTBUTENLHO UMEIOT yoenuTenbHbie (PKP2,
DSP, DSG2, DSC2, JUP, TMEM43) unu ymepeHHbIC
(PLN, DES) noxa3zarenbcTBa NpUYMHBI Pa3BUTHS JaH-

Ta6nuua 1. CBogHana Tabnmua OCHOBHbIX FeHOB, accouumnpoBaHHbix ¢ AKMI.
ApanTupoBaHO Ha pyccKui a3biK [12, 17, 19, 21, 22]

Fen Benok Xpomocoma, dopma AKMN Puck BCC
JNIOKYyC

JUP MNnakorno6buH 17921.2 MM, buB

DSP LecmonnakuH 6p24.3 JDK, buB KpaWHe BbICOKNI PUCK

PKP2 MnakodunnnH-2 12p1l.21 MY, buB

DSG2 Oecvornenn-2 | 8a121 MK, T, BB

DSC2 LecMmokonnunH-2 18q12.1 MK, BuB

DES HecMmuH 2935 I, buB
TpaHcMeMbpaH- . .

TMEM43 . 3p25.1 MK, bnB KpaWlHe BbICOKNW PUCK
HbIll 6enok 43

PLN ®docdonaHbaH 6g22.31 JIK, BuB KpaiHe BbICOKUI PUCK

Mpumevanna: AKMIT — aputMoreHHasa kapguomumonaTtua, BCC — BHesanHas ceppedHas CMepTb,
JIK — neBbin wenypouek, N — npaBbiit yenyno4dek, buB — 6uBeHTpuKynsapHas.
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HOTO 3a00JIeBaHMS M OKOHYATEIIHO TMPHU3HAHBI IPH-
yuHHBIMH [ 18]. BeposiTHO, 3T0 00yCIOBICHO T€M, YTO
MyTalld B 3THX TeHaX Hauboliee 4acTo BCTPEUaloTCs
y nmanuenToB ¢ AKMII u xopomio oxapakrepr30BaHbI
B uteparype [12].

HexoToppie 13 TeHOB, HE TIOTYYHBIINX B JaHHOM
WCCIICIOBAHNN YOEIUTENbHBIX J0KA3aTeNbCTB CBS-
3u ¢ AKMII, mpeactaBiaeHsl B peIKUX KIMHUYECKHX
CIIydasx M B HACTOSIIEE BPEMs HIMEIOT OTpaHUUYCHHBIE
JaHHBIC, HO, 0€3YCIIOBHO, TPEOYIOT JaJbHEHINETro U3y-
4yeHus 1 HaOmogeHus. OHU TIOKa HE paccMaTpUBaIOT-
csl B KauecTBe JuarHoctuueckux kpurepues AKMII,
HO, BEPOSITHO, BHOCSIT CyIIIECTBEHHBIN BKJIa/ B TIATOTE-
He3, OKa3bIBasl BIMSHUE HA TPOTPECCUPOBAHNE U DIIEK-
TPUYECKYI0 HECTaOMIBHOCTH 3a00eBanus [12, 17, 18].
Jpyrue e reHsl, He BOLIEIUINE B IEPEUEHb MPUIHH-
HBIX, TAK)KE aCCOIIMMPOBAHBI C MHBIMU 3a00JICBAHUSI-
MW cepara, ¥ TaHHBIC 0 HUX TaKXke CKymaHsI [17, 18].

Kpome Toro, myTanmun ¢ HEW3BECTHOW KIMHUYE-
CKOW 3HAYMMOCTBIO TaKXkKe He CIIEAYeT paccMaTpUBaTh
KaK «OCHOBHBIC KpHTEpHH» 3a00JEeBaHMs, HO UX IIO-
TEHI[UAIBHYIO POJb B 3200JIEBAHUHM HE CTOUT MCKIIIO-
gaTh. M, BO3MOXHO, B OyAyIIeM peKJIacCH(PUKAIHs
TaKuX MyTaIluil MPUBEIET K IePEeCMOTPY UX IMaTOreH-
HOCTH M, COOTBETCTBEHHO, PACIIMPUT CHEKTP FEeHETH-
yeckux npuuna AKMII [12, 17, 18].

Crnemyer OTMETUTH, YTO JaHHbIE KOPPEISIIMOHHOTO
aHaJIM3a MEXIy TeHOTHUT-(PEHOTHITNIECKUMHI BapHaH-
tamu AKMII noka3zanu, 4To MyTaluu B 1€CMOCOMHBIX
reHax NPHUBOAAT K Pa3BUTHIO KIIACCHYECKOW (HOPMBI
AKMII, a B HeaecMocoMHBIX TeHaX — K JIDK u buB
dopmam [12, 17, 19]. Kpome TOorO, MyTaliuu B TeHE
PKP2 B GONBIIMHCTBE CITydaeB acCOIMUPOBAHBI C Pa3-
ButreM DK ¢opmber AKMIIL, B TO BpeMst Kak MyTaliu
B reHax DSP, DSG2 u PLN wyame nHabnronarorcs y mna-
nuenToB ¢ buB nmu JUK mopaxkenuewm [12, 17, 19].

CtouT TmMOAYEepKHYTh, HYTO TEHOTHIITUPOBAHHUE
Ba)KHO HE TOJBKO B JUAarHOCTUYECKHX, HO U B IPO-
THOCTUYECKUX UesAX. JeHCTBUTENbHO, HEKOTOPHIE
reasl AKMII acconmupoBanbl ¢ 6oJiee BRICOKUM PH-
ckoM BCC u pa3BuTHEM MPU3HAKOB CEPACUYHON HE-
noctarounoctu (CH) [1-3, 12, 17]. Tak, B 2015 roxy
Bhonsale ¢ coaBTopamu mpoBen ucciiegoBaHuUE, Ie-
JII0 KOTOPOTO OBLIO ONMPEACTUTD BIHMSHUE TCHOTUIIA
Ha Teuenue u ucxonx AKMII [20]. beimo oOHapyxeHoO,
YTO HOCUTENHU O0Jiee YeM OJHOM MyTaIuu (MMeroIne
JIUTEHHBIE WIIN CIIOKHBIE T€TEPO3UTOTHBIE MYTAI[UH)
UMeTH XyAIHUi ucxoxd, Oonee paHHUN ne0roT 3a00-
neBanus, Beicokui puck BCC, 6picTpoe mporpeccu-
poBanue CH, uem HOCUTENH OMHON MyTanwu. Takke
OBLII0 TIOKa3aHO, YTO MyTanuu B reHax DSP u PLN
00yci0BIMBaOT 0Oosiee BBHICOKMH PHCK MOPaKEHUs
JOK. pyrue uccrnemoBaTenu AOKa3alu CBI3b MY-
Tanui B Takux renax, kak DSP, DES, PLN, FLNC,

TMEM43, ¢ Xyamum IporHo30M 1 BBICOKMM PUCKOM
BCC (taba. 1) [21-22].

B Hacrosimee BpeMsi T'€HOTHUIl paccMaTpUBaeTCs
B KadecTBe (pakropa pucka BCC mommumo mosa, BO3-
pacTa, HaJlM4yus CHHKOMAJBHBIX COCTOSIHUH, KOJIH-
YecTBa WHBEPTHPOBAHHBIX 3yOuoB T, KommuecTBa
JKEJTyI0YKOBBIX 3KCTPACUCTOJ IIPU CyTOYHOM MOHUTO-
PUPOBAHMH HIEKTPOKAPANOT paduy, CTEIIEH! HapyIle-
HUsL QYHKIIMH 000MX JKEIIYI0YKOB y OOJBHBIX C JaH-
HBIM 3a0oneBanuem [12, 17, 23, 24].

besycnoBHO, TmaTenpbHOE M3y4YeHHE W TIOHWMaHNe
TEHETHYECKUX 0COOCHHOCTEH 3a00JIEBaHUS UTPACT CY-
IIECTBEHHYIO POJIb B PAa3BUTHU NMEPCOHU(DULINPOBAH-
HOW MEIWUUHBI U WHIUBUAYAJIBHON CTpaTHQUKAINH
pucka BCC y mannentoB ¢ AKMIL.

[lepcriekTMBHBIM HaNPABJIEHUE B JICUEHUN TAKUX I1a-
LIUEHTOB sBisieTCsl reHHas Tepanus. Tak, B 2021 rogy
ObUTa MpeIoKeHa TEHHAs 3aMECTUTEIbHAsl Teparus
PKP2 Ha ocHOBe a7€HOaCCOIMMPOBAHHBIX BHUPYCHBIX
BEKTOpOB [25]. B HacTosIIee BpeMs mperapar yCIenrHo
anpoOupoBaH Ha )KUBOTHBIX MOJEISX (MBILIIN U IPUMa-
TBI), X YK€ B ONrpKaiiieM OyayIieM TUIaHUPYIOTCS KITH-
HUYECKHUE UCTIBITAHUSA C YYaCTUEM MalUEHTOB [26].

SAKJTIOHEHUNE

B nacrosimiee Bpems, HECMOTPSL HA MHOroIapame-
TPUYECKUHN TMOIXOJ, 3aYacTyl BepuUKaIus Kiu-
Huueckoro nuarunoza AKMII BeI3BIBaeT TPYIHOCTH
JMUarHOCTHUKH, OCOOEHHO B JETCKOW MOmyJsiinu. Mo-
JEKYJISPHO-TEHETUUYECKOE HCCIIECIOBAHUE 3aHUMAET
LEHTPaJIbHOE MECTO KaK B MOCTAHOBKE JUArHO3a, TaK
u crparudpukanuu pucka BCC, 4T0 B CBOIO ouepenb
UTPAeT KIIOUYEBYIO POJIb B OTIPEAETICHN N TAKTUKH BeJIie-
HUS nanueHTa. CHEeKTp MOJIEKYJISIPHO-T€HETUYECKHX
npuunH AKMII ocrtaercs 007acThi0 TOCTOSHHOTO
pa3Butus. [lpaBunbHass UHTEpIpETaLNs PE3yIbTaTOB
F€HEeTUYECKOTO MCCIIEIOBAHMS — OJUH M3 KJIIOUYEBBIX
(hakTOpOB TEPCOHUDHUITUIPOBAHHOTO TTOAXO0JA K BEIe-
guro nmanuedra ¢ AKMII. KommiiekcHoe 1 MEX TUCLI-
IJIMHAPHOE B3aUMOACUCTBUE MEXKIY KIMHUIIUCTAMU,
BpauaMU-TCHETHUKAMH U MAIIMCHTaMU SIBJISIETCS OCHO-
BOM 7151 JaJIbHEMIIEro N3y4eHHUsl MOJIEKYJISIPHO-TeHe-
THYECKOH MTPUPOIIBI 3a00IeBaHUSI M YCIICIITHOW peaJTn-
3aIi¥ MPEUMYIIECTB 3HAHUH B 3TOM 00IacTH.

KoHpnukT uHtepecos/ Conflict of interest

ABTOpPbI 3aABUIN 06 OTCYTCTBUM MoTeHumanb-
HOro KOHbNMKTa UHTepecos. / The authors stated
no conflict of interest.

®duHaHcupoBaHue / Funding
ViccnepoBaHne BbINOMHEHO MNpu GUHAHCOBOW
nognepke MUHNCTeEpCTBa HayKU 1 BbICLLErO 00-

Tom N2 3 ‘ 2 ‘ 2023‘

43



FEHETUYECKUE PUCKW 1 MPUYHbBI 3ABOJIEBAHWIA | GENETIC RISKS AND CAUSES OF DISEASE

pasoBaHua Poccuiickoih Pepepaumnn (CornaweHmne
N2 075-15-2022-301 ot 20.04.2022). / The study
was carried out with the financial support of the
Ministry of Science and Higher Education of the
Russian Federation (Agreement No. 075-15-2022-
301 dated 04/20/2022).

CNMNCOK JINTEPATYPbIl / REFERENCES

1. Corrado D, Link MS, Calkins H. Arrhythmogenic
right ventricular cardiomyopathy. N Engl J Med. 2017,
376:61-72.

2. Corrado D, Basso C.
left wventricular cardiomyopathy. Heart.
13:heartjnl-2020-316944.

3. Cronin EM, Bogun FM, Maury P, et al. 2019 HRS/
EHRA/APHRS/LAHRS expert consensus statement on
catheter ablation of ventricular arrhythmias: Executive
summary. Heart Rhythm. 2020 Jan;17(1):e155-e205.

4. Marcus FI, McKenna WJ, Sherrill D, et
al. Diagnosis of arrhythmogenic right ventricular
cardiomyopathy/dysplasia: proposed modification of
the task force criteria. European Heart Journal, 31,
806-814.

5. Corrado D, Perazzolo, Marra M, et al. Diagnosis
of arrhythmogenic cardiomyopathy: the Padua criteria.
Int J Cardiol. 2020; 319:106-14.

6. McKenna WJ, Thiene G, Nava A, et al. Diagnosis of
arrhythmogenic right ventricular dysplasia/cardiomyopathy.
Task Force of the Working Group Myocardial and Pericardial
Disease of the European Society of Cardiology and of the
Scientific Council on Cardiomyopathies of the International
Society and Federation of Cardiology. Br Heart J. 1994
Mar;71(3):215-8.

7. Protonotarios N, Tsatsopoulou A, Patsourakos
P, et.al. Cardiac abnormalities in familial palmoplantar
keratosis. Br Heart J. 1986 Oct;56(4):321-6.

8. Gerull B, Brodehl A. Genetic Animal Models for
Arrhythmogenic Cardiomyopathy. Front. Physiol. 2020;
11:624.

9. Groeneweg JA, Bhonsale A, James CA, et.al.
Clinical Presentation, Long-Term Follow-Up, and
Outcomes of 1001 Arrhythmogenic Right Ventricular
Dysplasia/Cardiomyopathy  Patients and  Family
Members. Circ Cardiovasc Genet. 2015 Jun;8(3):437-46.

10. James CA, Jongbloed JDH, Hershberger
RE, et al. International Evidence Based Reappraisal
of Genes Associated With Arrhythmogenic Right
Ventricular Cardiomyopathy Using the Clinical Genome
Resource Framework. Circ Genom Precis Med. 2021
Jun;14(3):e003273.

11. Gerull B, Brodehl A. Insights Into Genetics and
Pathophysiology of Arrhythmogenic Cardiomyopathy.
Curr Heart Fail Rep. 2021 Dec;18(6):378-390.

Arrhythmogenic
2021 Jul

12. Towbin JA, McKenna WJ, Abrams DJ, et al.
2019 HRS expert consensus statement on evaluation,
risk stratification, and management of arrhythmogenic
cardiomyopathy. Heart Rhythm. 2019 Nov;16(11):e301-
e372.

13. Norgett EE, Hatsell SJ, Carvajal-Huerta L,
et al. Recessive mutation in desmoplakin disrupts
desmoplakin-intermediate filament interactions
and causes dilated cardiomyopathy, woolly hair and
keratoderma. Hum. Mol. Genet. 2000; 9, 2761-2766.

14. Arrhythmogenic right
cardiomyopathy caused by deletions in plakophilin-2
and plakoglobin (Naxos Disease) in families from Greece
and Cyprus: genotype-phenotype relations, diagnostic
features and prognosis/ L. Antoniades, A. Tsatsopoulou,
A. Anastasakis [et al.] // European Heart Journal. 2006.
Vol. 27. Is. 18. P. 2008-2016.

15. Novel mutation in desmoplakin causes
arrhythmogenic left ventricular cardiomyopathy /
M. Norman, N. Simpson, J. Mogensen, et al. // Circulation.
2005. Vol. 112. Is. 5. P. 636-642.

16. Cicenia M, Drago F. Arrhythmogenic
Cardiomyopathy: Diagnosis, Evolution, Risk Stratification
and Pediatric Population — Where Are We? // Journal of
Cardiovascular Development and Disease. 2022. Vol. 9.
Ne. 4. P. 98.

17. James CA, Jongbloed JDH, Hershberger
RE, et al. International Evidence Based Reappraisal
of Genes Associated With Arrhythmogenic Right
Ventricular Cardiomyopathy Using the Clinical Genome
Resource Framework. Circ Genom Precis Med. 2021
Jun;14(3):e003273.

18. Bosman LP, Sammani A, James CA, et al.
Predicting arrhythmic risk in arrhythmogenic right
ventricular cardiomyopathy: A systematic review and
meta-analysis. Heart Rhythm. 2018 Jul;15(7):1097-1107.

19. Bhonsale A, Groeneweg JA, James CA, et al.
Impact of genotype on clinical course in arrhythmogenic
right ventricular dysplasia/cardiomyopathy-associated
mutation carriers. Eur. Heart J. 2015, 36, 847-855.

20. E Verstraelen T, van Lint FHM, Bosman LP, et al.
Prediction of ventricular arrhythmia in phospholamban
p.Arglddel mutation carriers—reaching the frontiers of
individual risk prediction. Eur. Hear. J. 2021, 42, 2842-
2850.

21. Corrado D, Migliore F, Zorzi A. Arrhythmic risk
stratification in arrhythmogenic cardiomyopathy: New
predictors for left-sided variants? Eur. Hear. J. 2021, 42,
2851-2853.

22. Protonotarios A, Bariani R, Cappelletto C, et
al. Importance of genotype for risk stratification in
arrhythmogenic right ventricular cardiomyopathy using
the 2019 ARVC risk calculator. Eur Heart J. 2022 Aug
21;43(32):3053-3067.

ventricular

44

Tom N2 3 ‘ 2 ‘ 2023‘



FEHETUYECKUE PUCKW 1 MPUYHBI 3ABOJIEBAHWIA | GENETIC RISKS AND CAUSES OF DISEASE

23. Jorda P, Bosman LP, Gasperetti A, et al.
Arrhythmic risk prediction in arrhythmogenic right
ventricular cardiomyopathy: external validation of the
arrhythmogenic right ventricular cardiomyopathy risk
calculator. Eur Heart J. 2022 Aug 21;43(32):3041-3052.

24. Inoue H, Nakamura S, Higo S, et al. Modeling
reduced contractility and impaired desmosome
assembly due to plakophilin-2 deficiency using isogenic
iPS cell-derived cardiomyocytes. Stem Cell Reports.
2022 Feb 8;17(2):337-351.

25. TN-40l:nporpamma PKP2 pnsa reHHon Tepa-
nun apuTMOreHHom KapguomumonaTtun. https://www.
tenayatherapeutics.com/our-programs/.

26. Ohno S. The genetic background of
arrhythmogenic right ventricular cardiomyopathy.
J Arrhythm. 2016 Oct;32(5):398-403.

NHpopmauma o6 aBTopax:

KodelHnkoBa Onbra AnexkcaHgpoBHa, MnagWmnii Ha-
Y4YHbIA coTpyaHuk HVIL, HensBecTHbIX, peaAKNX N reHe-
TU4yeckn obycnoBneHHblx 3abonesaHnn HUMY «LleHTp
nepCcoHann3npoBaHHOW MeauuUHbI», Bpady — OEeTCKUN
KapAnosor OTAENEHUA KapAuonornm n MenuumMHCKON
peabunmTaunmn OEeTCKoro ne4yebHo-peabnnmTaunoHHO-
ro Kopnyca VHcTuTyTa nmepuHaTonorum n neguatpuu
drey «<HMNL, um. B. A. AnmasoBa» MuHagpasa Poccuy;

AnekceeBa [apba HOpbeBHa, K.M.H., Hay4HbI CO-
TpyoHUK HVO HensBecTHbIX, pPeOKux N reHeTUYecKn
obycnoBneHHbix 3abonesaHunn HLMY «lleHTp nep-
coHanusupoBaHHol ™MeguuuHbl» OreY «HMUL, um.
B. A. AnmazoBa» MuHapgpasa Poccuu;

KocTtapeBa AHHa AneKkcaHapoOBHa, 4.M.H., OUPEKTOP
VIHCTNTYyTa MONEKYNApHON BUONOrNn N FreHEeTUKW, 00-
LeHT Kadpenpbl BHYTPEHHUX BonesHen VIHCcTuTyTa Me-
OnumnHcKkoro obpasosaHua Orey «HMUL, vm. B. A. An-
masoBa» MuH3pgpaBa Poccuy;

BacunykuHa EneHa CepreeBHa, 4.M.H., pyKOBOOUTESb
HVILL Hen3BeCcTHbIX, peOKNX N FreHeTU4ecKn obycrioB-
neHHbIx 3abonesaHuin HLUUMY «LleHTp nepcoHanuanpo-
BaHHON MeguunHbl» ®rBY «HMUL, nm. B. A. AnmasoBa»,
npodeccop Kadenpbl AETCKMX 6ose3Hen nedyebHOro
dakynbteta VIHCTMTYTa MeguuUMHCKOro obpasoBaHUA
Orey «<HMUL, nm. B. A. Anmasosa» MuHagpasa Poccuu;

Authors information:

Kofeynikova Olga A., Junior Researcher, Research
Institute of Unknown, Rare and Genetically Caused Dis-
eases, World-Class Research Centre for Personalized
Medicine, Pediatric Cardiologist, Department of Pedi-
atric Cardiology and Medical Rehabilitation of Perina-
tology and Pediatrics of the Almazov National Medical
Research Centre;

Alekseeva Darya Yu., CM, Researcher, Research In-
stitute of Unknown, Rare and Genetically Caused Dis-

eases, World-Class Research Centre for Personalized
Medicine of the Almazov National Medical Research
Centre;

Kostareva Anna A., MD, Director of the Institute of
Molecular Biology and Genetics, Associate Professor of
the Department of Internal Diseases of the Institute of
Medical Education of the Almazov National Medical Re-
search Centre;

VVasichkina Elena S., PhD, MD, Head of the Scientif-
ic Research Centre for Unknown, Rare and Genetically
Caused Diseases of the World-Class Research Centre
for Personalized Medicine, Professor of the Department
of Pediatric Diseases of the Medical Faculty of the Insti-
tute of Medical Education of the Almazov National Med-
ical Research Centre.

Tom N2 3 ‘ 2 ‘ 2023‘

45



I I . POCCUINCKIIA YKYPHAI MEPCOHATN3NPOBAHHOW MEOULINHbI

ISSN 2782-3806
ISSN 2782-3814 (Online)
YOK 578.834.1:616.8-07-053.71

MOPAXXEHWE LIHC, ACCOLlMNPOBAHHOE C HOBOI
KOPOHABUPYCHON MH®EKUWEN Y OETEI:
OB30P JINTEPATYPbI 1 ONNCAHUE
KIMMHWYECKOIO CJTYYAS

Jllobnmoea H. A.%, NMepByHuHa T. M.}, Ceenb K. A.}, Koctuk M. M.*2

! ®epepanbHOE rocynapCcTBEHHOE BOOYKETHOE yupexaeHne «HaunoHanbHbI MeAULLUHCKAI
nccnepoBaTenbCKNn LeHTp uMeHn B. A. AnmaszoBa» MnHUCTepCcTBa 34paBOOXPaHEHNA
Poccuninickon ®epepaummn, CaHkT-MeTepbypr, Poccus

2 GepepanbHoe rocypapcTBeHHOe B6IoayeTHOE 06pa3oBaTelbHOE yUpewaeHe BbICLIEro
obpasoBaHufA «CaHKT-eTepbyprckuii rocyaapCcTBEHHbIN NegmnaTPUYECKNn MeANLIMHCKNIA
yHuBepcuteT» MnHuctepcTBa 3gpaBooxpaHeHus Poccuiickonn ®epepaunm, CaHkT-MeTepbypr,
Poccun

KoHTakTHasa nHpopmauusn:

Jlo6bumoBa Hatanba AHOpeeBHa,

drey «HMUL, nm. B. A. AnmasoBa»
MwuH3ppaBa Poccun,

yn. AkkypaToBa, a. 2, CaHkT-lNeTepbypr,
Poccus, 197341.

E-mail: lyubimova_na@almazovcentre.ru

CtaTtbsa nocTynuna B pegakuunto 28.02.2023
1 npuHaTa K nevaTtn 17.03.2023.

PE3IOME

B mocnenHee Bpemsi yBETHMUYMIOCH YHUCIO COOOIICHWH M KIIMHUYECKUX HAOIIONEHUM pas-
JIMYHBIX UMMYHOOIIOCPEIOBAaHHBIX 3a00JieBaHU y AeTel, Bo3HuKarouux nocie COVID-19,
B TOM YHCJIE C TIOPAKCHUEM IIEHTPAILHON HEPBHOI cucTeMBbl. HacTosmmii 0030p KpaTKo ocBe-
acT COBPEMEHHBIC 3HAHUS O BO3HUKAIOIINX HEBPOJIOTHUCCKUX 3a00JICBAHUSX Y IETECH TIOCITe
niepeHecenHoi nHQekun, Bbi3BanHON COVID-19, ¢ onmcannem peakoro moCTKOBUIHOTO SB-
nenws 1o Tunty PANS-cunipoma y pebeHKa, oy4aBIiero JICYCHUE B HAIIEM LIEHTPE.

KuioueBble cj10Ba: ayTONMMYHHBIC 3a00JIEBaHUS, IBUTATCIbHBIC HAPYIICHUS Y ACTCH, JIJTH-
tenpHbll COVID-19 y nereit, Tuku, COVID-19, PANS-cunapom.

s yumuposanus: Jlrooumosa H.A., lepsynuna T.M., Ceenv K.A., Kocmux M.M. Iopasice-
nue [[HC, accoyuuposannoe ¢ H060U KOPOHABUPYCHOU uHperyuell y demetl. 0030p aumepa-
Mypbl U ONUCAHUE KAUHUYECKO20 Cyuas. Poccutickuil dcypran nepconanu3upo8antol meou-
yunol. 2023,;3(2):46-56. DOI: 10.18705/2782-3806-2023-3-2-46-56.
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ABSTRACT

Recently, the number of reports and clinical observations of various immune-mediated
diseases in children that occur after COVID-19, including those with central nervous system
involvememnt, has increased. This review briefly highlights the current knowledge about
neurological diseases in children after COVID-19 with a description of a rare post-covid-19
case of the PANS syndrome in our center.

Key words: autoimmune diseases, COVID-19, COVID-19 in children, long-term, motor
disorders in children, tics.
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Cnuncok coxkpamennii: AIID-2 — aHruores-
3uHnpeBpamaomuii pepment 2, BBUI' — BuyTpu-
BeHHBI UMMYHOrnoOynuH, TAMK — ramma-amuHo-
MacistHast kuciora, ['9b — remarosnnedannyeckuii
O6appep, MPT — MarauTHO-pe30HAHCHAS TOMOTpa-
¢usa, HPUD® — peaknus uMMyHODIIOOPECHCHITUN
(menpsimas)), tMBC — mnenuaTpuyeckuii MyJIbTHCH-
CTEeMHBIA BOCHalUTENbHbIM cuHIpoM, [P — mno-
nmuMepasHo-miermHas peaknusi, PC — paccesHHBINA
ckiepo3, CMX — cnuMHHOMO3roBasi >XUIKOCTb,
OJIP — ¢dyHKUMOHATBHBIE IBUTaTENbHbIE Hapylle-
Hus, HHC —uenTpanbHas HepBHas cuctema, ACE2 —
AHTUOTEH3WH-1-KOHBEPTHPYIOITHI depment 2,
CANS — oCTpBIi HEHPOIICHXUATPHUCCKII CUMITTOM,
COVID-19 — CoronaVIrus Disease 2019, DDC — no-
na-gekapookcunaza, GFAP — rnuansubiit ¢pubpui-
JSIpHBIN KucHbIi Oenok, GlyR — penenrtop rimnunHa,
1gG — ummynornobynmuus G, IL-1 — uHTEepneikun-1,
MOG — MHEIHHOBBIE ONUTOACHAPOLUUTAPHBIE IIIH-
konporennsl, nFL — neiipodpunament, NMDAR —
peuentop N -mertui-d-acnaprata, PANDAS — ay-
TOMMMYHHOE HEpPBHO-TICHXHYECKOE pacCTPOHCTBO,
ACCOITMUPOBAHHOE CO CTPENTOKOKKOBOW WH(EKITHEH,
PANS — neamarpuyeckuii HEHpONCUXUATPUUECKUN
CUHIIpOM ¢ ocTpbiM HavajoMm, PITAND — nenuarpu-
Yyeckoe MH(DEKIIMOHHOE ayTOMMMYHHOE HEWPOIICHXH-
aTpuueckoe pacctpoiictBo, TNF — daxrop Hekposa
onyxonu, VGKC — BHEKJEeTOYHbIE NOTECHIINAT-3aBU-
CHUMBbIE KaJINEBbIE KaHAJIBI.

COVID-19 (cokp. ot anra.: COronaVIrus Disease
2019) — moTeHIIHAIBHO TSXKEJast OCTpasi pECIupaTop-
Has nH(EKIus, BbI3bIBaeMas KopoHaBupycoM SARS-
CoV-2 (2019-nCoV). 3abosneBanre MOKET POTEKATh,
Kak B OpMe OCTpOil pecrupaTopHON BHPYCHOW WH-
(hex1um C JIETKUM TCUEHHEM, TaK U B TsDKEION Gopme
[1]. B HacTosmee BpeMs akIeHT B M3yYeHWH WH(EK-
LIUHM CTaJll CMELAThCsl B CTOPOHY €€ JIOJITOCPOUYHBIX
ocnoxkHeHUu# [2]. MMEIoTCsT MHOTOYHCICHHBIE CO-
OOIIEHHS O cIydYasX Pa3BUTHS y MAlMEHTOB IEJIOTO
psga UMMYHOBOCHIATUTENBHBIX 3a00JI€BaHUHN, TaKHUX
KakK peBMaTOMHBIN apTPUT, ICOPUATUUECKUN apTPUT
u nquabet 1 Tuna ogHOBpeMeHHO ¢ mHpekiueit SARS-
CoV-2 unu cpazy nocie nee [3—11].

Hexotopeie knmamveckue upusHaku COVID-19
HallOMHHAIOT CUMIITOMBI ayTOMMMYHHBIX 3a00JeBa-
HUM, TAKUX KaK aHTU()OCHOIUTIUTHBIN CUHIPOM, BOC-
MaJUTEIbHBIA apTPUT, CUCTEMHAs KpacHas BOJIYaHKa
U CHHJIPOM JepMaToMHo3uTa ¢ anTu-MDAS anTHTE-
mamu [12-15].

Bonpumioll KJIMHUYECKUI HMHTEpEC MNPEACTABISIET
YpEe3BBIYAHO HIMPOKUH M Pa3sHOOOPA3HBIH CIEKTP
HEUPONCUXUYECKUX HAPYUICHUH, BOSHUKIIUN B 3I10-
xy uHpeknun SARS-CoV-2 kak y B3pOCIbIX, TaK U y

II. NEAVNATPUA | PEDIATRICS

JieTell, y KOTOPBIX HE OTMEYaJIoCh KapTUHBI MYJIbTH-
CHCTEMHOT'O BOCIAJTUTENILHOTO CHHIPOMA JIHOO TsIKe-
noro teuenust COVID-19.

[laToreHeTHYeCKME acCIEKThI MOPAKESHUS HEPBHON
cucteMbl nocie 3apaxenus SARS-CoV-2 B Hacrtos-
mee BpeMsl 10 KOHIIA He W3BECTHBL. OOOHSITETbHBIN
MyTh paccMaTpuBaeTcs Kak Boporta st Bxoaa B [THC
¢ nepudepun IS psga CeMEHCTB BUPYCOB, B TOM YHC-
ne jisi KopoHaBUpPycoB [16]. OOOHSATETbHBIC HEPBBI
UMEIOT OUMONISIPHYIO0 HEHPOHHYIO CTPYKTYpY, COSIH-
HAIOIIYI0 HOCOBOM anutenuii ¢ obmactamu LIHC, ta-
KIMH KaK Kopa, 0a3alibHbIe TAHTJINA U CPETHHUI MO3T,
KOTOpbIe MOT'yT ObITH opaxkeHs! ipu COVID-19 [17].
HeiipoHbl 000HATENBHBIX PELENITOPOB M OOOHSTENb-
HBIM JHIOTENUN, MO-BUAUMOMY, SBIISIOTCA TOYKOU
BXO/Ia BHpyCa MO aHTEPOTrPaTHOMY BE3UKYISIPHOMY
akcoHabHOMY Ty TH [18]. Bo3HMKHOBEHNE THITOCMUH/
aHocMuu y manueHTtoB ¢ COVID-19 nomuepkuBaer
atoT dakr [19, 20].

I'emarorennoe nponukHosenne SARS-CoV-2, Be-
POSATHO, TTPOUCXONNUT Yepe3 B3aWMONIEHCTBHE BHpyca
C pelenTopaMu aHTHOTEH3WHIIpeBpararonero ¢ep-
meHTa 2 (AIID-2), koTopble TPUCYTCTBYIOT B SHAOTE-
JUATBHBIX KJIETKaX KPOBEHOCHBIX COCYAOB T'OJIOBHOT'O
Mo3ra, Hapy1mas ['Db u moBkITIas ero mpoHUIIaeMOCTh
[21]. HakonyieHO MHOXECTBO TaHHBIX, CBUIAECTEIBCTBY-
torrux o ToMm, yTo COVID-19 criocoOGcTBYyeT akTBauu
BPOKICHHOTO W/MJIM MPHOOPETEHHOIO MMMYHHUTETA,
YTO MPUBOIUT K TOPAKEHUIO TEX WJIM WHBIX OPraHOB
1 CHCTEM, a TaKXe 00JagacT SHAOTSIHOTPOITHEIM 3~
¢dextom [22]. UneHTudunupoBaH MHPOKUANA CHEKTP
ayTOaHTUTEN B IuazMme narueHtoB ¢ COVID-19, na-
LEJIEHHBIX HAa aHTUTEHBI, CBI3aHHBIE C UMMYHHUTETOM,
TaKWe KaK IMIUTOKUHBI H XeMOKUHEI [23].

B wactHOCTH, M3BecTHO, uTO BUpYyCc SARS-CoV-2
MPEUMYIIECTBEHHO MOpa)XaeT JbIXaTelbHbIE IYTH,
HO HCCIJIEJIOBAaHUSI OPraHOWJIOB T'OJIOBHOTO MO3Tra 4e-
JIOBeKa Ioka3anu, 4uTto Bo3jeicTtBue SARS-CoV-2
CBS3aHO C W3MEHEHHEM paclpelesieHnus Tay-Oenka
OT aKCOHOB K Tely KJIeTKH, rumnepdochopuanpoa-
HUEM U TUOeNb0 HelpoHOB [24, 25]. Tay-Oenok, ac-
COLIMUPOBAHHBIH C MHKPOTPYOOUKAMH LEHTPATBHOM
Hepuoit cuctemsl (LIHC), mpencrasmsetr coboii Oe-
JIOK ILIUTOCKEJNETa, PEeryJupyloldid pa3BUTHE HEU-
POHOB ¥ CIIOCOOCTBYIOIIMI COOpKEe W CTAaOMIBHOCTH
MUKpPOTPYOOUYEK, KOTOpBIE SIBISIOTCS BAKHBIMU MJIS
Tpancnopta Be3ukyn B LIHC. Ilarorenes ueiiponere-
HEpPaTUBHBIX 3a00JICBAaHUNW — TaymaTHH BKJIIOYACT
HaKOIUIEHHE Tay-0ellka B TOJIOBHOM MO3Te M IIporpec-
cUpylolllee HapylIeHHEe padOThl CHHAIICOB, COIPOBO-
JKJAsACh Pa3IMYHBIMU KOTHUTHUBHBIMHU W JIBUTaTeNlb-
HBIMU cHHApoMamu [26]. KocBeHHBIE TOKa3aTeIbCTBA
HellpoTponu3Ma Bupyca SARS-CoV-2 u nospexne-
HUSI aCTPOLIMTOB U HEHPOHOB CBSI3aHBI C MTOBBILIEHHEM
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YPOBHEH B CBIBOPOTKE TaKUX OMOMapKepoB, KaK TIIH-
a’bpHBIN GuOpuIsSpHbI Kucubeiil 6enok (GFAP), ko-
TOPBIH ABJISIETCS MapKepOM aKTUBAaLUU Tiuu [27-29].
AHTHHEWpOHAJIbHAA HAMPABIECHHOCTh HMMMYHOTJIO-
Oynuna G cmuHHOMO3TOBOH kuakoctn (IgG) ykassl-
BaeT Ha HAPYIICHUS ayTOMMMYHHUTETa B IaTOTCHE3e
HeBposiorndyeckux mpossiaenuit [30]. fABnsercs nu
HEBPOJIOTHYECKasi CUMIITOMAaTHKa, aCCOLMMPOBAaHHAs
¢ COVID-19, creacTBreM mpsSIMOTO JACHCTBUSI BUpYCa
/AW 3allyCKaeMbIM WM HMMYHOOIIOCPEIOBAaHHBIM
MPOLIECCOM, OCTAETCS HEM3BECTHBIM.

HEBPOJIOr'MYECKUE HAPYLLEHUA
Y BETE B 3NOXY COVID-19:
LONG-COVID (AJINTENbHbIN COVID)

bonbmias yacTh OMyOIMKOBAHHBIX HCCICIOBAHUIMA
IauTenbHo cymectBytomero COVID  cocpemoTto-
YeHa Ha B3POCIHBIX, WHGOpMAIUsS O JETAX OrpaHH-
yeHa. Ha OCHOBaHWM KOHCEHCYCHOI'O MHEHHS ITOCT-
COVID-19 u3MeHeHus onpeseneHbl Kak COCTOSTHUE,
BO3HHUKAIOIIEE Y JIHO/ICH C BEPOSTHOW WJIU MOITBEPXK-
neanoit mHpeknmer SARS-CoV-2, o0bsrdHO uepes 3
Mecsla Tocie WHOEKIUU, MPOIOIIKUTEITHHOCTHIO
Oosee 2 MecsleB, KOTOPOEC HEBO3MOXKHO OOBSCHUTH
aJbTCPHATUBHBIMU TIPUYUHAMH Y B3POCIBIX. AHAJO0-
TUYHOTO OIPECIICHHUSI ISl IeTeH WU MOIPOCTKOB HET
[31]. Amarro3 «mocT-COVID-19» BHeceH B kiaccudu-
karo MKB-10 ¢ certsaops 2020 roga [31].

YCTaHOBIIEHO, YTO y MAlMEHTOB, NEPEHECIIUX
HOBYIO KOPOHABHUPYCHYH HWH(EKIIMIO, OTMEUYaITCs
KOTHUTHBHBIE PACCTPOMCTBA: CHIIKEHUE TTAMSATH, yYM-
CTBEHHOW PabOTOCIIOCOOHOCTH TIO CPaBHEHHIO C HC-
XOJHBIM YPOBHEM WJIM WHJHUBHIYaJbHOW HOPMOI.
[ManueHThl yKa3bIBalOT Ha OBICTPYIO yTOMJISIEMOCTbD,
OECCOHHMILY, U3MEHEHUE BKyca W/WIIM 3araxa, Hapy-
IIeHNE TEPMOPETYISIIUN, B BHUAE cyOdeOprminTera
nnu pedpunurera, 1Mo TUIY TU3aBTOHOMHH, T'OJIOB-
HY0 00JIb, MBIIIEYHYIO CJIA00CTh, MUAIITUU, apTpa-
U, MApeCcTe3MH. DTH CUMIITOMbI HapyIIalOT Kade-
CTBO JKM3HH TAIMEHTOB, TPEOYIOT JOPOTOCTOSIIETO
o0cJeTOBaHMS C IEIbI0 UCKIIOYCHUS] WHBIX MPUYUH
[32-41].

HEBPOJIOM'MYECKUE NPOABJIEHUA,
CBAA3AHHbIE C MOPAXXEHUEM
LEHTPAJIbHO HEPBHOWN CUCTEMbI
Y OETEN

CHeKTp HEBPOJIOTHUECKUX TPOSIBICHUH, BO3HU-
katommx y gered B snoxy COVID-19, HeBeposiTHO
pasHooOpaszeH. B mpocneKTHBHOM KOTOPTHOM HCCIIe-
noBaHuu BenukoOputanuu BbisiBieHBl 52 u3 1 334
narueHToB JaeTckoro Bospacra (3,8 (95 % CI 2,9-5,0)

ciydast Ha 100 mexuarpuyecKuX MalueHTOB; CPEIHUH
BO3pacT — 9 JIeT) ¢ HEBPOJOTUICCKUMHU MPOSBIICHUS-
MH, CBSI3aHHBIMH C IOCJIEICTBUAMH IE€ANATPUUECKOTO
MYJIBTUCUCTEMHOIO BOCHAJIUTEIBHOTO CHHAPOMA —
nMBC (25 manuenToB) wiu uadekuun COVID-19 (27
nanuenToB). Jecats (19 %) nmereit umenu HEBPOJIO-
THYECKYI0 CUMIITOMATUKY WJIM HApPYIICHUS Pa3BUTHS
1o nanaemun SARS-CoV2. UMMyHOOIIOCpEI0BaHHBIE
nopaxkenus: LIHC Oputn ycranosnenst y 13 (48 %) na-
mUeHToB, He uMeBmMX TMBC: y nsatu — cuHzIpom
I'nitenHa-bappe, y uyeTblpex — OCTpPbIA JUCCEMUHU-
poBaHHBIA dHIIearomuenut (y TpeX W3 HHUX Haimie-
Hbl QHTUTEJIA K MUEJIMHOBBIM OJIMTOZICHAPOLUTAPHBIM
ruxonpoTenHaMm — MOG, y Tpex — Apyrue ocTpble
JIEMUETMHU3UPYIONINE CHUHIPOMBI U Y OJHOTO HMEI
MECTO ayTOMMMYHHBIA JTUMOWYECKUH »dHIedanr).
VY nByx (7 %) manueHToB pa3BUIICS OCTPHII IICUXO03 U y
nBoux (7 %) 3adukcupoBana xopesi. B rpymnne nui 6e3
nMBC Ttonbko y 11 (44 %) u3 25 manueHToB oOHapY-
JKeHBl aHOMAaJIMM TPU TPOBEJECHUHM HEHpOBHU3yasH3a-
. MIMMyHOMOIyIUpYOIMe Ipenaparsl MOIydain
12 manmenToB 6e3 MMBC. bonbImMHCTBO JeTel moCTy-
MaJI TIOCJIE BBI3IOPOBIICHHUSI OT OCTPOTO 3a00JICBAHUS
COVID-19; y Bocemu (15 %) naruenTos, 63 nmpusHa-
KOB OCTPOTO PECHHPATOPHOTO 3a00JIeBaHus, HO C HE-
BPOJIOTUYECKUMH WM [ICUXUATPUIECKUMU CUMIITOMA-
mH, SARS-CoV-2 obnapysxen ¢ momomsio 1P [42.]
Pa3BuTne ocTporo AMCCEMMHMPOBAHHOTO OJHIIE-
¢danomuenuTa, BepoiaTHO cBszanHoro ¢ COVID-19,
onucaHo kojuteramu u3 Can-llaynmy y panee 3mopo-
BOro pebeHka 9 jer, ¢ HapyLIEHUsIMU [TOXOIKH, IJia-
30/IBUTaTeNbHON (PYHKIHMH U PeUH, IPABOCTOPOHHHM
TEMUIIApPEe30M M TOJ0KHUTENbHBIMU CEepPOJIOrHYEeCKH-
mu tectamMu Ha SARS-CoV-2. V nmammenTta BBISBIIE-
Hbl MHOXXECTBCHHbBIC KPYIHbIE I'MIIEPUHTECHCHBHBIC
oBasbHBIe TOopaxkeHust (T2-BU), mpenmymiecTBeHHO
B 0€loM BelecTBE MOJYIIApUH TOJOBHOTO MO3Tra,
3aJ{Hei 4acTH MPaBOil BHYTPEHHEH Karcylbl, HH)pa-
TEHTOPUATIFHON SMKH, OCOOEHHO B CPEIHMX HOXKKaX
MO3KeuKa ¢ ycuieHneM HakoruieHus ragoinuaus (T1)
[43]. Onucana 12-neTHsA MAMEHTKA ¢ OOIIMPHON MU-
ejonaTrhel MeHoro oT/ena CIMHHOTO MO3ra, ¢ pas-
BUBIIMMCSl PECHUPATOPHBIM  JAUCTPECC-CHHAPOMOM
¢ comyTcTBytomel Tekymed nadekmuet COVID-19,
noaTeepxkaeHHon [I1IP. JlabopaTopHO B CTMHHOMO3-
roBoit xuakoctu (CMIK): SARS-CoV-2 He BbIsBIIEH.
MPT rosioBHOro Mo3ra ¥ WEHHOro OTAeIa I03BOHOY-
HUKa BBISABHJIA OOIIMPHYIO BYCTOPOHHIOIO CHMMe-
TPUUHYIO OI'paHUYEHHYI0 (Y310 ¢ BOBICUCHUEM
MOJIKOPKOBOI'0 U IITy0OOKOT0 O€10ro BeiecTBa, (pokab-
HOE TMIIEPUHTEHCUBHOE MMOPaKEHUE B BAJIMKE MO30JIH-
CTOTO TeJa ¢ orpannueHHoi auddysueii u oOMUPHYIO
LEPBUKAJIbHYI0 MUEJIONATHIO C BOBJICUEHUEM Kak Oe-
noro, Tak u ceporo BemecTs (T2/FLAIR). B tunamuke
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MocJIe MPOBEICHHON TEPANMKM METUIPETHU30JI0HOM
no MPT cnuHHOrO mMo3ra OTME4asloch MPaKTUUYECKU
noyiHoe BoccraHoBienue [44]. McLendon L. A. ¢ koin-
JIeTaMH OMUCATN MAalUeHTKy 17 Mec., MOCTYNHBIIYIO
B CTAI[IOHAP CO CIVIAKEHHOCTBIO HOCOTYOHOM CKJIas-
KU, PUTHJHOCTBIO ILIEU, Tape30M MpaBOi BEpPXHEH KO-
HEYHOCTH, JIBYCTOPOHHEW rumneppedueKkcueil HuKHUX
KOHEYHOCTEN M aTakCUEH TyJIOBUILA, C IOJOXKUTEIb-
veiM [11IP Ha SARS-CoV-2. AHA (anTunHyKIcapHBIC
aHTHUTENa), aHTHTeNa K akBanopury-4 1 MOG He BbI-
sBieHbl. Jlabopatoprno B CMJK: MUHMMaIBHBIN 1Ie-
ounto3. MPT cnimHHOrO Mo3ra: 6e3 maToJOrHYecKuX
n3merneHuii. MPT rosioBHOro mosra BoisiBruia 1uddys-
HYIO THIIEPUHTEHCUBHOCTE B KOPKOBOM M TOIKOPKO-
BoM OesioM BemiecTBe. [leBouke BBICTABJICH IMATHO3
«OCTPBIN AMCCEMUHUPOBAHHBIN SHIE(anuT». Peben-
Ky TNpOBEIEHa Tepamnus BBHICOKMMH J03aMH METHJI-
MIPETHU30JI0HA, BHYTPHBEHHBIM HMMYHOTTIOOYJTHHOM,
C yJIydllIlEHHEM HeBposiorudyeckoro craryca [45]. Kaur
H. ¢ xonyeramu onucanu paHee 310pOBYIO I€BOUKY 3
JIET ¢ mporpeccupytomeil c1abocTbl0 B KOHEUHOCTSIX
¢ moareepkaeHHoi SARS-CoV-2 unbekmueit meTo-
noMm ITIP. B cnuHHOMO3TOBOM KHUAKOCTH: MUHAMAJTh-
HBIN TUIEONUTO3. AHTHUTENA K akBanopuny-4 u MOG
orpunareiabasl. MPT opOuT 6€3 maTonornyeckux u3-
MeHeHHi. MPT CIMHHOIO M rOJIOBHOTO MO3ra — BBbI-
SBJICHBI TPU3HAKH TTONIEPEYHOT0 MHUEIUTA OT MPOI0J-
roBaTOro MO3ra 0 CpeAHErpyJHOro ypoBHs. PebeHok
MOJYYWJT  IYJbC-TEPANUI0  METHJIPEIHU30JI0OHOM,
BBUI B no3e 2 r/kr, nnasmodepes. B nunamuke na-
LIMEHTKEe WHUIIMUPOBAaHA aHTHU-B-KieTouHas Tepamus
PUTYKCHMaOOM B CBSI3U C YIIOPHBIM COXPAaHEHHEM He-
Bposornyeckor cumnromaruku [46]. de Ruijter N. S.
1 COaBTOPBI COOOIINIIH O 15-7IeTHEM MaTbYUKe C TIOA0-
CTpOU TIOTepeit 3peHusl U TOJOBHOU 00J1b10 1 MP-ipu-
3HaKaMH JIBYCTOPOHHETO ONTHYECKOTO HEBPUTA C TO-
noxxkutenbHeiMU pe3yabratamu [P na SARS-CoV-2,
OTpULIATENBHBIM TeCTOM Ha aHTU-AQP4-IgG B cbIBO-
POTKE, HO MOJIOKUTEIbHBIM Ha aHTUTeNa K MOG-IgG.
PeGenky BBICTaBJIeH JUArHO3 ONTHKOHEHPOMHUENHTA.
IIpoBeneHo neueHue Mysibc-Tepanue MeTUIPETHH-
30JI0HOM BHYTpHBEHHO. Uepes aBe Henenu mnocie Jje-
YEHHUS! CUMIITOMBI MPAKTHYECKH MOJHOCTBIO KYyIHPO-
Baiuch [47]. Khan A. ¢ xoiieraMmu omucain MOX0KUH
cinydait y 11-netnero pebenka ¢ MP-mpu3HakamMu 1By-
CTOPOHHET0 ACUMMETPHUYHOIO HEBPUTA 3PUTEIBHOTO
Hepsa ¢ antutesnamu kK MOG u nngexuuneit COVID-19.
IIpu nposenennun MPT rojloBHOr0 U CIIMHHOTO MO3-
ra TaroJIOTHH He BBIABIEHO. PeOeHKy mpoBeeHa
IyJIbC-TEPANUs METUINPEIHU30JIOHOM B JIUHAMHUKE
C TIEPEBOJIOM Ha NEPOPAIBHBIN PUEM C BBIPaKEHHBIM
knuHu4eckuM ynyumenueM [48]. Komnern uz CIIA
OIHCAIU TATH JAETeH ¢ pa3IMYHBIMU JAEMHUETUHUHUPY-
FOIMMU PaCcCTPOMCTBAMM LEHTPAJbHON HEPBHOW CH-
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CTEMBbI B KOHTEKCTE OCTPOH MJIM HellaBHEeH MH(peKInu
COVID-19: 16-meTHss NeBOYKA C aHTUTEIAMHU K MHUE-
JUHOBOMY OJMTO/ICHIPOLIUTAPHOMY TIHKOIPOTEHHY
(MOG), 8-meTHWI Malb4MK C OCTPHIM JHCCEMUHH-
poBaHHBIM 3HUEedanomueauToM (OPOM), 13-netHss
JIEBOYKA C PAcCTPOWCTBOM CIEKTpPa ONTHKOMHEIHTA
U 1Be MeBOYKH 14 u 13 jeT ¢ BIEpBBIC BBHISBICHHBIM
paccessHHBIM ckyiepo3oM (PC) [49].

TUKN

C momeHnTa Havana nangemMun COVID-19 no nan-
HBIM JIUTEPaTypbl OTMEUEHO 3aMETHOE YBEIMUYCHHE
CJIy4yacB BHE3AITHOT'O BOZHUKHOBEHUS TSKEIBIX THKOB
¥ THUKOMOOOHBIX MprcTynoB y aereit [50]. [Taropuszu-
OJIOTHS TUKOBBIX PAaCCTPOWCTB BKITIOYAET HapyIICHNE
(YHKIMH KOPKOBO-CTpPHA-TaIaMO-KOPTHUKAJIBHBIX Iie-
neil ¢ HapymeHueM (QYHKIUH HEHPOTPAHCMHUTTEPOB
(modamMuH, CEpOTOHUH U TaMMa-aMHHOMACIIsTHAsT KHUC-
nota (I'AMK)) [51-53]. DTuonorus TUKOMIHBIX pac-
CTPOMCTB MHOTO(DAKTOPHAS M BKJIFOYAET B CeOS, B TOM
qyucsae, ¥ MMMYHOONOCPEIOBAaHHBIA MeXaHu3M [54].
B3aumocBs3p Mex1y MMMYHHOH W HEPBHOW CHCTe-
MaMHU CO3/Ia€TCS 3a CYET CBA3BIBAHMS KJIACCHUECKHUX
HEHPOTPAaHCMUTTEPOB (CEPOTOHUH, KaTEXOJIAMHUHBI,
AIeTHUIXOJIMH), TOPMOHOB (OKCHUTOITMH), ITUTOKHHOB:
uHTepaerkun-1 (IL-1) u daxrop Hekposza omyxonu
(TNF) ¢ peuentopaMyu HMMYHHOIH, HEpBHOW U 3HJO-
KpUHHOM cucteM. UMMyHHBIE KJIETKH CITIOCOOHBI TIPO-
JNYLIUPOBAaTh HEUpOMENTUIbl U HEWPOTPAHCMUTTEPHI,
TAaKME KaK CEPOTOHMH, alleTUIXOJWH U 3HIOP(PUHBIL.
W3MeHeHns B myTsX cuHTe3a AodaMUHA M CEpOTO-
HUHA MOTYT OBITH BOBJICUYEHBI B MATO(QU3UOIOTHIO
COVID-19 u obycnaBnuBaTh pa3BUTHE THUKO3HBIX TH-
MEPKUHE30B [55—63].

Hapymennas oskcnpeccus ACE2, BbI3BaHHas
SARS-CoV-2, MOXKET COmpOBOXKAATHCS TUCHYHKITHEH
Jlora-eKapOoOKCHIa3pl C MOCHENYIONUM, TOTEHIIH-
aJbHO M3MEHEHHBIM YPOBHEM HEHPOTPAaHCMHUTTEPOB
y nagueHtoB ¢ COVID-19 [63, 64].

W3BecTHO, YTO NETCKHME TUKH HAYMHAIOTCS IpHU-
MEpPHO B BO3pacTe 5—7 JE€T U HPOSIBIAKTCA IPEU-
MYIIECTBEHHO MOTOPHBIMH THKaMH, Yalle Iopaxas
MaJIbYUKOB B cooTHoweHUU 4:1. TUKU 4acTo yMEeHb-
HIAI0TCS B TEYCHHUE OAHOTO I'OAA U XapaKTEPHU3YIOTCS
BHE3aITHBIMHU, OBICTPBIMU, MOBTOPSIOLIUMHUCS, HEPHUT-
MUYHBIMU JBUKCHUSIMUA WM BOKAJTW3AIUCH W SIBIIS-
I0TCSl HanOoJee pacinpOCTPAHEHHBIMHU [IBUTATEIbHbI-
MU paccTporcTBamu y naereil. Hekoropble u3 THKOB
MOT'YT COXPaHSTBCS U BBI3BIBATH pa3IUvHbIe MPoOIe-
MBI, TAKHE KaK COLMAJIbHBIN H/WIN (DPU3NYSCKUN JTHC-
KOM(MOPT HIIM SMOILMOHATBHBIC HAPYIIICHUS, KOTOPbIC
MOT'YyT MEIIAaTh ITOBCEJHEBHON IEATEIBHOCTH U yCIe-
BAaE€MOCTH B LIKOJ€. THKOUJHBIC pacCTPOMCTBA YACTO
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CBSI3aHBI C KOMOPOWIHBIMH HEWPOIICHXHATPUUECKH-
MU CHMIITOMaMH, KOTOPBIE MOTYT CO3/1aBaTh OOIb-
me mpoodsieM, yeM camu TUkHU [65—67]. B mociennee
BpeMs SIUJEMHOIOTHS U XapaKTePUCTHKA TUKOB W3-
MeHUJIUCh. Yare cranu 0oNeTh AEBOYKH-TIOAPOCTKH,
a THKW XapaKTepU30BaThCsl BHE3AIMTHBIM HAuaJjioM, Ha-
JINYUEM CJOXKHBIX M MPUYYIJIUBBIX MOTOPHBIX U 3BY-
KOBBIX (heHOMEHOB [68].

CrnenyeT MOMHHTB, 9TO TUKH MOTYT OBITH NIEPBBIM
CUMIITOMOM HMMYHOOIIOCPEIOBAHHOTO TTOPAKEHUS
IHC. U13BecTHO, 4TO y AETEH ¢ CUCTEMHON KpacHOU
BOJIYAHKON €IMHCTBEHHBIM KIJIWHUYECKUM IpOsIBIIE-
HHEM JUINTEIBHOE BpeMs MOXKET OBITh NCHXOHEBPO-
JIOTHYECcKass CHMIITOMATHKa: TPEBOKHOCTh, KOTHH-
THUBHBIE TUCPYHKIUN (CHUKCHHE ITaMsITH, BHUMAHUA,
3aMEAJICHHOCTh IICMXOMOTOPHBIX pEakLUHi), THKH,
Xopesi, HapyIIeHHEe HACTPOCHHUSI, U OOBIYHO MOJO0HbIE
MIPOSIBJICHUSI TIPOTEKAIOT B MATKOW (hopMe M HE OTpa-
karoT crereHu BoBiieueHus [ITHC B maromormueckuit
npouecc. Onucansl ciy4an ne0Ta CHCTEMHON Kpac-
HOI BOJTYaHKH y JieTel ¢ TUKOB [69, 70].

Haubonee yacTo ocTpble IBUTATEIbHBIE PACCTPON-
CTBa B JIETCKOM BO3pacTe CBA3aHBI C HECKOIBKUMHU
npuynHamMu: xopeedt CuueHrama (OZHO W3 OCHOB-
HBIX IIPOSIBJICHUM OCTPOH PEBMATUYECKOW JIUXOpai-
k) [71], DE€TCKUMM ayTOMMMYHHBIMH HEPBHO-TICH-
XUYECKUMHU pacCCTPOHCTBAMH, aCCOIMMPOBAHHBIMU
co crpentokokkoBori mH(pekmueir (PANDAS), xoto-
pble MPECTaBIAIOT COOOH KIMHUYECKHE COCTOSHUS,
XapakTepu3ylolrecss BHE3alHbIM HavyalloM obcec-
CHUBHO-KOMITYJILCHBHOTO PAacCTPONCTBA W/WUITH THKOB,
4acTO COINPOBOXKIAIOIIHUECS JAPYTHMH TIOBEeIeHYe-
CKMMH CHMITTOMaMHU. B TOM 9uciie K HUM OTHOCSTCS
NeANaTpUIECKUl HEMPONCUXNATPUUECKUI CHHIPOM
¢ octpeiM HauasioM (PANS), ocTpble HeliporicuxuaTpu-
yeckue cumnTombl y nereit (CANS) u nenuaTpudeckne
MH(DEKITMOHHbIE Ay TOMMMYHHBIE HEHPOTNICHXHaTpUIe-
ckue pacctporictBa (PITAND), sBnsromuecs: Kjiaccu-
YeCKMMH HMMMYHHBIMU 3a00JIeBaHUSMU 0a3aibHBIX
raurmeB [72, 73]. Hanuuue THKOB B CTPYKTypeE ay-
TOMMMYHHOTO 3HIle(aTuTa CBA3aHO C HAJTWYUEM aH-
TUTEN K HECKOJIBKHM MUIICHSIMH, BKJIIOYAsi PEIETITOp
N-metun-d-acnaprata (NMDAR), BHekseTOUHBIE
NoTeHIInaN-3aBUCUMEbIe  kanueBble kaHalbl (VGKC)
n peuentop raunuHa (GlyR), B Tom uncne y nereil.
DTO Ba)XHO 3HATh M HE UTHOPHUPOBATH POJIb ayTOWM-
MYHHOT'O 3HLe(annTa, Kak MPUUYUHbI THKO3HBIX pac-
CTPOMCTB, MMOCKOJIBKY 3TH paccTpoicTBa YacTO MOAAA-
I0TCS JICUSHUI0 UMMYHOMOJTYJIMPYIOIIEH Teparuen.

B numreparype mmeercs Maio JaHHBIX O HEpPB-
HO-TICHXUYECKUX TUCPYHKIUSX Y JAeTel B KOHTEKCTE
COVID-19, xoTOpble MOTEHIIHAIBHO MOTYT OBITh CBSI-
3aHbI C aHOMaJIbHOM MMMYHHOH peakiueil Ha nHpek-

o SARS-CoV-2 [74-81].

Cpenu B3pOCIBIX NMAllMEHTOB OMHMCAHbI CIyyau Ha-
YaJia HeBPOJOTHYECKUX COOBITHI mociie MHQUIpOoBa-
Hust BupycoM SARS-CoV-2. Xiong u coaBTOpHI OmH-
CaJli BIICPBbIC BO3ZHHUKILIUE MBIIICYHBIC CIIA3MBbl, THKH
U TpeMop y namueHnroB, neperecmux COVID-19 [82].
Garg ¥ KoJuIern onucaiau 54-J1eTHero My>K4MuHy, y KO-
TOPOTo HOSIBUINCH CTUOAaTeIbHbIE IBU)KEHHSI TOJI0BOH,
HauaBllKecs yepes3 2 Mecsna nocie 3apaxenus SARS-
CoV-2 [83]. Piscitelli u coaBropsl omucamu 39-net-
HIOIO KCHIIMHY ¢ (YHKIHMOHAJIBHBIM TPEMOPOM, pas-
BUBIIUMCS yepe3 7 nHel nmocie 3apaxenuss COVID-19
[84]. Uccnemorarenssmu 3 Uramuu B 2022 romy omu-
caHa cepus M3 5 cilyyaeB y JeTell C pa3IMYHbIMU IICH-
XOHEBPOJIOTHYECKHMHU TIPOSIBICHUSIMH: MAaNbuUK 15
JIET ¢ OCTPBIM ICUXOTHYECKUM COCTOSTHHEM; MaJbunK
7 1T cO CIOXKHBIMA MOTOPHBIMHM M BOKAJIBHBIMHU TH-
KaMH; MaJIBIMK 5 JIET ¢ [Ia3HBIMH THKAaMH, OTpaHHue-
HUEM B €ie, TPEBOTOM, HapyIIEHUEM CHA U YHYPE3OM;
JIeBOYKa 3 JIeT C pa3ApakUTeIbHOCTBIO, HCTEpHUYe-
CKUM TIOBEJICHUEM M TJIA3HBIMH THKAMH; MAJBIUK 2
JeT 1 9 MecsAeB C OCTPBIM Ha4aaoM MOBTOPSIFOLIUXCS
Y HENPOU3BOJIbHBIX ABMKEHUH JIMIA ¥ MUOKJIOHYCOM
BEPXHHUX KOHEYHOCTEH. J[aHHbIE MpOsBICHUS BO3HHK-
JIM Y UCXO/IHO 3/I0POBBIX JIETEHl uepe3 paszHble Mpome-
KYTKHA BPEMEHH OT | HeJeNmu 0 HECKOJIbKUX MECSIIEB
nocne 3adukcupoBanHoi wH ek SARS-CoV-2,
uaentuduuuposanHoit merogom I1LP. Bupycnas un-
(exnus npoTekana y JaHHOW TPYMITbI MAMEHTOB Oec-
CUMIITOMHO WM B Jierkoil ¢opme. [lo pesynpratam
WHCTPYMEHTAILHBIX MeToZ0B oOcnemoBanus (MPT ro-
JOBHOTO M03ra, DOI") marojoruu He BEISBICHO. Y BCeX
NalMeHTOB Ha (OHE MPOBOJMMON MEINKAMEHTO3HOM
TEparuu WM KOTHUTHUBHO-TIOBEJCHUECKOW Tepamnuu
OTMEYAJIOCh YITy4YIlIeHHe, HO YaCTHYHO COXPaHSIINCH
HEeBpOJIOrMYecKue mposiBieHus. Hu oqHoMy peOeHKy
HE MPOBOAWINCH CKPHHMHI Ha HaJlU4ue ayTOAHTH-
TeJl U UMMYHOCYIpeccuBHas Tepanus [85]. Pavone P.
¢ KoJjuleraMu M3 Mrtamuu omucanu J1Ba ciydas pa3BH-
tiss PANS-cuHIpoMa, KOTOpPBIM Hadancs depes3 2 He-
JeNd TOoCTe TOJIOKHUTENBHOTO Ma3Ka U3 HOCOIVIOTKH
Ha COVID-19. IlepBslii malMeHT MY>KCKOTO T0JIa POC
W pa3BUBAJICA MO Bo3pacTy A0 12 ner. Pogurenu cra-
JIM OTMEYaTh, 4TO y peOeHKa MOsBIIIACH TICHXUYECKas
CHMITTOMATHKa, B BHJIE OOSI3HU 3apaKeHUS HH(ECKITNS-
MU ¥ HaBS3YMBOTO KEJIAaHWS YacTO U TIIATEIbHO MBITh
PYKH, a Takke CHI)KeHue anmeruta. MHTepecHo ToO,
YTO Tak)Ke OTMEYajoch BOSHMKHOBEHHE MHUMHYECKHX
MOTOPHBIX THKOB. JIaOOpaTOpHO BBISBIECHBI AHTHUTENA
K OazampHBIM raHTMsM B THTpe 1:200. [loBTOpHBIN
Ma3ok (IILIP) na SARS-CoV-2 oka3aiicst mOiI0KHTEIIb-
HBIM uepe3 14 nmHel mocne mepBoro tecta. Bropoit
MAIMeHT, MaJBIMK 13 JIeT, rocIuTaIn3upoBaH B MEAH-
aTPUUYECKOe OTHCNICHHE HM3-3a BHE3AIIHOTO IOSBIICHUS
NICUXMYECKUX CUMIITOMOB, TAKUX KaK KOMITYJbCHBHOE
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paccTpoicTBO, XapaKTepu30BaBIeecs YHOTpeOIeHu-
€M €/Ibl TOJIBKO CTOJIOBOM JIOKKOM M pacKiaJIbIBAHUEM
cBoel 00yBu mapasuienbHo. 3a 13 mHe#t 10 moctyme-
HUSl B CTallMOHap y peOeHKa 3aMKCHPOBAHBI: JIXO-
paaka, Karmeib, KOKHas CHIIb, JKETYyJOYHO-KUIIICTHEIE
paccrpoiictsa, nonoxurenbHbiil TP nHa SARS-CoV.
VY pebeHka BBIABICHB MOTOPHBIE M BOKAaJbHBIC THKH,
TUIEPaKTUBHOCTb, arpPeCCUBHOCTb, pa3ApakKUTEb-
HOCTh, HEBHIMATEIIbHOCTbh, OTCYTCTBHE anmeruTa. [Ipn
MIPOBEICHNUN JIAOOPATOPHBIX aHAJM30B KPOBH OTKIIOHE-
HUI HE BBISABJIICHO, 3a UCKIIOYCHUEM HAJIMYHsI aHTHTEI
K 0azanbpHbIM TaHrusaM B TuTpe 1:100. B 06oux ciyda-
sx uHCTpyMeHTanbHOo 10 MPT 1 9301 matonornyecknx
M3MEHEHMH He BBIABIEHO. [Ipu mpoBeneH KOTHUTHB-
HO-TIOBE/IEHYECKOM Tepanuu y 000MX MaIUeHTOB KIIH-
HUYECKOTO YIy4dlIeHus] He JocTurHyto [86]. Aysegiil
Efe onucan passuBmmii PANS-cuHApoM y IU3HUIOT-
HBIX CECTep-O0M3HEIOB Yepe3 2 HeJen ocie 6eccnM-
nroMHo nepeHeceHHoro COVID-19. ¥V neBouek orme-
4ajuoch OCTPOE TsHKEI0e 00CECCHBHO-KOMITYJILCHBHOE
paccTpoiicTBO, CUMIITOMBI TPEBOTH, OOSI3Hb TEMHOTHI,
MPEPHIBUCTHIC 3PUTENBHBIC U/HITH CITYXOBBIEC TaJUTIOIH-
HaI[UH C OTHOBPEMEHHBIM CHH)KEHHEM aIlleTuTa, a Tak-
e TPEMOp B pyKaxX, c1aboCTh MPOKCUMATBHBIX MBIIIII.
JlaGopatopHo: 00IIeTepaneBTHUECKUE HCCIIEI0BaHUS,
nH(pEKIMOHHAs naHelb, antutena: k TI1O, tupeorio-
OymnuHy, SHAOMU3MIO, 1BycrimpansHoi JIHK; antu-/{H-
Kaza u anTucrpenronusun-O, a Takke NaHelb Ha ay-
TOMMMYHHBIE 3HIE(]ATUTHL, LEPYJIOIUIa3MHUH, MEIb
OTpHIIATENIbHBIC JTUOO B Ipeaesiax peepeHCHbIX 3Ha-
yenwuii. [To MPT BbIsiBiieHa Jierkast arpo(ust 4epBst MO3-
Kedka, o D017: 6e3 sanmakTuBHOCTH. OOCHM cecTpaM
Ha3HaYEHBI ICUXOTPOITHBIE TIPeNapaThl © aHTHOMOTHKH
(amMokcHIMIUTMH-KIIaBYaHaT). JleBouka ¢ Oornee Tspke-
JIBIM TEUCHUEM 3a00JIeBaHUs ToJTydalia JiedeHue (ury-
OKCETHHOM, PHCIEPUIOHOM, BaJIbIIPOATOM HATpPUS.
Bropast cectpa neumnachk ceprpaiuHoMm. Uepes oauH
MECSII] [TOCIIe ITUX BAPUAHTOB JICUCHUS OTPeOOBaIach
uHumanug tepanuu BBUIT u3-3a coxpansrommxcs
MICUXUYECKUX M HEBPOJOTHUECKHX CHUMIITOMOB. YIIH-
BHTEHHO, HO COMAaTHYECKHE >KaJ0OBI, OTpaHHYEHHOE
noTpedIeHne MUK, TsHKENas TPEBOra ¢ TaJUTIoIUHA-
LUSAMH, JETNPECccusl U Jaxe JIETKUE HEBPOJOIHMUYECKHe
CHUMIITOMBI 3HAYUTEIHHO YMEHBIIWINCE uepe3 1 Heme-
o mrocie Beaermst BBUI [87].

B kauwecTBe mnpmMepa TPHBOAUM COOCTBEHHOE
HaOJIoeHNe: [eBOYKa JOHOILCHHAsI, ITOJIHOBECHAS,
pociia M pa3BHBaiach Mo Bo3pacTy 7o 8 net. M3BecT-
HO, 4TO uepe3 3 Helelu Iociie IepeHeceHHON BUpYC-
vHoit wHPpekmuu SARS-CoV-2 (monTBepkIeHHOTO
[II[P — ma30k W3 HOCOTJIOTKH) B JIETKOH (opme, me-
BOUKa CTajla HAaKpy4MBaTh BOJIOCHI Ha MHajel M JKe-
BaTh MPSJIA BOJIOC, PACIICHEHO KakK (pyHKIMOHATIBHOE
JIBUTaTeNbHOE HapylieHne. Yepes 3 mecsamna peGeHOK
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MOBTOPHO TNEPEHEC HOBYIO KOPOHABUPYCHYIO MH(EK-
o SARS-CoV-2 (monoxutensubiii [ILP — mazok
13 HOCOIJIOTKH), IIOCJIE Yero B TEUEHUE MECsIa IOSBU-
JUCh pa3HOOOpa3HbIC HaBSI3UMBBIC ABMIKCHHS B BUJC
PUTMHUYHOTO BpAaIIEHUsI TOJOBbI, MUOKJIOHHYECKUX
MOJIEPTUBAHNUN BEPXHETO IJIEYEBOTO IMOsICA, ITHU30bI
nmunuck a0 15-30 cexyHI, MpPOXOMHMIIM CaMOCTOS-
TenbHO. Ha oHe mpoBOAMMOro JeUeHHsI aHTUIICHXO-
THUYECKUMH U aHKCHOJIUTHUYECKUMHU IIpernapaTamMmu Mo-
JIOXKUTETBHOTO P deKTa He JOCTUTHYTO. B muHaMuke
OTMEUaJoCh y4YalleHHe W T'eHepajin3alus THIIePKH-
HETHYECKUX aTaK A0 JJIUTEIBHOI'O XOPEUUYECKOro I'u-
NEepKUHE3a C MPUCOCIMHEHNEM MUOKJIOHUHN Tuadpar-
MBI, COMPOBOKJAIOIIET0CS MaHUYECKUM COCTOSHHEM
C y4allleHHeM JIbIXaHusl, CHIDKeHneM caTypanuu SpO2
1o 86 % u AJl mo 90/40 mm prt. cT., 6€3 HapyIIeHNS
co3HaHu. JleBouka rocrnuTajau3upoBaHa, Ipu oodce-
noBarnn: AH® 1:2560 (Hopma < 1:160), roMOreHHBIH
tun cBeueHus: (AC-1) — UMMYHOOJIOT OTpPULIATENb-
HbII. AHTUHENPOHAIIbHBIE aHTUTENA MeTOA0M HPUD
1:1600 (Hopma < 1:100). B nunamuke depe3 3 mecsa
0e3 u3MeHeHu nokaszateneil. OnurokyionanabHbId IgG
B JINKBOPE U CHIBOPOTKE KPOBM BBISIBUI | THI cHHTe-
3a. 'MIOKOMIZIEMEHTEMUH HE BBISIBICHO. AHTHTENA
K OeTa-2-rmuKoNpoTenHy, Kapanonununy IgG u M —
orpunarenabable. lIpu3HakoB IUTONM3a, a30TEMUH,
MapakJINHUYECKON aKTHBHOCTH HE OTMedasioch. J(ua-
THOCTHKa TapaHeoriacTuaeckux sHmedanutos (Yo-1,
Hu, Ri, CV2, Ma2), anTuTena K riyramariekapOoK-
cunase (I'/IK/GAD) ocTpoBKOB TTOMKETYIOYHOHN JKe-
7e3sl He BbIABIEHBL. MccienoBanue NuKBOpa: aHTH-
tena kK NMDA-penentopy He BbisiBieHbl. L{uto3 3/3
(mumdonutsr 100 %) — HOpMa, TiTH0K03a 3,4 MMOJIB/IT
(mopma 2,78-3,89 mmonw/m); O6enok obmmit 0,06 r/m
(mopma 0,16—0,33 r/m). HeomHOKpaTHO mpOBOAHICS
BuAe0-20] -MOHUTOPHUHT: 3nuaenTu(OpMHAsT aKTHB-
HOCTb He peructpupyercs, MPT ronosHoro mosra
C KOHTPACTHPOBAHUEM: TATOJIOTHICCKUX 00pa30BaHUH
U y4aCTKOB M3MEHEHUs] MHTEHCUBHOCTH MP-curnana
B BEILECTBE I'OJIOBHOIO MO3ra He BblsiBieHoO. [lomyuana
JICYeHHE: THANpHUA, aMUHO(EHUIMAcsHAs KHUCIOTa,
BHYTPHUBEHHO aMOKCHIIMJUIMH + KJaByJaHOBasl KHC-
JI0Ta, MYyJNbC-Tepanus METHIIPETHU3OIOHOM, 3aTeM
JIeBOYKA [IepeBeIcHa Ha IEPOPAIbHBIN IPUEM NIPEIHHU-
3omoHa. Ha ¢one npoBonuMoii Tepanuy KIIMHUYECKUE
CUMIITOMBI MPAKTUYECKH OTCYTCTBOBAIN. C MOMEHTa
BBITIUCKU TIPH KaXJON MOMBITKE CHUKEHUS JI03bI TIe-
POPAJIBHBIX INIIOKOKOPTHKOCTEPOUIIOB OTMEUaIoCh
y4YalleHne TUEPKUHE30B (MUOKJIOHUH BEPXHETO ILIe-
YeBOr0 MO0siCa), KOPOTKHUX BOKAJIM3MOB, HaBSI3UMBBIX
JIBIKEHUH B BHJIE 3aKyCBIBaHMS I'y0, y JI€BOUKH IO-
ABUNIHCH (OOMHU (CTpax TEMHOTHI M OUIyIIEHWE IMPH-
CYTCTBHS KOTO-TO «4yskoro» B komHare). [IpoBenen
KOHTPOJIb UMMYHOJIOTHYECKONH aKTHBHOCTH, BBISIBIIC-
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HO HapactaHue Tutpa AH®. B cBsizu ¢ yxyaueHueM
COCTOSIHUSI NMPUHSTO pEIIeHHE O MPOBEIEHUU Kypca
BBHUI' B UMMyHOCYNIPECCUBHOM JO3UPOBKE B TEUe-
HHE TPEX MECALEB C IMOCTETICHHBIM CHI)KEHUEM JI03BI
[IpeJHU30JI0Ha. B nHHamMuKe IHONHOCTBIO OTMEHEHa
Tepanus AaHTHIICUXOTHYECKUM IIpernapaTroM, Mpel-
HU30JI0H C TIOCTENEHHBIM CHUXEHHEM, IMPOJOJIKEHA
Tepanus aMUHO(DEHUIMACISTHON KUCIIOTOM, noOaBiie-
Ha MUKO(EHOJIOBasi KUCIIOTa, 3aBepiicH kypc BBUIL.
Ha sToM ¢oHe oTMeueHO yiydiieHHe COCTOSHHUS, OT-
CYTCTBUE TI'€HEpaIM30BaHHBIX TMIIEPKUHE30B, (HOOHI,
COXPAHSIIOTCS PEIKHE SMU30/bl HaBA3UMBBIX JIBHIKE-
HAW B JUCTAJIBHBIX OT/AETIaX BEPXHUX KOHEYHOCTEH
«I0 THUIy KpydeHHs (DOHAPHKOBY», KpPaTKOBPEMEH-
HbIC, BOSHUKAIOIIME Ha HETaTUBHOM 3MOLIMOHAIBHOM
(oHe, KynupyoILIUecs CaMOCTOATENbHO. IMMyHOIIO-
rudeckas nuHamuka: AH® na Hep-nunuu: B gedrore
1:1280 => gepes 3 mec. 1:2560 => gepes 6 mec. 1:1280
=>yepe3 9 mec. 1:640 => yepe3 12 mec. 1:320. AnTU-
HelpoHanbHBIE aHTUTeNA: B AedroTe 1:1600 => uepes 3
mec. 1:1600 => uepes 6 mec. < 1:100. Ilocne 3aBepiie-
HUS TEpay UMMYHOIJIOOYIMHAMH J€BOYKa Hadasa
3aHHMMAThCS C TICUXO0JIONOM aMOYJIaTOPHO.

3AKJTIOHEHUE

Hmutensueii COVID-19 mpencrasisieT coboit ce-
PBE3HYIO MTPOOIEeMY TSl OOIIECTBEHHOTO 3/I[paBOOXpa-
HEHUsI, U HET PEKOMEH /Il 110 €T0 JUArHOCTUKE U JIe-
4yeHuto y aereil. [Ipobnema qBUTAaTENBHBIX HAPY IICHUH
y JeTel 3acinykuBaet 0oJiee MPUCTATBHOTO U3y USHHS,
TpeOyIOMEero MeXIUCITUTUTMHAPHOTO TOAX0ma W 00-
CIIEZIOBaHUsI, B TOM YHCIE UMMYHOJOrudeckoro. Ot-
CYTCTBHE NATOJOTUUECKUX n3MeHenuit Ha MPT u 93T
HEe MCKJII0YaeT MMMYHONATOJIOTMYECKOro XapakTepa
HEBPOJIOTHYECKHUX TposiBieHud. TpeOyercst Oonee
pUcTaNbHOe U3ydeHue ponu Bupyca SARS-CoV-2
B clieKTpe narosjorundeckux cocrosuuil [IHC y nerei,
YTO TO3BOJHUT ONPEAETUTH MPAaBUIIbHYIO AUATHOCTH-
YeCcKylo, TepaneBTHUYECKYI0 TaKTUKY U pa3paboTKy
MEXaHH3MOB MPO(PHUIAKTHKH, BKJIIOUas BaKIIHHAIUIO.
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ABSTRACT

The article provides a brief review of the etiopathogenetic aspects of congenital central hy-
poventilation syndrome with an emphasis on genotype-phenotypic correlations, and highlights
approaches to ventilatory support. Based on the data of the local register, the experience of
Almazov National Medical Research Centre is summarised. A systematic multidisciplinary
approach to the treatment and rehabilitation of children with congenital central hypoventila-
tion syndrome that has been implemented provides the most favorable results in preserving
neurological and intellectual potential and quality of life.
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Cnucok coxkpamenunii: UBJI — wuckyccTBeHHast
BEHTUJALUSA Jerkux, MPT — MarHuTHO-pe30oHaHC-
Hasi Tomorpadusi, HUBJI — HemHBa3uBHas HCKyc-

cTBeHHas BeHTU AU Jerkux, CBLI'B — curapom
BpOXKJACHHOMN IEHTpabHOM runoBeHTmsInn, CJIH —
cTumyisiTop auadparmansHoro Hepsa, TCT — Tpaxe-
ocromuyeckas Tpyoka, CCHS — Congenital Central
Hypoventilation Syndrome, LC — locus ceruleus,
NPARM — non-polyalanine repeat mutation, NTS —
nucleus tractus solitarius, PARM — polyalanine repeat
mutation, RTN — retrotrapezoid nucleus.

BBEAEHUE

CUHAPOM BPOKJIECHHOH LIEHTPAJIbHOM T'MIOBEHTH-
nsuun (CBUI'B, Congenital Central Hypoventilation
Syndrome, CCHS), win cuHapoM YHAMHBI — TI'eHe-
THYEeCKoe 3a00JIeBaHMe, XapaKTEepU3YIOIIeecs allbBe-
OJISIPHOM THMITOBEHTUJISIMEN U HApyIIEHHUEM aBTOHOM-
HOW PeryJIsiiuu IbIXaHus. Y TallUeHTOB OTCYTCTBYIOT
BEHTHJISIITUOHHBIN OTBET M PEaKlusl MPOOYKICHUS
MPU THIEPKAITHUKM W TUIIOKCEMHH, CHUKEHO OIIYIIe-
HHE€ AWCIHOD. B OOJBIIMHCTBE CIy4aeB OTMEYaeTcs
HOPMOBEHTHIISIIIUS BO BpeMsi OOJJpPCTBOBAHUS U THUIIO-
BEHTHJISIIIUSL BO CHE, HanOojee BhIpakeHHas B (hasy
meienHoro cHa [1-3]. [Ipenmonaraemas yactoTa 3a-
OoneBanus B momyisiiuu coctaBisietr 1:200 000 [4].
3aboneBanne BhI3BaHO MyTanueil B rene PHOX2B [4].
Nmeercss xoppensmusi MEXJy T'€HOTUIIOM (OIMHCAHBI
pa3HoOOpa3Hble MATOJOTMYEeCKUE BapHaHThl B TI'EHE
PHOX2B) n TSKeCTbIO THUIOBEHTHJISIIIUU M JPYTUX
nposiBienuit. Y 20 % nereit ¢ CBLI'B BrisiBisieTcs 60-
ne3Hnb ['mpmmpysra. MyJabTHCHCTEMHBIE TTPOSIBICHUS
CBUI'B Tpe0yroT MyJIbTHIUCITUTIHHAPHOTO TTOIX0/1A.

CBoeBpeMeHHAsl TMATHOCTUKA, aICKBaTHASI BEHTU-
JISIITAOHHAS TIOICPKKA, CUCTEMATUUCCKUN MYJIbTH-
TUCITUTUTHHAPHBIN KOHTPOIh H KOPPEKIIHS BOSHUKAIO-
X HapylIIeHWUH, peaOuInuTAIMOHHBIE MEPOIPHATHS
HaIpaBJICHBl HA MUHUMH3AIUI0 HETraTUBHBIX MOCIE/-
CTBUU TMIIOBEHTHJISIIIUU U TUTIOKCUH, BBISIBIICHUE KHU3-
HEYTPOKAIONINX HAPYIIEHUH pUTMa CepIia, KOHTPOIb
JIPYTUX TMPU3HAKOB JTH3aBTOHOMUH.

Mymayus cena PHOX2B u ee gnusnue
Ha pecnupamopHblii KOHMpOib

Kak Op1m0 mokaszano B 2003 roxy, Ipu CHHApPOME
CBUI'B nmeerca mytauus B rene PHOX2B, KOTOpbIi
HaxoauTcs B xpomocome 4pl2 [4]. PHOX2B — sto Oe-
JIOK, cocToAmuni u3 314 aMUHOKHUCIIOT € IByMs KOPOT-
KUMU U CTA0MIBHBIMH TTOJTHAIAHUHOBBIMH TIOBTOPAMHU
u3 9 u 20 ocrarkoB Ha C-koHUEe. OH KOAUPYET BBICO-
KOKOHCEPBATUBHBIM TOMEOJIOMEHOBBIA TPAHCKPHUIILIH-
OHHBIN (haKTOP, KOTOPBIA HEOOXOAUM JIJISI Pa3BHTHS
HEHPOHOB PECHUPATOPHOTO KOHTPOJIS U aBTOHOMHOMU

HepBHOU cucTtembl [5—7]. bompmmuucTBO (90 %) ma-
nueHToB ¢ CCHS retepo3uroTHsl Mo paMOYHON TpH-
IUIETHOW AYMJIMKALMK B MOCJIEAOBATEIbHOCTH, KOIU-
pytomeit 20 aJaHMHOBBIX aMUHOKHUCIOT, B 9K30HE 3,
YTO MPUBOAUT K TOJIMAJAHMHOBBIM TOBTOPHBIM MY-
tanusiM (polyalanine repeat mutation, PARM), nmero-
UM JOIMOMHUTEIbHBIE 4—13 alaHMHOBBIX OCTATKOB.
Taxum 0Opa3om, HOpMabHBIH 20-aTaHUHOBBIN TPaKT
pacmupsieTcst 10 24-33 anaHMHOBBIX MTOBTOPOB C pe-
3yapTHpyomMu renotunamu 20/24-20/33 [8]. Hau-
bomee pacmpocTpaneHHbIMU reHoTunamMu pu CCHS
seistroTest 20/25, 20/26 u 20/27 PARMs [8]. ITopsaka
necsitu npoueHTos nauuenToB ¢ CCHS retepos3uror-
Hbl 110 non-PARM (NPARM). DTu myTtanuu BKIIO-
Yal0T MHUCCEHC- U HOHCEHC-MYTallMM U CABUT PaMKH
cuuteiBanus. bonemuacTtBo NPARM myTanmii Haxo-
JsTes B 9k30Hax 2 U 3 [8, 9]. denenuu sx3oHa PHOX2B
WJTH LIEJIOTO TeHa COCTaBISIIOT < 1 % ciy4aeB u cBsi3a-
HBI C pa3IMYHBIMU QeHoTHnamu [5, 9].

Psan  ¢dusmonornmueckux ucciaenoBaHUN TIPEIo-
nmaraet, uto npu CBII['B anomanus HaxoguTcs B 00-
JacTH CTBOJA MO3Ta, YYacTBYIOLIEH B HHTETpally
CUTHAJIOB KaK IEHTPaJIbHBIX, TaK U MEPH(YEPHUUCCKUX
XeMmopenenTopoB. LleHTpasibHbIe XeMOpenenTopsl 00-
Hapy»KEeHBI B CPEIMHHON IMHUH, retrotrapezoid nucleus
(RTN), BeHTpojaTepaibHOM KBaJIpaHTE MO3TOBOTO
BelllecTBa, B nucleus tractus solitarius (NTS) u B locus
ceruleus (LC). LlenTpasibHble XeMOPEUENTOPHl YYB-
ctBuTenbHBl K u3MeHeHussM pH u pCO2. Ilepudepu-
YECKHE XEMOPELENTOPbI PACIION0KEHb] B KAPOTUAHBIX
TeNbLAX U YyBCTBUTEJBHBI K n3MeHeHussM pO2, a Tak-
ke B MeHbIel crenenu pH u pCO2. XemopenenTopsl
NOoChUIAIOT adpepeHTHBIE CHTHAJBI JbIXaTeIbHOMY
HEHTPY (UEHTPAIBHBIN TeHepaTop MaTTepHOB) B 00Ia-
CTH MOCTa M IIPOAOJINOBATOIO MO3ra, KOTOPBIE 3aTeM
nepenaT KOMaH bl AbIXaTelbHbIM MbllnaM. Paton J.
Y. u coaBTOpHI MOKa3anu, uyto y faereit ¢ CBUI'B ot-
CYTCTBYIOT JbIXaTeIbHBIE PEaKIINM KaK Ha THIepKar-
HUIO, TAK ¥ Ha TUIIOKCHUIO, 1aXe KOIJa OHU OOIPCTBY-
0T, YTO CBHJETEJILCTBYET O HCHOPMAJIbHOM (YHKIIMH
LHEHTPAJIbHBIX M TNEpH(EPUUECKUX XEMOPELEITOPOB
WJIY aHOMAJIMU B UHTETPallUM 3TUX CUTHAJIOB B JIbIXa-
tensHOM 1ieHTpe [1]. Marcus C. L. u komneru mpore-
CTUPOBAJIM PEAKLMU HA IMIIOKCUYECKHE U I'MIEpKall-
Huueckne ctuMynsl y aereil ¢ CBUI'B u nokazanu,
YTO B THIATEIBHO KOHTPOJIHPYEMBIX YCIOBUAX Y OOb-
muHeTBa nanuenToB ¢ CBLI'B mabmtomaetcs peakmus
BO30Y’KJICHHSI, XOTS M HNPUTYIUJICHHAs, HAa TUIEpKall-
HUIO, YTO JIEMOHCTPUPYET COXPAaHHOCTH ap(PepeHTOoB
HEeHTpalIbHBIX Xemopenentopos [3]. Gozal D. u co-
aBTOPbI MPOTECTUPOBAIN PECIUPATOPHBIE pPEAKIUU
Ha OCTPYIO THUIMOKCHIO, THIIEPOKCHIO U THIEPKAITHIIO
y neteit ¢ CBLI'B, xoTtopbie MOriu MoaaepKUBAThH
aJIeKBaTHYIO0 BEHTHJISLIMIO BO BpeMsi OOAPCTBOBAHMS,
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1 oOHapyxuiH, urto y nanueHtoB ¢ CBLI'B nabmto-
JTaeTCsl BEHTUJISILIMOHHAS ICTIPECCHS B OTBET Ha THIIe-
POKCHIO BO BpeMsi OOAPCTBOBAHMSI, UTO OATBEPIKIACT
COXpPaHHOCTh (QYHKIUH Tepr(epruuecKoro xemope-
nentopa [10]. DT uccnemoBaHus yKa3bIBalOT Ha MEp-
BUYHYIO (PU3HOJIOTUYECKYIO AHOMAJUIO HMHTETpaliu
apdepeHTHBIX CUTHAJIOB OT XEMOPELENTOPOB, a He
Ha aHOMaJIMU B CAMHUX XeMOpelenTopax.

PHOX2B npuCyTCTBYET BO BCEH TepUPEPHICCKON
U LeHTpaiabHOU HepBHOU cucteme. PHOX2B skcnipec-
CHPYETCsl LIENbI0 HEHPOHOB, YUYACTBYIOIIUX B Cepaey-
HO-COCYJIUCTOM, JBIXaTEIbHOM M TNMHILEBAPUTEIHEHOM
KOHTPOJIE, U COXPaHSETCS B OOJBIIUHCTBE CTPYKTYP
CTBOJIa MO3ra IIOCJIC POXKICHMS, BKJOYAs UyBCTBU-
TelbHbIC K runepkanHuud HelpoHbl RTN u HelpoHbI
NTS, koTopble obecneunBaOT GyHKIHUIO nepudepu-
YecKuX xemopenentopos [6, 7, 11-13]. MccnenoBanus
MOATBEPKAAOT KIoUueByr0 posnb RTN cTBOnma mos-
ra B KoHTpousie abixanus. Cuntaercs, uto RTN-Heil-
pOHBI (YHKLIHOHUPYIOT B KauecTBE LEHTPAJIbHBIX
XEMOPELENTOPOB, PEryJIUPYIOUUX aJIbBEOJAPHYIO
BEHTHJISIINIO, a TAK)KE B Ka4eCTBE MECTa MHTETPALlUU
BO30Oy Xk maromux aQepeHTHBIX CUTHAJIOB OT TIEPH-
(epruyecknx XeMOpeLenTopoB, IBa U IHIOTaIaMyca,
a TakXe OT COCEAHUX acCTPOLHUTOB, KOTOPbIE MOIYJIH-
PYIOT pecriupatopHblii 1paiis [14, 15]. Y Mbruei GpyHk-
uust PHOX2B nmeet GyHIaMEHTAIbHOE 3HAYCHUE TS
pasButust RTN [16]. Mbimu ¢ mytauueit PHOX2B, BbI-
3pIBatoei Tsxenyto Gopmy CBLI'B, poxxaarotcs 6e3
HelipoHoB RTN u yMHUPArOT IIpHU POKJIECHUU OT JbIXa-
TEIBHON HEOCTATOYHOCTH [17]. DTH MBIITUHBIEC MOJIC-
nu CBIII'B noka3pIBaroT, 4TO OTCYTCTBHE IKCIIPECCUU
PHOX2B wn arene3ust RTN HelipoHOB SIBJISIFOTCSI KpU-
THUYECKUMHU /11 KOHTPOJIS JbIXaHUS M BEre€TaTHBHOMN
perynsuun [14]. Xots y mronei Obuta uaeHTHGUIN-
poBana RTN-mono6Has cTpyKTypa, B HACTOSIIIIEE Bpe-
Ms HET HUKAaKUX J0Ka3aTelIbCTB €€ HeJOCTaTOYHOCTH
y nanuentoB ¢ CBLI'B [18].

PHOX2B weobxomuM nisi nuddepeHIupoBKH
BCEX HOpAJPEHEePTMUECKUX IIEHTPOB B MO3T€, BKIIIO-
gas LC [19]. LC uHe dopMupyeTcs y TOMO3UTOTHBIX
PHOX2B-nepunutabix mbimeit [19]. Nobuta H. u koin-
neru (2015 1.) 00HapYKHJIM HEUPOHHBIC TIOTEPH B TIpe-
nenax LC B IByX JieTaJbHBIX HEOHATAJIBHBIX CIydasiX
¢ monreBepxaeHHBIM PHOX2B PARM nu NPARM wmy-
tanusimu [20]. Mozaenu Ha MbllIax TakKe MoKa3aiu
HecriocoOHocTh pa3BuTusi LC u nepuHaranbHOR pe-
CIUPATOPHOM JIETAJIBHOCTH, YTO YKa3bIBAa€T Ha TO, UTO
npu CBLI'B pazsutuio neitpoHoB LC mpensiTcTBy-
€T paHHSA dKcmpeccuss MytanTHoro PHOX2B [20].
PHOX2B rtaxxe skcnpeccupyetcsi B NTS, KOoTOpbIit
nepeaaet adepeHTHBIH CUTHAN OT KapOTHIIHBIX Te-
Jniert (pa3BUTHE KOTOPBIX TaKyKe KOHTPOJIUPYETCS C I10-
momsto PHOX2B) x RTN [11, 13, 14]. Tomycz N. D.

II. NEAVNATPUA | PEDIATRICS

1 coaBTopsI (2010 1.) 0OHAPYKHUIK Y JOHOIIEHHOTO pe-
OeHka ¢ cHHApOMOM Xajaajaa, KOTOphIi ymep Ha 27-i
JIeHb KU3HU, Tunomiazno LC, 3anepkKy co3peBaHns
apKyaTHOTo sjpa (MpeArnonaraeMblii TOMOJOT BEH-
TpaJdbHBIX MEYJISPHBIX HEWPOHOB y IKUBOTHBIX)
u abeppanTHbIX nyukoB B NTS [21]. DTu aHOManuu
npeanonaraiot, uto CBLI'B Bo3HuKaeT B cetn caii-
TOB, KpUTHUECKUX J1s Xemopenenuuu [21]. Ucnonaes3ys
(YHKIMOHAIBHYIO MAarHUTHO-PE30HAHCHY 0 TOMOTpa-
¢uro (MPT), Ogren J. A. u xomneru (2010 r.) BbIsiBH-
JIU CHYDKEHHBIE U 3aIa3bIBaloINe OTBETHI HA MAaHEBD
Banwscanesel y mamuentoB ¢ CBIII'B mo cpaBHEeHHIO
C KOHTPOJBHOM Tpynmnoi, mpeamnoiarasi, 4To Berera-
TuBHbIe Hapymenus npu CBLI'B naubonee BeposTHO
ABJISIOTCS PE3yJIbTaTOM MOBPEXKAEHHOM CETH CTPYK-
Typ MO3ra, 00€CTeYnBaAONINX CHMIATHYEeCKHH 1 Ta-
pacuMMIaTUYECKU KOHTPOJIb, & HE MPOCTO U3MEHEHUI
B M30JINPOBAHHBIX sipax CTBOJIA Mo3ra [22].

Koppenayus ecenomuna u penomuna npu CBL{I'B

Nmeetcs mpsimast KOpPPENSIUS MEXKIYy KOJIUde-
CTBOM TIOJMAJIAHMHOBBIX TOBTOPOB M TSKECTHIO 3a-
OoneBaHus: mamnueHTol ¢ reHotunamu 20/24 u 20/25
OOBIYHO HYXIAIOTCS B PECIUPATOPHON MMOIJICPHKKE
TOJIBKO Ha BPEeMsI CHa, BO3MOYKHA MO3IHssI MaHU(eCTa-
nus 3a0oneBaHus; HA000POT, Mpu reHoTumax 20/28—
20/33 u NPARM nanueHTsl 00BIYHO HYKJAIOTCS B T0-
CTOSTHHOW MCKYCCTBEHHOW BEHTHWJISLIUM, TAI[UCHTHI
¢ redotunamu 20/26 n 20/27 3aHUMAIOT IPOMEXKYTOY-
HOE TIOJIOKEHHUE, CTENeHbh 3aBUCHMOCTH OT arlapart-
HOM BEeHTWJIsILUU BapbupyeTes [4, 5, 8, 23, 24]. CBLI'B
TaKXe CJIeAYeT paCCMaTPUBATh B CIIyYasiX BHE3AITHOT'O
artHoOd B JIIOOOM BO3pacTe, CyJ0POr, BHE3aITHOW CMEPTH
[8]. Jdetn ¢ OONBIIIM KOJIMYIECTBOM TOJTHAIAHHHOBEIX
ITOBTOPOB UMEIOT 00JIee HU3KHE ITOKA3aTeN! TICHXOMO-
TOPHOI'0 U KOTHUTUBHOI'O pa3BuTus [25, 26].

Kpome Toro, uem Tsikeniee MyTalus, TeM OOJIbIIE
BEPOSTHOCTh JIPYTHUX MPOSIBJCHUM 3a0o0iieBaHUs: 00-
ne3ub ['mpmmpynra (BeisBisietcss y 20 % OONBHBIX,
cuHApOM XaJnaazaa), OMyXoJd HEPBHOTO TPpeOHs (Hei-
poOiiacToMa, TaHTIIMOHEBPOMa), HApyLIEHHUsS OOMeHa
[JIFOKO3bI (THIIOTJIMKEMHUS, TPU3HAKHA THUIICPUHCYIIH-
HU3Ma), a TAKXKE Pa3IuIHbIC MPU3HAKH BEreTaTUBHON
TuchYHKINH (TEpMOTIaOUIIbHOCTD, apUTMUH (TTAIlUEH-
tam ¢ myTanusamu 20/27 u Gonee moIuaIaHUHOBBIX
MOBTOPOB MOXET MOTPeOOBAThCsl YCTAHOBKA KapjiH-
OCTUMYJIATOPA B CBS3U C Pa3BUTHEM aTPHO-BEHTPH-
KyJISIpHOW Oiokanmbl 1 cTermeHw), KojaeOaHus apTepH-
aJBHOTO JIaBJICHUSI, BHE3AITHBIE AMU30]IbI MBIIICYHON
TUIIOTOHUH, PAa3]IMYHBIC O(PTATbMOJIOTHYSCKHE CHM-
nTomel) [8, 27-29].

Myranuu B rene PHOX2B uMeioT ayTOCOMHO-/0-
MHWHAHTHBIN XapakTep U B OOJIBITHHCTBE CIIy4aeB BO3-
HHUKAIOT de novo, onqHako B 5—10 % ciryyaeB y 0JHOTO
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W3 pOIUTENel BBISBISIOT OECCHMIITOMHBIA MO3au-
uu3M [4, 8]. OnucaHsl ciyyau BBISBJIECHHUSI MyTallUH
Yy HECKOJIBKHX YJICHOB CEMbU C IIUPOKUM CIEKTPOM
TSDKECTH JIbIXaTeabHbIX mposiBicHud (Bygarski E.
U coaBTOpPHI oOHapykmim non-PARM myrtamuio y 9
YJICHOB CEMbH B YETHIPEX TOKOJICHUSX NPH HE3HAYH-
TEJIBHBIX KJIMHUYECKUX IMPOSBICHUAX), UTO TpeOyer
JAJIbHEMIINX HWCCIEAOBAaHUI NEHETPAHTHOCTU IEHa
1 B3aUMOCBS3U TeHoTHIa 1 henotumna [30-32].

Aneopumm ouacHOCmMuKu

CorntacHo ouLMaTEHOMY 3asBICHUI0 AMEpHUKaH-
CKOTO TopakaiabHOTO coobmectBa (2010 1.) B cirygae
nogo3perust Ha CBLI'B HeoOxonumo HampaBUThL 00-
paserr KpOBH JIJIsi CKpUHUHTOBOTO UCCIIEIOBAaHUS TeHA
PHOX2B MeTonoM IoJIMMepa3HoM LIEMHON peakiuu
[8]. JanHast MeTOAMKA TO3BOJHUT BBISBUTH MYTAIUIO
B 95 % cnyugaes CBIII'B, He TpeOyeT MIUTETHHOTO
BPEMEHHOTO HWHTEpBaja M JOCTYITHA MO CTOMMOCTH.
B cnyuae oTpunarenbHOro pesyibTara Npu HaJIUYUU
xinHndeckoit kaptunsl CBUI'B nnu CBUI'B ¢ mo3n-
HUM HadaJioM, JU0O KEeJIaHWs Bpada WU POIUTENCH
pebeHKa TMOJHOCTBIO HMCKIIOYUTH 3TO 3aboieBaHmUe,
HEOOXOIMMO HCIIOJIB30BaTh O0JIee JTOPOTOCTOSIIHMA
METOJI aBTOMAaTHYECKOro CeKBeHupoBaHuUs. [1om00-
HBIH JIByXCTYII€HYATHIN aJITOPUTM SIBIIsIeTCs] Hanbouee
SKOHOMHYECKH 000CHOBAaHHBIM. BO Bpemsi OxXugaHUS
pe3yIbTaToOB Te€HETHYECKOTO TECTHUPOBAaHUS HE0O0Xo-
JUMO TIPOBECTH A000CIEOBAHNE C LENbI0 UCKIIOUe-
HUS APYTUX MpUYUH runoBeHTWsinmy [8]. Oba meTo-
Jla MOJIEKYJISIPHOM JMarHOCTUKHU JOCTyNHBI B Poccun,
Bo3MokHO BhImencHue JIHK kak w3 1enpHOM, Tak
u u3 obpasnoB cyxoit kposu [33]. s uCKIrOUCHUS
MEPBUYHBIX JICTOYHBIX, HEBPOJOTHYECKHUX, HEHpPO-
MBIIICYHBIX, CEPIACYHO-COCYAUCTHIX U BPOKICHHBIX
MeTa0oMnYecKknx 3aboJieBaHWUN HEOOXOAUMO MpOBe-
CTH peHTreHorpaduio (BO3MOXKHO, KOMITBIOTEPHYIO
TOMOTpaur0) OpraHOB TPYAHOW KIIETKH, HEBPOJIO-
THYECKHI OCMOTpP C BO3MOXKHOM OHMOICHEH MBI,
sxokapauorpadguo, MPT wu/unm KOMOBIOTEPHYIO
TOMOTpa(Quro TOJIOBHOTO MO3Tra, CKPHHHWHT Ha MeTa-
Oonmdeckue 3a0oneBaHus. B cioydae jxamo0 Ha 3armo-
pBI TOJDKHA OBITH UCKIIOYCHA OoJie3Hb [ MpiimpyHra.
V nanuentos ¢ NPARM wnu renoruniom 20/29-20/33
HEOOXOIUM TPHIICITHHBIA TTOWCK OITyXOJIeH HEPBHOTO
rpeOHs, B 0COOCHHOCTH HeipoOmacToMbl. PexoMeH-
JyeTcs TIpOBeJIeHne 72-9acoBOTO MOHUTOPUPOBAHUS
AIEKTPOKAPAUOTPAMMBI JJISI BBISIBICHUS BO3MOXKHBIX
APUTMUN ¥ CHHYCOBBIX TIay3 ISl CBOCBPEMEHHOH IMO-
CTaHOBKHU KapIuOCTUMYIIsITOpa [8].

Tepanus
OTCYTCTBYIOT JIEKApPCTBEHHBIE METOJbI TEpamuu
LEHTPaIbHON TUNOBEeHTHIAINH. [Ipenaparsl, cTuMy-

JUPYIOIINE AbIXaTeIbHBIA HEHTP, HeAPPEKTUBHBI [8].
BonpHBIM TpebyeTcss BEHTHJISIIMOHHASA MOJACPKKa
B T€UEHHUE BCEH JKU3HMU.

B nacTosiee BpeMst MpenjioKeHbl TPH CTPATErHH
pecniuparoproii nogaepxkku npu CBLII'B:

1. AMepUKaHCKOE TOpaKaJbHOE OOIIECTBO CUH-
TaeT HeOOXOOUMOHN BEHTHIIALMIO YePe3 TPaXxeoCTOMHU-
yeckyto Tpyoky (TCT) B Teuenme mo kpaitHeil mepe
nepBbIX 6—7 aeT xxu3Hu. [Ipn HanuuuM y nanuenTa co-
MyTCTBYIOUIMX BPOXACHHBIX MOPOKOB pa3BuTus (0o-
Je3Hb ['mpuinpyHra, aHomMajluy HEHTPaJIbHON HEPBHOU
CHCTEMBI U JIp.) U/NUJIU APYTUX NATOJIOrMYECKUX COCTO-
SHUN (CYZOPOKHBIM CHHAPOM M Ip.) JaHHAs METOMAHU-
Ka UMeeT IPUOPHUTET, 0OecreunBas JerK1i, ObICTPBIH
M KOHTPOJUPYEMBIM JOCTYI K JIbIXaTE€IbHBIM MYyTSAM
pebenka, ToBbIass 0e30MacHOCTh, YPOBEHb W Kade-
CTBO KM3HU BCcel ceMbH. B mporecce AnHaMU4ecKoro
HaOIIONCHUS Yy JeTel, HyKIAIOMMUXCS B BEHTHIISILIUH
TOJIBKO BO BpeMs CHa, BO3MOXKEH Iepexo/l K HEeHHBa-
3WBHOI BEHTHUJISALINH C ABYXYPOBHEBBIM TOJIOKHUTEINb-
HBEIM maBieHueM (Bi-Level) m omHOBpeMeHHOUW neka-
HrosAmnuen [8].

2. HewnBasuBHas BeHTmisiius jerkux (HUBJT)
(HexoTopble EHTPHI B BennkoOputannu, ABcTpanann)
MOXKET OBITh NMPUMEHEHA C TMEPBBIX MECSIEB KU3HU
IPU YCIOBUU HEOOXOJUMOCTH B HEH TOJIBKO BO BPEMsI
CHA M0 MHEHMUIO psifia CielHaiucToB [34].

3. Wwmnnanraums crumysistopa auadparMaib-
HOTO Hepaa [35].

KnnHndeckn 3Ha4MMble OCOOEHHOCTH IPUMEHS-
€MBIX METOIOB PECIHMPATOPHOW Tepamuu CyMMHPO-
Banbl /. B. l'oprikoBeim 1 coaBropamu (2019 1.) [36],
Trang H. u xomneramu (2020 r.) [37].

IIpu npoBeneHMM HCKYCCTBEHHOM BEHTHIISLIMU
JIETKUX LIEJIbIO SBISETCS JOCTHKEHUE COCTOSIHUS HOP-
MOBEHTHUJISILIMM, YTO BKJIIOYACT B ceOs BBHINOIHEHHUE
CIIEYIOMMX NPUHIIUIHATBHBIX TTPABUII:

*  JIOCTHKEHHE HOpPMAJbHBIX YpOBHEH mapIu-
aJBbHOTO JIaBJICHUS KHUCIIOPOJAA U CaTypalMH B KPOBU
NanueHTa — KOHTPOJIb MPOBOIUTCS MHBA3UBHO WIIH
HEMHBA3UBHO;

* K JAaHHOM TpyNIe NalMeHTOB HEIOMYCTHMO
MPUMEHSTH MOHITHE KIIEPMUCCUBHOI TUIIEPKAMTHUH,
napLyaJbHOE JABJICHHE YIJIEKHUCIIOTO ra3a B KPOBH
BCEI/la I0JPKHO HaXOAUThCS B TPaHULIAX HOPMBI,

*  HeoOXOAMMO YUHTHIBATH (a3bl CHA U TITyOHHY
JnepuIUTa HEHTPATBFHON PEryIIsIUH JbIXaHUS y KaX-
JOr0 OTHEJNBHOTO MalMeHTa Ipu nopdope ammnapart-
HOW 4acCTOTHI ABIXaHUS U yPOBHS YyBCTBUTEIBHOCTH
TpUrrepa;

*  CPAP-tepanus He AOIKHA HCHOJIB30BATHCS
TS pECTTPATOPHOMN TOIEPKKH, B OTCYTCTBHE OCTPO-
ro BOCHAJMUTEIBHOIO IpOLEcca B JITKUX HOTALHUS
KHCIIOpoza He TpedyeTcs
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[lanimenTaM ¢ KPYyTIOCYTOYHOH TOTPEOHOCTHIO
B BEHTHJIALIMM BO3MOKHA UMIIJIAHTALUS CTUMYJISITOPa
muadparmansHoro Hepsa (CJJH), uro mo3BoisieT cy-
[IECTBEHHO MOBBICUTH Ka4ECTBO JKU3HU: BECTH aKTHB-
HBIN 00pa3 KU3HU JHEM, a TeM, KTO BEHTIIHPYETCS
TOJIBKO BO BpPEMS CHA W SIBJISICTCSI HOCHUTEJIEM Tpaxe-
OCTOMBI, Ta€T BO3MOXKHOCTH JeKaHtomsuuu [8, 35, 38].

C nmnadparMalbHbIM CTHMYJISITOPOM PEOSHOK HC-
TTOJIB3YET CBOIO COOCTBEHHYIO AHadparMy B KadecTBE
IBIXaTeTbHOTO Hacoca. CucTemMa BKIIOUaeT B cedd
CIIEAYIOLINE YeThIpe KOMIIOHEHTa: 1) MOHONOJSIPHBIE
AIIEKTPOABI, KOTOpPhIE XUPYPru4ecKH HMILIAHTHPO-
BaHbI JIBYCTOPOHHE Ha JuadparMaibHble HEPBBI; 2)
MPUEMHUKH, KOTOPBIE XU PYPrUUeCKA HMILIAHTHPOBA-
HBI Ha KUBOT WJIM TPYJb C ABYX CTOPOH; 3) aHTEHHBI,
KOTOpbIE Pa3MeUICHbI Hal TPUEMHUKAMU; 4) BHELTHUMA
MEPEHOCHOHN MepeaaTynk ¢ OaTapeHHBIM MHUTAHHEM,
KOTOPBII TeHEepHPYeT IEKTPUUCCKYIO YHEPTHUIo, aHa-
JIOTHYHYIO PaJMOYacTOTe. DJEKTPUYECKas >HEpTHs,
reHepupyemasi BHEIIHUM MEepeAaTYHKOM, IepenaeT-
Ccsl uepe3 BHEIIHHE aHTEHHBI, KOTOPbIE PacIOI0KEHBI
HaJl IPUEMHUKaMHU. 3aTeM IPUEMHHKHU IPeoOpa3yoT
SHEPTHIO0 B JIEKTPHIECKHE TOKH, KOTOPBIE 3aTEM TO-
BOZSITCS K AHadparMaIbHOMY HEPBY, CTUMYJIUPYS CO-
KpamieHue quadparm [8, 35].

Wneanpupii kangugat miss CAH noimkeH uMmeTh
HOpPMAaIIbHYI0 (QYHKIUIO TuadparMbl, HHTAKTHBIA JTU-
adparManbHBI HEPB, HE3HAYUTEIHHOE 3a00JIeBaHUE
JIETKUX WJIM €ro OTCYTCTBHE M HOpMalbHBIN Bec. [la-
LUEHTHI C U30BITOYHBIM BECOM U O)KHPEHUEM HE SIBIISI-
I0TCSl UACaNTbHBIMU KaHIUJaTaMU ISl YCIICIIHOTO HC-
niostb3oBanwst CJIH, moToMy 94T0 60TBIIIOE KOTHYECTBO
YKUPOBOH TKaHU yBEITUYHBAET PACCTOSHUE MEXKY aH-
TEHHaMH M TPHUEMHHKaMU JuadparMaibHbIX CTUMY-
JISITOPOB, YTO MPUBOJIUT K UCKAKECHUIO CUTHAJIOB JIJIsI
npueMHuKa [8, 35, 38].

CJIH mo3BosisieT AeKaHIOJIMPOBATh CTAOMIBHEIX Je-
Tel crapurero Bozpacta ¢ CBLI'B, koTopbiM HeoOxo-
JUMa BEHTHISIIUOHHAS MOJACPKKA TOJIBKO BO BpPEMsI
cua. [lnsa nposenenus CIH 6e3 TpaxeocTtoMuu maiu-
et ¢ CBLI'B momkeH oTBedaTh CIenyOMMUM Tpebo-
BaHHSAM: 1) 3aBUCUMOCTh OT BEHTHIISATOPA TOIBKO BO
BpeMsl cHa; 2) He TpeOOoBaTh JHEBHOI'O CHA; 3) UMETh
cTabMIIbHOE TeueHue OONIE3HU C PEIKUMH TOCIIATAIIH-
3anusmMu; 4) He TpeOoBaTh MOJTHON BEHTUIISIITHOHHON
MOJZICPKKH BO BPEMs OCTPBIX PECIUPATOPHBIX 3a00-
neBaHuH; 5) oco3naBarh, uto C/AH He sBisercs 0e3-
OIACHBIM METOJIOM BEHTHUJISIIUU U UHTYOAIIMH MOTYT
OBITh HEOOXOIUMBI TIPU CEPHE3HBIX 3a00JCBaHHIX
[38]. Hemocrarkom CJIH 6e3 TpaxeoCTOMUH SBISCTCS
PUCK OOCTPYKTHBHBIX alTHO? BO CHE, KOTOPBIE MOT'YT
BO3HUKHYTh M3-3a COKpauleHus auadparmbl 06e3 co-
MyTCTBYIOLIETO COKPAIICHUsT MBI BEPXHUX JIbIXa-
TEeNBHBIX TyTeH [8, 35, 39, 40].
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W3-3a pucka yromieHus nuadparMbl peKOMEHYeTCs
ucnois3osath C/IH me Gomee 14—-16 wacoB B neHsb [8,
35, 41, 42]. Takum oOpa3oM, BO BpeMs OCTPOTo 3a00Ite-
BaHMS MAIMEHT JIOJDKEH UMETh aJIbTePHATHBHYIO (hopMy
BEHTWISIIIMOHHOW TO/ICPKKU C HCIIOIb30BAHHEM JI0-
MarrHero BeHtwisatopa uepe3 TCT ninm HenHBa3uBHO.

CBILI'B — 3abomeBanue, koTopoe OymeT compo-
BOJKJIATh TMAIMEHTA BCIO €T0 KU3Hb BMECTE C MOTPeO0-
HOCTBIO B PECIHUPATOPHON TOMJIEPKKE. OTH JIETH
HYXXJAalOTCAd B CHOCHUAJIM3UPOBAHHOM MYJIBTUAUC-
UHUINIMHAPHOM IIOAXOAE C PETYIAPHBIM MOHUTOPHU-
poBanneM. M3 ocoOeHHOCTEW oOpa3a >KU3HH JIIOACH
¢ CBUI'B crnemyer BBIIENIUTH HEOOXOMMMOCTH 3a-
IpeTa Ha UCIOJIb30BAaHUE IMPEnapaToB, 00JIaa0IIX
CE/IaTUBHBIM JICHCTBUEM (32 UCKJIIOYCHHEM IIPOBEJIC-
HUS aHECTE3WH B JICUCOHOM YUPESKICHUH), KPAWHIOIO
OCTOPOXKHOCTH B YIIOTPEOICHUH aJTKOTOIIS, UCKITIOUe-
HUE HBIPSIHUS O] BOAY (MAIlMEHTHI HE KOHTPOIUPY-
0T 3aJIepKKy nbixanus). HeoOxomuma BakiuHaius
KaJICHAApHBIMHW W BHCKAJICHAAPHBIMU BaKIIWHaAMU.
[lo cobcTBeHHBIM HAOMIOACHUSAM, THUITOBEHTHIISINS
YCHUIIUBACTCS TIPH JIFOOBIX (HE TOIBKO PECTTMPATOPHBIX)
3a00JIEBaHUIX, COITPOBOXKIAIONINXCS HHTOKCUKAITUCH
U JINXOPAJIKOH.

XOTsI BO MHOTOM COCTOSIHUE nanueHTa U MporHos3
00yCJIOBIICHBI TEHOTHIIOM, TSKECTh MOPaKEHUS 3a-
BHCUT M OT BPEMEHH, MPOIIEAIIET0 JO MOMEHTa TO-
CTAaHOBKHW NPaBUJIBHOTO AWAarHo3a, a TakKXE OT Ipa-
BUJILHOCTH U CBOEBPEMEHHOCTH 110A00pa 1apamMeTpoB
pecriuparoproit mognepxkku. Jletm ¢ CBLUI'B mpum
aJIeKBaTHO IPOBOJUMON PECIHPATOPHON MOIACPIKKE
B OOJIBIIMHCTBE CIy4aeB COIMAIBHO HHTETPUPOBAHBI.

Onvim @I'BY « HMUIL] um. B. A. Anmazosa»
Munszopasa Poccuu

B noxanssiii peructp CBLI'B ®I'bY «HMUL nm.
B. A. Anmaszosa» Munsnpasa Poccuu Ha ssHBapps 2023
roja BKIIIOYCHBI 29 aeTeil. Pactipenenenne maroreHHbIX
BapuanToB B reie PHOX2B mpencraBieHo Ha puCyHKe
1 ¥ COOTBETCTBYET IaHHBIM JIUTEpaTypshl [1].

MpbI Takke OTMETHIIM CBS3b KOJIMYECTBA IMOJIHAIIA-
HUHOBBIX TIOBTOPOB U TSDKECTH KIMHUYECKHUX TIPOSB-
neruit CBLI'B. PARM 20/25 BoisiBnieHa y 4 neteit, u3
HUX JIBO€ HE MMENN KPUTHUYECKUX HapYIICHHH JTbIXa-
HUS B TIEPBBIE MECSIbI ¥ OBUIH BBITUCAHBI U3 POJIUIH-
HBIX JIOMOB 0€3 IMarHo3a Ha caMOCTOSITEIbHOM JbIXa-
HuM (Tak HaseiBaeMblii CBLI'B ¢ mozgauM Havanom),
B pe3yJbTaTe Yero MOCTYNHIHN B CTAllMOHAPH! PETHOHOB
Poccuiickoii @enepanuu mno3aHee, Ha MEPBOM TOAY
JKU3HU B COCTOSIHUHU TSDKEJOIO JIEKOMIIEHCHPOBAHHO-
ro JBIXaTeIbHOro anuao3a. Y Opara-Onu3Hena oJHOro
W3 HUX BBIABIICHA TaKas K€ MyTalus, B JalbHEHIIEM
OH yMep Ha ¢oHe HH(]PEKIMOHHOTO mopakeHust. OnuH
W3 3TUX JBYX JETEH pa3BUI CYIOPOKHBIN CHHIPOM
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Puc. 1. PacnpepeneHue natoreHHbiX BapuaHToB B reHe PHOX2B B KoropTe nauueHToB
&drey «HMUL, um. B. A. AnmasoBa» MuHapgpaBa Poccuu

Y TIOJTy4YaeT IPOTUBOCYIOPOKHYIO Tepanuio. Bee netn
HY)KIAIOTCSI B BEHTHIIALWN TOJIBKO BO CHE, B MEHBIIICH
cTereHu B a3y ObicTporo cHa. Tpoum neTsiM HaMu Ha-
yara HUBJI B pexume ST, onun peGeHOK ObLT Tpaxe-
OCTOMMPOBAH JI0 TOCTYIUICHHUS B HAII IIEHTP. Y BCex
YeTBIpeX AeTel ¢ myTanuei 20/25 mcuXoMOTOpHOE pas-
BHTHE COOTBETCTBYET Bo3pacty. 3 Hapymienuii Bere-
TATUBHOM PEryNALMUA Mbl BBISIBUIM KOCOITIA3UE Y JIBYX
JICTEH U CHHYCOBYO OpaJIuKap/uio y OJJHOr0 peOCHKA.

B nameit rpynme Habmrogaetcs 15 nereit ¢ PARM
20/26. Bce onn TpedoBanm MBJI ¢ mepBBIX gHEH KU3-
HU, K BO3pacTy 3—4 MecsIeB HYXJaJIUCh B BEHTHIIS-
LUHU TOJIBKO BO cHe. Jlecats aerer nonyyaror HUABJI
C MJIaZieH4YecTBa, JBa pebeHKa ObLIN JeKaHIOIUPOBa-
HBI 1 niepeBeacHsl Ha HUBJI B Gomnee crapriem BO3-
pacTte, 1Ba peOeHKa OCTAOTCS TPaXeoCTOMUPOBAaHHBI-
MH, B TOM YHCIIC OIMH B CBSI3U C JApUHIOMAaJIalUei.
MBI oTMeUanu cuHycoBYto Opagukapauio y 10 gerei,
KOCOTrjiazue/acTurMaTtusM y 4, ractpos3odaraibHblii
pedirokc u 3amopel y Tpex AeTeil. Bee metn mmeror
Ty WJIM UHYIO CTETICHb 3aJIEPKKU PEUH, TICHXOMOTOP-
HOE pa3BUTHE B 14 ciydasx COOTBETCTBYET BO3PACTYy.
VY omHOro pebeHka Ha MEPBOM T'OAY JKHU3HU JIHATHO-
CTHPOBaH CHHAPOM BecTta, KOHTpOIb Ha/I CyJOpOraMu
HETIOCTOSTHHBIN, UMeeTCs Tpy0ast 3a1epkKa IICHXOMO-
TOPHOI0 pa3BUTUs. B nutepaType OTCyTCTBYIOT OaH-
Hble 00 accouuanuu CBLI'B u cunapoma Becta. Mbi
MPEATOoIaraeM Pa3IuIHyI0 dTHOJIOTHIO ITUX COCTOS-
HUH y HAIIEeTo MalueHTa.

[Isate mereit mmeror PARM 20/27. Orn momy4arot
UCKyCcCTBEHHYIO BeHTHIAnMIO Jerkux (UBJI) Bo cHe
yepe3 TCT (nmombiTku nepesopa Ha HUBJI no mocra-

HoBkM TCT B Bo3pacte 4 MecsiLieB y OJHOrO U3 AeTel
Obun Oe3ycriemiHbIME). Tpu pebeHKa UMEIOT 3aepiK-
KY IICUXOMOTOPHOT'O Pa3BUTH S, OHAKO pa3rpaHUYUTh
BKJIaJ] B ¢ (hOopMUpOBaHUE CaMOT0 CHHIPOMA U TIepe-
HECEHHOH T'MIIOKCUU BCIIEICTBHE HEONTUMAJIBHOIO BeE-
JCHHUS B IEPBbIE MECALBI )KU3HU 3aTPYAHUTEIBHO. Bee
JETH UMEIOT O(TaIbMOJIOTHYECKYIO CHMIITOMATHKY,
TpOoe — CYIOpOrd B aHaMHe3€e, CKIIOHHOCTh K Opaau-
kapauu. OmHA JeBOYKa MPOJEMOHCTpPHpOBajia Hapy-
HIeHue 0OMEHa IJII0KO3bI B BUJE TUIIOTIIMKEMHUH B BO3-
pacte 1 roma 4 mecaueB (kJnHUYeCKH mpumep 1).
VY nByX JeTell AuarHoCcTUpoBaHa 0oje3Hb [ upmnpyH-
ra, MPOBEIEHO ATAITHOE XUPYPrUUeCcKoe JeUeHHE.

Onun pebeHok mMeetr myTtanuio 20/28, mocTymua
K HaM BHepBble B Bo3pacte 1 roma 9 mecseB. Pebenok
nyxmaaercs B UBJI ¢ poxaenus, nuarHos ObuI 3amo-
JIO3PEH JOCTaTOYHO PaHO, MPOBOJIMJIACH aJleKBAaTHAs
pecniupaTopHas noanepxka, ceiiuac MBJI npoBonut-
Csl Uepe3 TPaxeoCcTOMY BO BPeMsl CHa, IPOOIIEPUPOBAH
Ha TEPBOM MeECSIE JKM3HM 10 HoBoAy Oone3nu ['mp-
mmpyHra. [lonyyaeT npoTHBOCYIOPOKHYIO TEpPaIIo,
MMeeT 3a/Iep)KKy TICHXOMOTOPHOTO Pa3BUTHS, CXOJA-
11eecst Kocorjasue.

B namem peructpe nBa peOeHKa C peAKUMH Bapu-
antamu — 20/33 (Hounas UBJI, 6one3ns ['mpmmnpynra,
ONTHMAaJIbHOE pa3BUTHE K moyiyropa rojgam) u 20/39.
Taxxe moa HaiuM HaOmroaeHueM peberHok ¢ NPARM
BIIEPBbIC BBISIBJICHHBIM BapHaHTOM B 3 3K30HE
PHOX2B ¢ MUHUMaJbHBIMH IMPOSBIECHUIMH HOYHOH
TUTMIOBEHTUJISIIIUU U OTCYTCTBHEM JIPYTUX CUMIITOMOB.

TakuMm 00pa3oMm, TOYHAsE W CBOEBPEMEHHAsT MO-
JIEKYJISIPHO-TeHETUYECKasl TMarHOCTHKA OIPEAEseT
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HE TOJIFKO TTPOTHO3 3200JIeBaHM S, HO M TTOJXO/TBI K TTPO-
BEJICHUIO BCIIOMOTATEIbHOM BEHTHJISILIUM, YaCTOTY
1 00beM JadbHEeHIINX AUarHOCTHYECKUX MPOLEIY .

Mpr1 npuBoauM nBa cirydas CBLII'B, B mepBom aua-
THO3 OBIJT YCTAHOBJICH B BO3pacTe 7,5 MECSIIEB, BO BTO-
poM — Ha 4-ii IeHb KU3HU.

Knunuueckuii npumep 1

JeBouka A., oT TpeThelt OepemeHHocTH (1 — meBou-
Ka, IpoJjanc MUTPAJbHOrO KiamnaHa, cuHapoM WPW,
OIIEpaTHBHOE JICUEHHE; 2 — MAaJb4yHK, 310POB), MPO-
TeKaBIlei Ha QoHe aHeMuu ¢ 36 Helelib, MHOTOBOJIHS,
OTEKOB OepeMEeHHOH, MHOMBI MAaTKH, THIOTHPEO3a.
Ha momenT posioB mame 37 sieT. Posibl cpouHble Ha 38 He-
Jieie Ty TeM Olepalliy KecapeBa ceueHus. Macca Tena
nipu poxkaenuu 3 210 r, qiuHa 51 cM, oLeHKa 1Mo 1IKae
Amnrap 5/7 6amoB. C pokJICHUST COCTOSHHE peOCHKA
TSDKEJIOe, HaXOIUJIaCh HAa HEMHBA3WBHOW BEHTHUISIINY,
yepes 2 yaca uHTyOarus ¢ nepeBogom Ha VUBJI B cBi-
3M HapacTaHHUEM JIbIXaTeNbHON HegocTaTouHocTH. Ha-
OJro1a1ach HEBPOJIOTOM C TUArHO30M «IIEpHHATATBHOE
TUTIOKCHYECKH-UIIEMUYECKOe TIOpaKeHUE IIEHTPalb-
HOW HEPBHOW CHCTEMBI». B CBS3M ¢ HEOOXOIUMOCTBIO
B nnoctostHHoU MBJI B Bo3pacTe 4 Mecs11eB YCTaHOBJIEHA
TCT. [IBaxk 16l epeHecia JByCTOPOHHIOK THEBMOHUIO
(B 1 mecsan u B 6 mecsues). Kononnsuposana nonupe-
3UCTCHTHON BHYTPUOOIBHUYIHOU (hiopoid. B Bospacte
7,5 mecaues 3anono3ped CBLI'B, quarno3 noaTBepx-
JIEH MOJIEKYJISIPHO-T€HETHYECKUM METOJIOM: BBISIBJIEHA
myTtanus B reie PHOX2B: PARM 20/27. C 10 mecsiiies
Habmonaercs B HameM Llentpe. [IpoBenen moxdop mna-
pamMeTpoB pecHMpaTOpHON MOMIEPKKH, MaTh 00ydeHa
pabote c anmaparom MBJI, yBnaxxHuTeIEM, METUITNH-
CKHM aclpaTopoM, ITyJIbCOKCUMETPOM, 00ydeHa yXo-
Jy 32 TPaxXeOCTOMHUYECKON KaHIOJEH, caHaluu, ycTa-
HOBKE HA30-TaCTPaJbHOTO 30H[A, PEaHMMAIMOHHBIM
MeponpusTusaM. [IpoBeneHHBIE MEPONPUSITHS TO3BO-
JIWJTU 0TKa3aTbest oT nposenenus VIBJI Bo Bpems 6omp-
CTBOBaHUS, CIIPABUTHCS ¢ MHPEKITUOHHBIM IIPOLIECCOM,
peOEHOK BIEpBBIE TOKUHYJ OTJIEJIEHHE peaHuMallui,
BIICPBBIC B XM3HHW ObLIa OTMCHEHAa aHTHOAKTEPHAIIb-
Has ¥ uH(py3uonHas Tepanug. C 11,5 MecsneB Ku3HA
peOeHok Haxomwics noMa. B nanpHelinnem neBoYka
HEOJHOKpATHO TochuTaju3upoBanack B LleHTp s
KOPPEKIINN TapamMeTpOB BEHTHJISALUN W TPOBEICHUS
KypcoB peabmunurtanuu. B 1 rog 3 mecsna u 1 rox 4
Mecilla — TPH SMHM3071a TOHUKO-KJIOHHYECKUX CYy-
JIOPOT, Ha 3JEeKTpodHIEedaIorpaMMe OTCYTCTBOBAJIH
MPU3HAKN SMHAKTUBHOCTH, BBISBICHA THIOTIUKEMUS
1o 2,0 mmone/n. Ilpu perynsipHOM MOHUTOPHPOBAHUH
YPOBHS TIIMKEMHUH BBISIBIICHBI KoseOanus ot 2,0 1o 9,14
MMOJIB/J1, TPA STOM OCHOBHAsI YaCTh BPEMEHH HOPMOT-
nukemus. Ha ¢one coOnroneHust TUEThl U W30eraHust
TOJIOMHBIX TAy3 B JaJbHEHIIEM TMOM0OHBIE AITH30IbI
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HE MOBTOPAIUCH. YpoBeHb C-menTujia Npyu rINKEeMHH
3,0 cHMKeH, ypOBEHb HHCYJIMHA B HUXKHEM pedepeHce,
YTO CBHJIETEIBCTBYET 00 OTCYTCTBUU T'MIIEPUHCYITHE-
MHUYECKOro resesa. IlocTmpanHauanbHOE MOBBIIICHUE
[JIMKeMUU TIPEIUKTUPYET PUCK CaXapHOro auadeTa.
lene3 wHapyuieHuit 0OYCIIOBIEH SMU30[aMH HeaJeK-
BaTHOH cekpennu WHCyMuHA. Ha done 3aaepxku au-
arHOCTUKH W ToA0Opa Teparnuu, JIUTETHHOTO TIpe-
ObIBaHUS B OTJICJICHUU pPEaHUMAIIUU C OTCYTCTBHEM
BO3MOJKHOCTH HAaXOXKJCHUS POIUTEINeH y peOeHKa pas-
BHJIOCH THUIIOKCHYECKOE TOPAYKEHHE TOJIOBHOTO MO3Ta
U 3aJiepKKa IICUXOMOTOPHOro pa3BuTus: B 11 mecsien
He cunena, B 1 rox 4 mecsina — caguiach U BCTaBalia
¢ noaaepxkkoit, B 1 rog 10 mecsaieB — xoaunia ¢ moa-
JiepKKoi. B HacTos111ee BpeMs XOUT CAMOCTOSI TEIIBHO,
WUrpaeT UrpyliKamu, HO MPEAIOYUTAECT OJHOTHUIIHBIC,
HapylleHa COLUan3alus — Ha HE3HAKOMBIX JIOACH
HeraTuBHas peaxkuus. IlpomomkeHa pecnupaTopHas
nojJepxxka Bo Bpems cHa: MBJI uepes TpaxeocToMu-
4YecKyro TpyOKy. B Bo3pacTe msiTH j1eT HIMIUTaHTHPOBAH
CTUMYISATOp AuapparMaabHBIX HEPBOB.

Knunuveckuti npumep 2

HeBouka B., ot BTOpoii 6epemennoct (1 6Gepemen-
HOCTb — MaIlBYUK 7 JIET, 3I0POB), IPOTEKaja Ha (oHe
anrusbl, otexkoB B III Tpumectpe. Poasl 2 cpouHble
IyTeM OIepaluu KecapeBa CeUueHHUs, Macca Tena Mmpu
poxkaenuu 3 720 r, nuuHa 55 oM, 8/9 6auIoB 1o 1IKaje
Amrap. C nepBoro AHs )KM3HU B CBA3M CO CHUKCHH-
eM caTypaluy MmoTpedoBaiach JOTAIUs KHUCIOPOAa,
co Broporo aHs — WBJL. lnarno3 CBUI'B 3amo-
JOo3peH Ha 4-i JNeHb KU3HU, MOATBEPKICH MOJEKY-
JSAPHO-TCHETUYECKH — BBISBJICHA MYTallusl B TEHE
PHOX2B — PARM 20/25. B 1,5 mecsia gocrasiieHa
B knuHUKY llenTpa. B Bo3pacte 1 mecan 20 nueit —
JKCTyOHpOBaHa. B manbHeiiieM pecnimparopHasi moj-
nepkka B pexxume ST Bo cHe yepe3 Ha3aJIbHYI0 MAacKy
¢ TI0I00paHHBIMY TIapamMeTpamMu, MaTh o0yueHa pabdo-
T€ C anmaparom, peOeHOK BBITIHCAH JOMOW B BO3pacTe
2 mecsua 1 Henens. B HacTosiee BpeMs MPOIOJIKEHA
HEWHBA3UBHAsI pecCHupaTopHas MOJICP:KKAa Ha BpeMs
cHa B pexxume P-SIMV, neBouka akTHBHA, KOHTAKTHA,
TICUXOMOTOPHOE Pa3BUTHE COOTBETCTBYET BO3PACTY.

B mpomecce paboTsl chopMHpPOBATUCH OCHOBHBIE
TaKTUUYECKUE HAIpaBJICHUS NPU OKA3aHUU MOMOILU
JIETAM C CHUHAPOMAMH, COMPOBOXKIAOIIUMUCS IICH-
TPaJIbHON TUMIOBEHTUIIAIIUEH:

1. CBoeBpemeHHas TMATHOCTHKA ITyTeM IOWCKa
myTauuid B rene PHOX2B npu nono3penuun na CBII'B;

2. MyapTHAMCIUILIMHAPHAS KJIMHUYECKas pado-
Ta ¢ MalMEHTOM NpU (POPMHUPOBAHUU TAKTUKH JieUe-
HUS, peaOUIUTAIINY 1 a0UITUTAITNH;

3. Bribop onTUMajgbHOTO peXHMa W Tapame-
TPOB BCIIOMOTaTEIbHONW BEHTHJISILUM B 3aBUCUMOCTHU
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OT THIa MYTalliH, BO3PacTa, CTETIEHN TUIIOBEHTHUIIS-
LIUH, CTAOMIIBHOCTH JBIXaTEIbHBIX ITYTEH, C YUETOM
JKEJTaHUM M BO3MOYKHOCTEM KOHKPETHOM CEMbH, CO-
LHUAJIbHBIX YCJIOBHH MPOXKUBAHHUS, JOCTYITHOCTH 3KC-
TPEHHOU METUIIMHCKON MTOMOIIIH;

4. OOyueHHE YJICHOB CEMbU IPOBEICHHUIO BEH-
THJISIIIAY, YXOAY 3a TPaXxeoCTOMOW, MOHUTOPUHTY
COCTOSIHUSI, HAaBbIKAM OKa3aHHS TICPBUYHON peaHH-
MAaITMOHHON TIOMOINH, pPa3bSICHEHHE OCOOCHHOCTEH
COIMANIA3aIiu JIeTel, HeoOXOMUMOCTH BaKIIWHAIIUH,
OTpaHUYCHHUI, CBI3aHHBIX C IPHEMOM HEKOTOPBIX Me-
JIMKaMEHTOB;

5. Perymspuble (kaxapie 6—12 MecsIeB) MOIICco-
MHOTpaduIeCKre 0O0CIICOBAHUS, IXOKapAHOTpadus,
XOJITEPOBCKOE MOHUTOPHUPOBAHWE, YIIBTPA3BYKOBBIC
WCCIIeZIOBaHUs OpraHoB OpromrHoi mosioct, KT opra-
HOB 3a0pIOIIMHHOTO MPOCTPAHCTBA, 3aJHETO CPEAo-
CTEHHsI, OCMOTPBI 0(TaIbMOJIOTa, OTOPUHOIAPHHTO-
Jiora, MCCIIeIOBaHUs KaTeXOJaMHUHOB B MOYe, OIlEHKa
TICUXOMOTOPHOT'0 U MHTEJUIEKTYaJIbHOT'O Pa3BUTHS,

6. HemocpencTBeHHO MeIWIIMHCKHE peaduUInTa-
LIUOHHBIC MEPOIIPUATHSI IPOBOSITCS B XOJIE PETyJIsIp-
HBIX TUIAHOBBIX TOCHHUTAJU3AHNA HapSAy C JHArHO-
CTHYECKMMU U BKJIOYAIOT B ce0s Maccax, JIedeOHyI0
TUMHACTUKY, pa3pelieHHbIC BBl (PU3HOTEPATICBTH-
YeCcKOro JICUCHH s, 3aHATHS B OacceiiHe, 3aHsTUS ¢ JI0-
romne oM, B TOM YHCJIEe KOMIUICKCHI JUISI CTUMYJISIITHH
opodalarbHOi 30HBI IPH HAPYIIEHUSX COCAaHUS W/
WJIY TJIOTaHUsI B PE3YJIBTATe NIIUTEIBHON MHTYOanu
Tpaxeu U CTOSTHUSI Ha30racTPaJIbHOTO 30HAa;

7. OmpeneneHre BO3MOXXHOCTH W BBITIOJIHEHHE
JEKAHIOJSAIINH C TIEPEBOJIOM Ha HEMHBA3HBHYIO BEHTH-
TSI,

8. OmpezgeneHue TMOKa3aHUM U HMILUIAHTALUS
CTUMYJIsITOpa quadparmMaibHOTO HEPBA;

9. IlpoBenenue 00pa3oBaTEIBHBIX MEPOMPHS-
THH TSI MEMUIITHCKUX PAaOOTHUKOB U ceMeil, myOu-
KaIuu.

3AKJTIOHEHUNE

B ®I'BY «HMUI] um. B. A. AnmazoBa» Mun3npa-
Ba Poccuu peanu3oBaH cucTeMaTUU4eCKUN MYyJIBTUIUC-
LUTUIMHAPHBIA TIOAXOJ K JICYCHHIO M peaOuIuTalluu
JIETe ¢ CHHJPOMOM BPOXKJAEHHOM IIEHTPaJIbHOU T'UIIO-
BEHTHJISILIMH, YTO MO3BOJISIET MOJYUYUTh MAaKCUMaJIbHO
ONaronpusTHBIE Pe3ylbTaThl IO COXPAHEHHUIO HEBPO-
JIOTUYECKOT0 U UHTEJIEKTYaIbHOTO MOTEHIIUAIA U Ka-
YeCTBA JKU3HMU.
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PE3IOME

AkTyanabHocTs. [Ipobnema Benenus nereii ¢ runeprpodudeckoii kapauomuonarueit (CKMIT)
OCTaeTCs aKTyaJIbHOHM B CBSI3U C BEICOKMUM PHCKOM BHe3amHou cepaedroi cmept (BCC). Pe-
ructpel narrerToB ¢ ['KMII crmocoOcTByIOT nydlieMy MOHHUMAaHWIO TeYeHHS 3a00JeBaHUS
u ero ucxozos. lleas uceaenoBanmus: nzydenue crpykrypel KMII ¢ runeprpoduyeckum
(heHOTHIIOM, a TaKKe BBISBICHUE KIMHUYECKUX, MOJICKYISPHO-TEHETUIECKUX 0COOCHHOCTEH
teueHuss ' KMII u ucxona y nereid Ha OCHOBAaHMM aHAMHECTHUYECKUX, KIMHUKO-UHCTPYMEH-
TaJBHBIX JaHHBIX JIEKTPOHHOH 0a3zbl. MaTepuasabl U MeToabl. B HacTosmee Bpems B 6a3y
JAHHBIX BKJFOUeHa moiHas wH(opmManus o 80 aetsax or 0 10 18 5eT BKIOYHUTENHHO C TH-
neprpoduyeckum perotuniom KMII. HcciienoBanue BBITIOTHEHO Ha 0a3e OTHENCHUS JCT-
CKOW KapauoJIOTUU W MeaunuHckoi peaduiuranun OI'BY «HMUILL um. B. A. Anma3zoBa»
Munznpasa Poccun. baza maHHBIX comep)KUT aHaMHE3 3a00JIeBaHUS W CEMEHHBIN aHaMHE3,
PE3yNBTaThl KIMHUYECKOTO U J1a00paTOpHO-HHCTPYMEHTAILHOTO 00CIIEIOBaHMS, PE3YIbTaThI
MOJICKYJISIPHO-T€HETUYECKOTO MCCIIeioBaHus. Peructp nuHamudeckn oOHOBIsieTCs. Pe3ylib-
Tarbl. Cpennuii Bo3pact aedrora ['KMII cocrasun 1,75 [0,02; 10,00] net. Mans4ukoB ObLIO
Oompiie, yem aeBodek — 54 (67,5 %). OCHOBHBIMU xKato0amMu ObUTH CHIKEHUE TOJIEPAHTHO-
CTH K pu3ndeckuM Harpyskam y 35 (43,8 %) nereit u onprmika y 30 (37,5 %) nmeteit. Y Bcex
MAI[MeHTOB HAOIIOMAINCh MPU3HAKK cepiednoit Hepocrarounoctd (CH): 53 (66,3 %) umenn
npusHaky 2 gyHknuonaigbHoro kinacca CH, 26 (32,5 %) — 1 ¢ynkumuonangpHOTO Kitacca u 1
(1,2 %) — 3 dyHkunoHampHOrO Kiacca. JKeny10uKoBble HAPYIIEHUSI pPUTMa PErUCTPUPOBA-
mich y 23 (29 %) nereil, HeycTOMUMBAs KeTyIOIKOBas Taxukapaus y 2 (2,5 %) nereit. Dudpo3
MHOKap/a JIEBOT0 XkeTyaouka 1o pesyisraram MPT cepana o6Hapyxen y 60,7 %. JleranbHbiit
ucxoz ObuT 3aperucTpupoBaH B 5 % (n = 4) ciayuaes, B cpeaneM Ha 241 + 117 cyTKu KU3HH.
VY Bcex ymepuux odHapyxkenbl ¢penoxonnu ['KMII. 3akmiouenmne. Benenve snexkTpoHHOM
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0a3bl JAaHHBIX ITAIlTMCHTOB C I'KMII no3Boaut JIy4lIC MOHATH BJIMAHUC CI)aKTOpOB, B TOM YHCJIC
TCHETUYCCKUX, Ha TCUCHUEC, UCXOAbI K IPOTrHO3 3a00J1€BaHNS B HCI[HanH‘lCCKOﬁ TOIyJIsInr .

KuroueBble ciioBa: BHe3anmHas cepaednas cMepTsh (BCC), rumeprpodudaeckas kKapIuoMuora-
tus (I'KMII), netn, peructp, cepneunas HenocrarogHocth (CH), henoxomnmm.

s yumuposanus: @emucosa C.1I, Anexceesa J[.10., Aboynnaes A.H., Kocmapesa A.A., Bepuiu-
nuna TJI., Bacuuxuna E.C. Ilepsvie pe3ynvmamol edeniis 21eKmMpOHHO20 pecucmpa y nayueH-
MO8 0emcKO20 803pacma ¢ cunepmpoguueckoll kapouomuonamuetil. Poccutickuti srcypnan nepco-
Hanusuposannol meouyursvl. 2023;3(2):68-76. DOI: 10.18705/2782-3806-2023-3-2-68-76.
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ABSTRACT

Background. The problem of managing children with hypertrophic cardiomyopathy (HCM)
remains relevant due to the high risk of sudden cardiac death (SCD). Registers of patients
with HCM contribute to a better understanding of the course of the disease and its outcomes.
Objective. To study the structure of CMP with a hypertrophic phenotype, as well as to identify
clinical, molecular and genetic features of the course of HCM and outcome in children based
on anamnestic, clinical and instrumental data from an electronic database. Design and meth-
od/ Currently, the database includes complete information on 80 children from 0 to 18 years of
age inclusive with a hypertrophic phenotype of CMP. The study was performed on the basis of
the Department of Pediatric Cardiology and Medical Rehabilitation of the V.A. Almazov” of
the Ministry of Health of Russia. The database contains the history of the disease and family
history, the results of clinical and laboratory-instrumental examination, the results of molec-
ular genetic research. The register is dynamically updated. Results. The mean age of onset of
HCM was 1.75 [0.02; 10.00] years. There were more boys than girls — 54 (67.5 %). The main
complaints were decreased exercise tolerance in 35 (43.8 %) children and shortness of breath
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in 30 (37.5%) children. All children had signs of heart failure (HF): 53 (66.3 %) had signs of
functional class 2 HF, 26 (32.5 %) — functional class 1 and 1 (1.2 %) — functional class 3.
Ventricular arrhythmias were recorded in 23 (29 %) children, unstable ventricular tachycardia
in 2 (2.5 %) children. Myocardial fibrosis of the left ventricle according to the results of MRI
of the heart was found in 60.7 %. A lethal outcome was registered in 5 % (n = 4) of cases on
average at 241 + 117 days of life. All the deceased had phenocopies of HCM. Conclusion.
Maintaining an electronic database of patients with HCM will allow a better understanding of
the influence of factors, including genetic ones, on the course, outcomes, and prognosis of the
disease in the pediatric population.

Key words: children, heart failure (HF), hypertrophic cardiomyopathy (HCM), phenocopies,
registry, sudden cardiac death (SCD).

For citation: Fetisova SG, Alekseeva DYu, Abdullaev AN, Kostareva AA, Vershinina TL, Va-
sichkina ES. First results of maintenance of register in electronic form in pediatric patients
with hypertrophic cardiomyopathy. Russian Journal for Personalized Medicine. 2023,3(2):6§-

76. (In Russ.) DOI: 10.18705/2782-3806-2023-3-2-68-76.

Cnucok cokpamennii: AMP — aHTaroHUCTBI MH-
HEpaJOKOPTUKOMAHBIX peuentopoB, BCC — BHe3an-
Has cepaeunasi cMeptb, [ KMIT — runeprpoduyeckast
kapauomuonarug, KMII — kapauomuonarus, JIK —
JeBbld xkenyaodek, MPT — MarHuTHO-pe3oHaHCHas
tomorpadusi, NT-proBNP — N-tepMuHansHblii po-
MO3roBoi HaTpuityperndeckuil nentug, CMOKI —
cytounbii MoHUTOpUHT DKI, CH — cepaeunas Hemo-
CTaTOYHOCTH, DXOKI — 3xokapamorpadmus.

BBEAEHUE

I'KMII saBnsetcs mHambosee pacmpoCTpaHEHHOMN
(hopmoii kaparomuonatuu (KMII) y neteii u ocHOBHO#M
npuunHoi BCC. YacToTa BCTpeyaeMOCTH B Pa3HBIX
BO3pacTHBIX rpynnax Bapbupyet ot 1:500 o 1:200 [1].
Exeromnas 3aboneBaemocts ' KMII y neteit coctas-
nsteT ot 0,24 mo 0,47 na 100 000 gemoBek [2—4].

B otnuume oT B3pOCBIX, THIEPTPOGUS MUOKAp-
Ja'y AeTei accouurupoBaHa ¢ OOJbIION reTepOreHHOM
rpymnmnoi 3adoneBanuii. [lomumo MyTanuii B capko-
MEPHBIX T'€HaX, BKJIaJ KOTOphIX B pa3zsuthe ['KMII
y B3pocnbIx Hanbonee cymectseHer, I KMII B equ-
aTPUUECKON MOMYJISLUHU XapaKTEPU3YETCsl BBICOKOM
pacrpoCTpaHEHHOCTBIO HECApKOMEPHBIX IPHUYMH,
BKJIIOYasl HACJIEJICTBEHHbIE HApPYIICHUS MeTaboIu3-
Ma, HEPBHO-MBILIEYHbIE U MUTOXOHIPHAJIBHBIE 3a-
0osieBaHMs, HA KOTOPbIE BO BCEM MHPE NMPUXOAUTCA
10 35 % cnyuaeB runeptpodun Muokapaa y aeTei
[5]. YUrto ke kacaeTcs MyTalHil B capKOMEpHBIX Te-

Hax, HauOounee yacto npu ['KMII upenTuGUIUpyOT
myTanuu B renax MYBPC3 u MYH?7, konupyromux
MHO3WH-CBs3bIBatOmMKil 6enok C M 0eroK TsKeIon
1eny -MHUO3WHA, Ha UX JIOJIE0 Y B3POCIBIX U Yy JeTel
¢ 1e0I0TOM cTapiie 2 JIeT TPUXOAUTCS OKOJIO TIOJIOBH-
uel caygaeB ['KMII [1, 3].

BCC u mporpeccupyromasi 3acToifHast cepAcuHas
HenocTaToaHOCTh (CH) SABISFOTCS OCHOBHBIMU ITPUUH-
HaMM CMEPTHU B JeTCKOM Bo3zpacte. Y nereid ¢ 'KMII
HaOIro1aeTCst 60JIee BHICOKAsi CMEPTHOCTH IO CpaBHE-
HUIO CO B3pocliol momysiueld 6onpHbIX. Tak, Ha mep-
BoM roxay ku3Hu ymupaeT 10 % Oonpubix ¢ 'KMII,
CMEPTHOCTH OT Bcex npuunH y aereid ¢ ['KMII moxer
nocturath 7 % B rox [1, 6—10]. OcoOeHHO BhICOKas
JETaIbHOCTh HaOMIONaeTcs y jeTel ¢ (heHOKOIMUSIMHU
T'KMII, 4To NpuBOAUT K CHUXKEHUIO UX MIPEJCTaBIIEH-
HoctH ¢ 30 % B mexmarpudeckoit momynsmuu 1o 10 %
y B3pocibiX. [leTH ¢ BpOXKJIEHHBIMU HapyIICHUSMH
oOMeHa BEIIeCTB ¥ CHHIPOMAJIBHBIMU [TOPOKAMU Pa3-
BUTHS UMCIOT 3HAYUTEIBHO XYM MPOTHO3 B OTHO-
meruu pa3sutus CH, deM marueHTsl ¢ MpUInHHBIMA
MyTanus MU B capkoMmepHbIx 6enkax [3]. o 40 % ne-
teit ¢ nedrorom 'KMII o 1 roma moru6aroT B iepBbIe
HECKOJIBKO JIET KU3HH, YTO, BEPOATHO, CBSI3AHO C MO3/I-
HEW TMarHOCTUKON U HECBOEBPEMEHHBIM HayajiOM Te-
pamuu [11]. Kpome Toro, crpatudukanus prucka BCC
npu 'KMII B nenuarpuyeckoil NOMyiasiiui UMEET PsiJl
OTpaHUYCHHH, B YaCTHOCTH, OTCYTCTBYET HHCTPYMEHT
n1s pacueta pucka BCC y gereii kak Ha mepBoM rofy
JKW3HH, TaK U ¢ cHHApoManbHeIMH Gopmamu ['KMIIL.
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Cnenyer OTMETHTh, YTO B mocieaHue 2-3 roaa
B 3apyOeXHOW IUTepaType NpPEIACTaBICHBI PE3YJib-
TaThl aHaJlIN3a JaHHBIX peructpoB y aeteit ¢ ['KMII
[12—-15]. K coxxaneHuto, B OTEUECTBEHHOM JIUTEpaType
MBI HE BCTPETHIIN HHPOPMAIIUU O BEJCHUH TTOT00HBIX
PETUCTPOB B MeAUATpPUUECKON nomynsuuu. besycnos-
HO, CO3IaHHe U BeJeHue 0a3nl naHHbIX netei ¢ ' KMII
TIO3BOJIUT HCCIENOBATh KaK KIMHUUYECKHUE, TaK U MO-
JIEKYJSIPHO-TEHETUYECKNE OCOOCHHOCTH TEYEHUS 3a-
0oJieBaHMs, YTO MO3BOJIUT YCOBEPIICHCTBOBATD ajITro-
puTM oOcnenoBanus, gedeHus u npodunaktuky BCC
y TaKHX MalHEeHTOB.

B cBs3u ¢ BBIIIECKa3aHHBIM, IIEIBI0 HAIETO HC-
ciemoBaHus ObLTO mM3yueHne cTpyktypsl KMII ¢ ru-
nepTpoudeckuM (EHOTHIIOM, a TaK)Ke BBISBICHHE
KJIMHUYECKUX, MOJCKYIISIPHO-TEHETUYECKUX OCOOCH-
vocteit teuenust [ KMII u ucxoma y nmereir Ha OCHO-
BaHWUW aHAMHECTHYECKUX, KIIMHUKO-UHCTPYMEHTAIb-
HBIX JJAaHHBIX DIIEKTPOHHOH 0a3bl.

3A0A4YN NCCIIEAOBAHUA:

1. Co3marh 2MEeKTPOHHYIO 0a3y JaHHBIX U CHCTE-
MaTHU3UPOBATh CBEIICHUS O MAITUEHTaX JETCKOT'O BO3-
pacta ¢ ['KMII, npomeqmux obcnenoBanue B ®I'BY
«HMMUI] M. B. A. Anmazoa» Munsnpasa Poccuun.

2. Ilpoananu3mpoBaTh KIWHUYECKHE, aHAMHE-
CTHYECKHE JaHHBIE W PE3yJbTaThl J1abOPaTOPHO-WH-
CTPYMEHTAJIbHBIX METOJIOB HCCIEIOBaHUS y JeTel
¢ I'KMII B Bo3pacte ot 0 10 18 7eT.

3. M3yuuTh KIMHUYECKHE OCOOCHHOCTH, BapUaH-
ThI TeueHus u ucxoapl ' KMII y nereit.

MATEPWAJ1bl N METOADbI

B nccnenoBannu ygactBoBanu aetu ot 0 1o 18 et
BKJIIOUYUTEIBHO C THIEPTPOPHUUSCKHM (PESHOTHIIOM
KMII. UccrnenoBanye BBIMOIHEHO HA 0a3e OTACIICHUS
JICTCKOW KapUOJIOT M U MEIUITMHCKON peaduiinTanuu
OI'bY «HMUI] um. B. A. Anmazoay Mun3zapasa
Poccun. Onobpenne 10KaaIbHOTO ITHIECKOTO KOMHUTE-
Ta MEAMIIMHCKOTO YUPEKJICHHS U TOANKICAHNE TaI-
€HTaMU WH(POPMHUPOBAHHOTO COTJIACHUS SIBIISLIHCH 0051~
3aTeJIbHBIMU YCIIOBHUSIMU JIJISI y4acTHUs B TIPOrpaMMe.

B mHacrosiiiee Bpemsi B 3JICKTPOHHBIA PETUCTP
BKJTIOUCHA TMOTHast uHpopMarns o 80 JeTsx ¢ rumep-
tpoduyeckum ¢eHotuniom KMII, kotopeie mpoxomu-
mu obcienoBanue ¢ 2011 roma mo HosiOps 2022 Tona.
Ha ocHoBaHMM pe3yJIbTaTOB MX YIIYOJCHHOTO MEIIH-
IIMHCKOTO 00cCiIeIoBaHus ObUTa CO3MaHa DICKTPOHHAS
0a3a MaHHBIX, CofepKamas CIEAYIONUEe CBEICHUS:
KpaTKUil aKkylIepcKUil aHaMHe3 MaTepu, UCTOPHUSl PO-
JIOB 1 OEPEMEHHOCTH, CBEJICHUS O Kajao0ax, KpaTKuii
CEeMEHHBIN aHaMHEe3, 0OCOOCHHOCTH TepHUOIa HOBOPO-

JKICHHOCTH, TEpeHECeHHbIe 3a0oNieBaHus, 00CTOs-
tenbeTBa BeigiaeHus ['KMII, nannble ¢usukanibHOrO
OCMOTpa, Pe3yJbTaThl J1a0OPAaTOPHBIX HCCIIEIOBAHUH
(OnoxuMHUYECKUH aHalN3 KPOBHU, B TOM YHCJIE TCHETH-
YECKHi), a TaK)Ke TaHHbIe YIITyOJIEeHHOTO KapInuOIOTU-
yeckoro obcnenoBanusi: DKI, cyro4HOro MOHUTOpPHHTA
OKI' (CM3KT'), sxokapanorpaduu (OxoKI'), Harpy-
309HBIC MPOOBI, MATHATHO-PE30HAHCHAST TOMOTpadus
(MPT) cepama. baza gaHHBIX peryispHO MOMOTHIESTCS.
Brimonnena craructuyeckas o0paboTKa JaHHBIX MPH
nomMoum naketos nporpamm Microsoft Excel 2003.

PE3YJIbTATDI

CoszfraHHasi HAMU AJIEKTPOHHAs 0a3a JJaHHBIX ObLiia
3apeructTpupoBana B PocatenTe, U MoJIydeHO CBUJC-
tenscTBO Ne 2021621296 ot 18 mrons 2021 rogxa.

B nacTosmee Bpems B 0a3y BHeceHBI cBenieHus 0 80
netsix ¢ penorunom 'KMIT ot 0 no 18 ner, cpemne-
ro Bospacta 11,9 [2,4; 14,6], cpenu Hux 54 (67,5 %)
MaJIbuHKa.

AHaIM3 TaHHBIX AIEKTPOHHOT'O PETUCTpa IMOKa3al,
4yTo cpenHuid Bospact nedrora ['KMII y nereit cocra-
Bui 1,75 [0,02; 10,00] roga. [deoror 'KMII B Teuenue 1
roja *Ku3HU ObL1 BeIsIBIEH y 19 (23,8 %) nereit, mpeHa-
TaIbHO AMAarHo3 yctaHoBieH y 4 (5 %) neteil. Cinemyet
OTMETHTH, 4TO 2 (2,5 %) neteit poauinck oT MaTepen
C TECTAI[MOHHBIM CaXapHbIM JTHA0ETOM, KOTOPBIH, KaK
W3BECTHO, ACCOIIMHUPOBAH C BPOXKJICHHON THUMEPTPO-
¢ueit muokapaa [16]. Ilo naHHBIM Hamero permcrpa
3TH JIETH UMENH BPOXJeHHYI0 Tumneprpoduro JIK,
KOTOpasi COXpaHsIETCs 110 HACTOSANIUNA MOMEHT HaOII0-
JICHUS1, 9TO TIO3BOJISET UCKIIOYUTh TPAH3UTOPHBIN Xa-
pakrtep runeptTpoduu MHOKapaa U TpedyeT JaibHel-
IIETO TeHETHYECKOTO HCCIIeTOBAHMS.

Ilo maHHBIM aHamMHe3a XU3HH CceMelHbIe (OpPMBI
I'KMII 6b11n auarHoctupoBansl y 14 (17,5 %) nereit.
Cnyuau BCC cpenut poficTBEHHUKOB ObLITM OOHApYkKe-
b1y 12 (15 %) marmenToBs, mpu 3ToM 5 (6,3 %) u3 HEX
PETUCTPUPOBATUCH cpenu ceMeHHbIX ¢popm ['KMII.

Ponunuce Hemonomenusimu 12 (15,0 %) neteit, npu
atoM y 5 (6,3 %) u3 Hux npusHaku [ KMII ormeueHsr
B MepUHATAIBHOM mepuoje. KecapeBo ceueHnne ObLIO
nposezneHo 25 (31,3 %) xeHmuHaM: y 6 MaTepeii B CBS-
3u ¢ HammuneM (oHoBou maromoruu (3 (3,75 %) —
cepaedHo-cocyaucteie 3aboneBanus (I'KMII, kap-
nuockiepo3s), y 1 sxkenmmnsl (1,25 %) Obl1 caxapHBIiA
nraber 1 Tuma ¢ OCIOKHEHUsMH, Y 1 — Koarysomna-
THs, y | TalMeHTKA THarHOCTHPOBAH BUPYCHBIH remna-
tut C), B 8,75 % cityyaeB B CBSI3U C OCJIIO)KHEHHBIM Te-
yenueM OepemenHocTH (3 (3,75 %) cabocTh ponoBoi
JesTeNbHOCTH, 2 (2,5 %) paHHEe U3TUTHE OKOJIOTIOA-
HBIX BOJI, | ciyuail OTCIOMKM IJIAlleHTHI, | ciydai mo-
MIEPEYHOTO MOJIOKESHUS TIII0/1A).
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OcHOBHBIMU kall00aMH, C KOTOPBIMHU TTaITHEHTHI
U UX POIUTEIU TMEPBUYHO OOPATHIIMCH K JIECTCKOMY
KapIIuoJory, ObIIIN CHUKEHUE TOJIEPAHTHOCTH K (hU3H-
YeCKUM Harpy3kaM — y 35 (43,8 %) neTei, onplika —
y 30 (37,5 %) nereii, 6onm B obmactu cepamna — y 12
(15 %) nerelt, SMU30ABI YYAIICHHOTO cepiiedne-
Hus — 9 (11,3 %), npecuHKone, B TOM YHCIIE BO BPEMsI
¢usnueckux Harpysok, — y 8 (10 %). Cnenyer orme-
TUTb, 9YTO HU OJMH PEOCHOK/POUTENH HE TIPEIBABIISII
KaJI00bl Ha CHHKOIIAJIbHBIE COCTOSTHU . ACHMITTOMHOE
teuerne [ KMIT nabmronanocs y 20 (25 %) nereit.

[lo nanusiM ocmotpa 'y 10 (12,5 %) nereit ¢ panHUM
ne6roroM 'KMIT Obliiy BISIBIIEHBI HEJOCTATOYHBIE BE-
coBbIe MpubaBku. [Ipu mepBuaHOM 00CIIEOBAaHUN 53
(66,3 %) pebeHka nMenu MpU3HAKU 2 (QYyHKIHOHAIb-
Horo knacca CH, y 26 (32,5 %) — 1 ¢dyHKunonaibHo-
ro knacca u 1 (1,2 %) — 3 ¢pyHKIIMOHATBHOTO KJ1acca.

[lo manHBIM TA0OPATOPHOTO HCCIETOBAHUS CPE-
Hee 3HaueHWe YypOBHSA N-TEPMHHAIBHOTO TIPEIIIe-
CTBEHHHKA MO3TOBOTO HATPUUYPETUUYECKOTO MENTH A
(NT-proBNP) (n = 27, 33,8 %) cocraBumno 1 494,5 nr/
M [455; 4297], ypoBenb TponoHuHa I — 0,0145 Hr/mu
[0,002; 0,050675].

Ilo pesynsraram nosepxHocTHOM OKI' m CMOKT
HapylUICHHUS PUTMa U TPOBOJUMOCTH PErUCTPUPOBA-
nuck y 45 (56,3 %) nereit. Ilpu s3TOM oguHOYHAS Ke-
JTyI0YKOBAs KCTPACUCTONHNS Oblsla OOHapykeHa y 23
(29 %) neteii, mapHasi >KEIYyZOYKOBasl 3KCTPACHCTO-
s — y 5 (6,25 %), mapokCcU3Mbl HEYCTOWYUBOM Ke-
JIyJIOUKOBOM TaxWKapIuu, B TOM YHUCIE MOJIUMOP]-
HOM —y 2 (2,5 %) nereit. [Ipencepanas skTonnyeckas
AKTUBHOCTD B BHJIE SKCTPACUCTOINH OOHapyskeHa y 29
(36,3 %) nereit. CoueTaHue MpeaCcepaHON U KeIya04d-
KOBOI dKcTpacuctonuu y 12 (15 %) nereil.

[o pesynbraram OxoKI cpennsist ppakuus BIOpO-
ca o Teitxonpiry coctaBumna 74 % [67; 81], cHmxeHUE
¢pakunn BeIOpOca MeHee 55 % mo Telxombily ObLTO
BeisiBiieHO ¥ 3 (3,8 %) mammentoB. Tonmmaa Mex-
KEJTyZI0YKOBOM MEperopoku B AMACTONY B CPEIHEM
obuta 16,0 mm [11,7; 23,0] (B cpennem 5,59 [4,2; 13,7]
o Z-score), Tolmnaa cBooomuoi ctenku JIK B cpen-
Hem coctaBmuia 11,0 mm [8.,8; 13.9] (B cpegnem 3,18
[1,5; 10,4] no Z-score). CpenHee 3HaUCHUE MTUKOBOTO
rpaauenTa BeixogHoro otaena JIXK B mokoe coctaBuiio
19,2 MM pT. cT. [12,4; 74,9]. OOCTpyKIHSI BBIXOTHOTO
otnena JOK nabmronanace y 24 (30,0 %) nereit. [loBbI-
LICHUE JaBJICHUS B JIETOUHOU apTepuu cBbimie 30 MM
pT. cT. Ob1I0 BeIsIBIICHO Y 4 (5 %) nereii. Hapymenue
(YHKIIUYU KJTallaHHOTO ammapara B BHJIE MUTPaIbHOU
HEIOCTAaTOYHOCTH 2 m Ooyiee CTENeHHW HaOI0Naioch
y 5 (6,3 %) nereii. [laTonorun Apyrux KiamnaHOB BbI-
SIBJICHO HE OBLIIO.

ITo pesynbratam MPT cepania ¢ KOHTpacTUPOBaHU-
eM, KoTopoe ObL10 poBeneHo y 28 (35,0 %) aereit, y 17
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(60,7 %) ObLTH BBISIBICHBI y4acTKH (UOpo3a MUOKapaa
JIK. Tuneprpodust mpaBoro xeayaouka (a0ComoTHas
TOJIIIHA CTEHKHU IPaBOTO XKerymouka > 5 mum [1, 17,
18]) ObL1a BeIsiBIIeHA Y 6 (21 %) ManeHTOoB.

Bcewm petsiM mpoBenn MOJIEKYJISPHO-TEHETHYECKOE
UCCIICIOBAHUE METOJOM CEKBEHHPOBAaHUS HOBOI'O
MTOKOJICHHSI ¢ TPUMEHEHHEM IIeJIeBOM MaHeau obora-
menus Ha npubdope [llumina MiSeq, o pesynsraram
KOTOPOT'0 y AeTel MepBoro roja ObL1a BhIsSBICHA 00Ib-
masi MpeaCcTaBICHHOCTh (PEHOKOMHIA, YTO COCTABHIIO
57 % (n = 14) cpenu neteit ¢ mebroTOM 3ab0IeBaHUS
Ha repBoM Toxay ku3HH. [Ipu sTOoM B rpymme ¢eHo-
KOMUH mpeobuaganu paconatuu B 15 % (n = 12) ciy-
qaeB. ¥ 9 (11,3 %) nmamueHnToB crapiie roxa oOHapy-
JKEHbI MYTAallMH, KOIUPYIOLIHE CapKOMEpHBbIE OCNIKH
(v 5 nerett MYH7, 4 peGernka uMeIu MyTallio B TeHE
MYBPC3). AHanmu3sl OCTaBIIUXCS MAIlHCHTOB HAXO-
IATCS B paboTe.

TlogaBnsitomee OGonpmuucTBO Aeterr ¢ ['KMII,
a uMmeHHO 64 (80 %) peOenka, monyuaiu Oera-ajape-
HOOJIOKATOPHI B CBA3W C HAJTUYUEM BBIPAKCHHOUN TH-
nepTpoduu MUOKapia, MPU3HAKOB JTUACTOIUYECKON
muchyuknun JIK, a Takxke ¢ Lenbio NpoQUIaKTHKH
KU3HEYTPOXKAIOIIMX HapylieHui putMa cepaua [19,
20]. B tepanmmun CH wncmonp30BajiuCh aHTarOHUCTHI
MHHEPaJOKOPTHKOMIHBIX penentopoB (AMP) y 18
(22,6 %) nereii, netnesbie quypetuku y 3 (3,8 %) ne-
teil. KomOunanust AMP u nieTieBbIx 11y peTHKOB OblLia
Ha3HadeHa 2 (2,5 %) mauuentaM. THruOUTOpHI aHTHO-
TEH3HWH-TIpeBpamiaromero GepMeHTa MCIOIb30BAIHCh
y 5 (6,3 %) nereii. AHTHApUTMUYECKas Tepanus Oblia
HazHauena 3 (3,8 %) mersam, 2 (2,5 %) pebenka moiy-
yasu amuonapoH u 1 (1,3 %) pebeHok — mponadeHoH.
VY 1 (1,3 %) mammenTa mpoBOAMIIACH TepaIusl 0JI0KaTO-
pamMu KaJbIIMEBBIX KaHAJIOB (Bepanamul).

B cBsi3u ¢ BBIpakeHHOH OOCTPYKIHEH BBIXOAHO-
ro otaena JIXK Obio mposeneHo 6 (7,5 %) onepanuii
M0 HMCCEUCHHUIO TUMEPTPOPUPOBAHHBIX MBIIII BbI-
xonHoro otaena JOK mo Moppoy, cpeanuii Bo3pact
OMNEPATUBHOIO JieueHus coctaBuia 9,2 + 3.9 roga. ¥V 5
(6,3 %) nerelt MHOAKTOMMUS ObLIIa BHITIOJIHEHA B CBSI3U
C BBIPQXCHHBIMHM IPHU3HAKAMH OOCTPYKIIMU BBIXOJI-
Horo otnaena JOK, Ttak cpenHee 3HaueHHWE MUKOBOTO
rpagueHTta Ha BbiBogHOM oTtaene JIDK cocraBisiino
127,5 [98,8; 130,0] mm pT. c1. Ciaenyer OTMETHUTb,
4TO OJHOMY PEeOCHKY MHOIKTOMHS ObLiIa MpOBEJCHA
JBaXKJbI B Bo3pacTe 2 u 7 neT. B omHOM ciydae Oblia
BBITIOJTHEHA MUOJKTOMHS BBIXOTHOTO OT/IENA IMPaBOT0
JKEITyN04YKa (MMKOBBIN IpaueHT Ha BBIXOJHOM OT/IENe
[IPaBOro KeIyJ0UYKa cocTaBmiI 22 MM pT. cT.). Cornac-
HO KpuTeputo Shimizu u koser [21], oOcTpyKIiuei
BBIXOJHOTO OTJella MPaBOrO KENyIodyKa SBIISICTCS
yBeIM4YeHHUe MUKOBOTO TpajineHTa domnee 16 MM pT. CT.
B mokoe [1].
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CrnemyeT OTMETHTD, UTO 110 pe3yJIbTaTaM HalIro/Ie-
HUSI JIETAIIBHBIN ucxon 011y 4 (5 %) nereld, B cpegHeM
Ha 241 + 117 cyTku xu3nu. llpu aTom y Becex 4 aerei
ObL1u BhIsiBiIeHbI penokonnu ['KMIT: y 3 — pacoma-
THH, y | — BpOXKIEHHBIE HAPYIIIEHUST OOMEHa BEIECTB
(60ne3np [lomne). OCHOBHOM NMPUYKMHON cMepTH ObLIa
TsDKEJask CepeUHas HeJI0OCTaTOYHOCTh, peypaKTepHast
K IIPOBOJIMMOI MEAMKAMEHTO3HOM TEpaIuu.

OBCYXAEHUNE

I'KMII mpexacraBiseT reTeporeHHyI0 TpyHmy 3a-
OosieBanuii y nereit [12]. Tak, o pe3ynbraTaM HaIIero
WCCIIEZIOBAHUS Y JIeTel mepBoro roxa 0ojee 4eM B TO-
JIOBUHE cilyyaeB oOHapyskeHbl (eHokonuu ['KMIIL.
CornacHo Chan u coaBTopam, OombIuas 10 HeHOKO-
nuit TKMII cpenu aereit ¢ panHuM 1e6r0TOM 3ab071e-
BaHU ObIJIa OTMEUYEeHA BO Beex peructpax mo I'KMIL.
Hudbdepernnmansaass  IHATHOCTHKA  (DEHOKOMHUI
I'KMII ot uzonupoBaHHOH (GOpMBI 3a001eBaHUs SIB-
ngeTcs TPYAHOM 3ajauel, MOCKOJBKY BHECEpPJEUHbIE
MPOSIBIICHUSI CHHIPOMAJIBHOW WM MeTa0OIHYEeCKOH,
HEPBHO-MBIIIEYHOW W MUTOXOHJPHAJIBHONW MAaTOJO-
TUU MOT'YT JI€OIOTHPOBATh HE C PAaHHETO BO3pacTa, a B
oTcpoueHHoM mepuoze [11]. Cnexyer oTMETUTH, YTO
[0 HAIIUM JaHHBIM y MainueHToB ¢ jnedroTom ['KMIIT
JI0 TOJla TIPEBATMPOBAIIN PACOTIATHH, YTO COTJIACYeTCs
C INTEepaTypHBIMU TaHHBIMHU [5].

Jns TKMII xapakrepsas! 3 BO3pacTHBIX NuKa (e-
HOTHUIIMYECKOr0 J1e0l0Ta, JBa M3 HHUX MPHUXOASTCS
Ha INEepUOJbl AKTUBHOTO pOCTa JAETEH — MEPBbINA o
JKU3HHU, a TAKXKe MOAPOCTKOBBIN Mepro1, TPETUH NepH-
on npuxoauTcst Ha Bo3pacT crapuie 50 net [14]. Ilep-
BUYHBII aHaJIW3 HallMX JAAHHBIX MOKa3all, YTO CPEa-
Huii Bo3pacT naedrora coctasui 1,75 [0,02; 10,00] roxa,
MIPH STOM MPAKTUIECKH y YETBEPTH J€TEH OH MPHIIE-
cs Ha NepBbld 1o ku3HU. COriacHo JIUTEPATYPHBIM
JIAHHBIM OCHOBHBIMM KJIMHUYECKUMU MPOSBICHUSIMHU
npu [KMII siBisitoTcst skano0bl Ha OJBILIKY, CHHIKE-
Hue TosiepanTHOcTH K ®H, pa3HooOpa3Hbie 0oJieBbIC
OIYIICHHS B TPYIHOW KIETKE KapAuaITHIecKoro u/
WA CTEHOKAPAUTUYECKOIO XapakTepa, HApyLICHUS
putMa cepaia (repedou, yJaleHHOe cep/aieoneHue),
TOJIOBOKPYIKEHHUE, NMPECUHKOMAIbHBIE U CHHKOMNAJb-
Hble coctosiHus [1]. Pe3ynbrarsl Hamero mccienoBa-
HUSI HE NPOTUBOPEYAT JIUTEPATYPHBIM JaHHBIM. Tak,
MPAKTUYECKU B MIOJIOBUHE CIYy4YaeB OTMEUYAJIUCH Kajo-
Obl Ha CHM)KEHUE TOJEPAHTHOCTH K (PU3MYECKUM Ha-
rpy3kam (43,8 %) u omsimiky (37,5 %).

Teuenune ' KMII B neTckom Bo3pacTe acCcoluupoBa-
HO C KJIMHUYECKH 3HAYUMBIM MPOSIBIICHUEM IPU3HAKOB
CH: cuMnOTOMBl HEJOCTATOYHOCTH KPOBOOOPALICHHUS
2 (QYHKIMOHAIBLHOTO KJlacCa M BHIIIE, COMPOBOXKIA-
omuecs noBellIeHHbIM ypoBHEM NT-proBNP. Ilpu

9TOM OoJiee CKJIOHHBI K pa3BuTHiO CH mpu coxpanHoit
cucronnyeckor Gpynaknnu JIK neT mepBbIX IBYX JET
JKU3HH, a TaKXKe TaIUEeHTHI ¢ METa0OIHMIeCKUMH (op-
mamu ¢eHokonnit 'KMII, Gonesnrto lanona, Ilom-
ne u ap. [1]. Ilo pe3ynbraTaM Halero UCCICAOBAHUS
y Bcex geteit (100 %) umenucey mpusznaku CH. Ilpu
3TOM y OonbmmHCTBA (66,3 %) OBLIH CUMIITOMBI HE-
JIOCTaTOYHOCTH KPOBOOOpatieHus 2 PyHKITHOHAIBHO-
ro kiacca. Kpome Toro, y Bcex nanMeHTOB, KOTOPBIM
nposoauiiock onpeneneHue yposHs NT-proBNP, on
OBIJT MOBBIIIICHHBIM.

CBoeBpeMeHHas OIeHKa (PYHKIIMOHAJILHOTO Kilac-
ca CH mo3Boisier Ha3HAYUTh WU CKOPPEKTHPOBATH
Tepanuto xpounueckoir CH, a Tax:xe mpoBOJUTh TUHA-
MUYECKHUI OTOOp JeTel JUIs TpaHCIUIAHTAIMK CEepJla
WJIM YCTAaHOBKH BCIIOMOTATENFHBIX YCTPOHCTB KPOBOO-
OpameHus, TaKuX Kak MOCT K mepecanke cepana [22].
B namewm uccneoBanuu He ObLUTO HA OTHOTO MAIUEHTA,
MEPEHEeCHIero TPAHCIUIAHTALIUIO WIIN OXKHJIAIOLIETO ee.

be3ycnoBHO, camMbIM T'pPO3HBIM OCIOKHEHHUEM
I'KMII sBasercs BCC, u Hepenko OHa CTaHOBUTCS
MEPBBIM U €IWHCTBEHHBIM MPOSBICHHEM 3a00IieBa-
nus [23].

JKenynoukoBble TaXMapUTMHUU ABISIOTCS OJHON U3
Hau6onee gyacTeix npuarH BCC y 6ompubIx ¢ ['KMIIL.
CymiecTBeHHBIH BKJaJ B TAaTOT€HE3 (aTallbHBIX Ha-
pYIIEHUN pUTMa Cep/lla BHOCHT Pa3BUBAOMIASCS MTPU
I'KMII nmemust MHOKapaa M €ro 3JeKTpuyeckas He-
crabunpHocTh [1]. Hanmmume mapokcHM3MOB HEYCTOM-
YUBOM KENYNOYKOBOM TaXMKapIUH SIBJISETCS JOCTO-
BepHBIM (pakTopoMm pucka BCC y mereld u B3pOCIBIX
[24, 25]. [lauHbIi mpU3HAK BCTPEUaeTCs BO BCEX Kajlb-
KynsaTopax oueHku pucka BCC kak y nereid, Tak u y
B3pocibix ¢ 'KMII [24, 25]. Ilo naHHBIM HAIEro uc-
CJIEZIOBaHMS JKEITYAOYKOBbIE HAPYIICHHUS pUTMa OBLITH
3aperucTpUpPOBaHbl y TPETH JIETEH, OAHAKO HEYCTOM-
YUBas )KENyIOUKOBAS TAXUKAPIUsI, B TOM YUCIIE MOJIH-
MopQHas, Oblila BBISIBIICHA JIMIIE B 2,5 % ciyuaes.

JletanpHOCTE Yy meTeit ¢ ¢denoxomusmu ['KMII,
a Takke ¢ Ae0I0TOM 3a00IeBaHMs HA TIEPBOM TO/TY KHU3-
HU SIBJIE€TCS OTHOCHUTENIBHO BBICOKOM M COTMOCTaBHMa
C TIOKa3aTeJIsIMU CMEPTHOCTH y JIeTel C BPOXKJICHHBI-
MH TIOpOKaMH cepiama [5]. B Hamem wuccienoBanuu
JeTa’abHbIE MCXOABl OBLTH 3aperucTpupoBaHsl B 5 %
CIIydaeB W TOJBKO Yy JETEeH Ha MEPBOM TOMY KU3HU
¢ ¢penoxornmsimu ['KMIT.

Hebnaronpusitaeie ncxoabl u Beicokuii puck BCC
npu ['KMII accomuupoBaHbl ¢ MyTalusiMM B Te€HaX
FLNCS (¢punamun-C), PLNS (dbochonamdan), SCNSA
(anba-cyOpenuHuIa 5 TTOTCHIMAT-3aBUCMOT0 KaHa-
na uHatpusi), TMEM435 (TpancMemOpaHHBIH 0€m0K),
LMNA (nmamua A/C), RMB20 (PHK-cBs3bIBarommii
MOTHBHUpYIOmUH mporenH 20), TeCMHHA; JIECMOCO-
ManbHbIME MyTarwsivu: DSP (mecmorutakun), LBD3
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(LIM-cBsi3piBarommii jomeH 3), BAG3 (BCL2 cBsizaH-
HbIif ataHoreH), NKX2-5 (NK2 romeo6oxc 5), KCNQI,
KCNH2 (kanueBblii MOTEHIMATI-3aBUCUMBIN KaHAM),
TRPM4 (BpeMEHHBII pEelenTOpHbI MOTEHIIHAT Me-
nmacraTuHa 4), anbha-aKTHHUHA; TTAaTOTEeHHBIMH MHTO-
XOHApUATbHBIMU MyTauusamu [26]. Cinenyetr OTMETUTD,
YTO Ha JAHHBI MOMEHT OOJIBIIMHCTBO MOJICKYIISP-
HO-TeHETUYECKUX HCCIIEIOBAaHUI MAIlMeHTOB, BKIIO-
YEHHBIX B PETUCTP, HaXoATcs B pabote. Tem He meHee,
MPOBEICHNE TEHETUIECKOTO MCCIEI0BAHUS M BBISBIIC-
HUE apUTMOTEHHBIX MYTAI[Uil TIO3BOJHT PACIIUPHTH
QITOPUTM OLICHKH (aKTOPOB pUCKa HEOMArompHUsTHBIX
COOBITHH B Ka)K/IOM KOHKPETHOM ciTy4dae 3a00JieBaHusl.

JnurensHoe n3ydenue Gpakropos pucka BCC y me-
teit ¢ I'KMII npuBeno x cO30aHUIO KaJIbKYJISITOpa
pacdeTra BO3MOYKHOTO pPHUCKAa BHE3alTHOM CMEpTH —
HCM Risk-Kids Model, ucronszyemoro y aereii ot 1
no 16 ner [24]. [dauHBI KanbKyasaTop ObLI BHECEH
B peKoMeHIanuu 1o crpatudukannn pucka BCC nus
MPUHATHS PEIIeHUs 00 MMIUIAHTAIMH KapIHOBEepTe-
pa-neudpmisTopa B EBponeiickue KIMHUYECKUE
pykoBozcTBa [27], cTaB TeM CaMbIM BAJIMIHPOBAHHBIM
nHCTpyMeHTOM cTpatudukanun pucka BCC. Omnako
€ro MprUMEeHeHHe OrpaHn4eHo. Tak, OH He MOXKET ObITh
WCIOJIB30BaH y Aeteit ¢ peHokomusimu ['KMIT.

CrnenyeT OTMETUTh, YTO B HAILEM PETHCTPE €CTh
BCEe HEOOXOMMBIC AaHHBIC I MPOBEICHUS OICHKU
BO3MOXHOro pucka BCC ¢ moMoIbio KalbKyJIsITOpa
HCM Risk-Kids Model [24], 4T0 TIO3BOJIUT NPHHSTH
pemieHre 00 WMILIAHTAllMK KapauoBepTepa-aedu-
Opusisitopa B HauOoJiee paHHHE CPOKH, B KaueCTBE
TIEPBUYHON TTPOPHUIAKTHKH BHE3AITHOW CMEPTH Y Jie-
teit c TKMIL

3AKJIKOMEHUE

TaxuM 0Opa3oM, Hallle HCCIeOBaHNE ITPEIOCTaB-
JISIET KIIMHUKO-UHCTPYMEHTAJIbHBIC CBEJICHUS O MAallu-
eHTax gerckoro Bo3pacta ¢ [KMII u ee dpenoxonu-
ssMu. Benenune d1eKTpoHHOU 0a3bl MJaHHBIX TTO3BOJUT
JTydIlie TOHUMAaTh BIUsTHUE ()aKTOPOB, B TOM YHCIIE Te-
HETHYECKWX, Ha TeUeHHUE, UCXOABl M MMPOTHO3 3a00I1e-
BaHUS B eIMATPUUECKON nmonynsuuu. JluHaMmuueckoe
HaoOmonenue 3a getThmu ¢ [ KMIT cnenaet BO3MOXKHBIM
YCOBEPIIIEHCTBOBAHUE aJTOPUTMA THATHOCTHKH 3a00-
neBaHus, orneHkH pucka BCC m ee mpopUIaKTHKH.
DTO MO3BOJUT CBOEBPEMEHHO HayaTh JICUCHHUE TAKHUX
MAIlMEHTOB, pa3paboTaTh HOBBIE METOMABI TEparuu
Y yIy4YIIUTh MPOTHO3.
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PE3IOME

[lepconudurpoBanHas MeTUIIHA CETOIHSIIITHETO JHS MPECTABISET HHTETPATLHYIO MOJIEIb
BEIOOpA JIMAarHOCTHUYECKHX, JICYCOHBIX CPEICTB M MPOPMIAKTUYCCKUX MEPOTPUATHI ONTH-
MaJIbHBIX JIJI1 KOHKPETHOTO MHIUBUAYYyMa C YYETOM €ro IeHeTHYECKUX, (PU3HOIOTUICCKUX,
OMOXMMHUYECKUX, IICHXOCONNATLHBIX U APYTUX OCOOCHHOCTEH.

Hann4ne ocoObIX B3aMMOOTHOLICHUH cepAeYHO-COCYIUCTON CHCTEMBI M IOYEK IMOITBEPKIa-
eTCsl 3HaYMMOH pa3HULIEH B CMEPTHOCTH NpPH MOPOKaX U B MOMYJISIUHA. BO3MOXHOCTh BHY-
TPUYTPOOHOH JMATHOCTUKY MOPOKOB CTABHT 3aJ[a4H 0COOOTO MOX0/a K BEJCHUIO TaKUX Ma-
LIMEHTOB, YTO MOXKET 00ECIIEUUTh EPCOHU(DUIIMPOBAHHBII TOJXO.

B crarbe mpezacTaBieH ONBIT MEPCOHN(PUIIMPOBAHHOTO MOAX0/Aa K BEJCHUIO JETEH C KapAHO-
peHaIbHBIM CHHAPOMOM (COYETaHHBIE BPOXKIEHHBIE IOPOKH CEp/Ilia U MOYEK).

KiroueBble c10Ba: KaparuopeHaTbHBINA CHHAPOM, ONUTOHE(DPOHHS, TIepCOHN(DUITNPOBAHHBIN
MOJIXOJI, TIOCTHATAbHOE HAOIIOICHNE, TTPeHATAIbHAS TUATHOCTHKA, (PeTaIbHOE TPOTPaMMHU-
poBaHue.

I yumuposanus.: IHepsynuna T.M., Bacuuxuna E.C., Opman M.B. [lepconughuyuposanmwiii
n00X00 8 8edeHul Oemell ¢ KapOUOPEHANIbHbIM CUHOPOMOM (COYEemManHble 8PONHCOCHHbBLE NOPO-
Ku cepoya u nouex). Poccutickuil scypuan nepconanuzuposantoi meouyuust. 2023;3(2):77-

81. DOI: 10.18705/2782-3806-2023-3-2-77-81.
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ABSTRACT

Today’s personalized medicine represents an integral model for the selection of diagnostic,
therapeutic agents and preventive measures that are optimal for a particular individual, taking
into account his genetic, physiological, biochemical, psychosocial and other characteristics.

The presence of a special relationship between the cardiovascular system and the kidneys are
confirmed by a significant difference in mortality from malformations and in the population.
The possibility of prenatal diagnosis of malformations sets the task of a special approach to the
management of such patients, which can provide a personalized approach.

The article presents the experience of a personalized approach to the management of children
with cardiorenal syndrome (combined congenital heart and kidney defects).

Key words: cardiorenal syndrome, fetal programming, oligonephronia, personalized ap-
proach, postnatal care, prenatal diagnosis.

For citation: Pervunina TM, Vasichkina ES, Erman MV. Personalized approach in the man-
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3806-2023-3-2-77-81.

78 Tom N2 3 ‘ 2 ‘ 2023‘



NEOVNATPNA | PEDIATRICS .II

[lepBrIM 0 IepcoHMPHUIIMPOBAHHOM TIOAXO/IE B Me-
IuuuHe BbicKazancs ['umnmokpar: «lopa3go BakHee
3HaTh, KAKOW YeJIOBEK MMEET 3a00JIeBaHHE, YeM, KaKast
Oose3Hb y uenaoBeka...». [Ipodeccop M. 5. Mypos etiie
B XVIII Beke mmcan: «Kaxmprit 60bHON TT0 pa3InIHIo
CJIOKEHUS CBOETO TpedyeT ocoboro nedeHus. bone3nn
onHa ¥ Ta xe. JleunTs Hamo He O0e3Hb, a OOJIBHOTOY.

Tepmun «personalized medicine» — «mepcoHu-
(ummpoBaHHAs METUIIMHA» BIIEPBBIC BBEJI B OOMXOIT
Jain R. R. B onyOnukoBanHo# B 1998 romy moHorpa-
¢un «Personalized Medicine» [1]. Llexs nepconanu-
3MpPOBAaHHOW MEIMIMHEI, 0 MHEHHIO JaypeaTta HoOe-
JIEBCKOM MPEeMUU: HAUTHU MOAXOASAIIEE JIEUeHUE, B TOM
YHUCIIe W JIEKapCTBa JJIsi KOHKPETHOTO OOJBHOTO, U B
HEKOTOPBIX CIIydasX Jaxe pa3padoTarh CXeMy Jiede-
HUs OOJIBHOT'O B COOTBETCTBUHU C €TI0 TEHOTHUIIOM.

B nauane XXI croneTus Bce OOJBIIMI HHTEPEC
CTaJi BBI3BIBATH TaK Ha3bIBaeMble MaIlMEHT-OPHEH-
THPOBaHHBIC TUATHOCTHKA U JieueHne — personalized
medicine [2, 3].

[IpeumymiecTBaMu  NEepPCOHUDUIIMPOBAHHON Me-
JUIMAHBL I8 TAIllUCHTOB SBISIOTCS: 3()()EKTUBHBIC
U CcHenmu(uYecKkre TepaneBTUYECKHe BO3JIECHCTBHUA,
CHUXKCHHE PUCKa HEXenaTelbHBIX 3(PQeKToB; OTCyT-
CTBUE TOTEPb BPEMEHH H3-3a OIIMOOK BCIEICTBHE
MpUMEHEHHsI HEd(PPEKTUBHBIX JIEKAPCTB; CHUKECHUE
CTOMMOCTH JIEUCHHS; CBOEBPEMEHHOE ITOIKIIOUYEHNE
CXeM peadmInTanuu U NPOMUIAKTHUECKOW MEIUIIH-
Hbl [4]. M. A. IlanpueB noqYepKUBAET, YTO B IEPCOHU-
(UIMPOBaHHON MEAMIIMHE BBIACISIOTCS TPU aCleKTa:
nepcoHnGUIUpPOBaHHAs TTPOPHIIAKTHKA, MTepcoHndH-
IApOBaHHAs JUArHOCTHKA, TEePCOHU(DUIIMPOBAHHOE
nedeHue [5]. J{o0aBIAIOT K ATOMY OLIEHKY pUCKa pas-
BUTHS 3a00JICBaHUs, JACTCKIUIO (paHHEE BBISBICHHE
3a00JIeBaHMsI Ha MOJICKYJISIPHOM YPOBHE), yIpaBlie-
Hue 3a0oneBaHuEeM (aKTUBHBIH MOHUTOPHHT OTBETa
Ha JIeYCHHE W TporpeccupoBaHue 3a0ojieBaHms) [6].
[lo mpencrasnennto Hamburg M., mepconanusupo-
BaHHbIE JIEKApPCTBEHHBIE IIPENapaTsl B KapJUOPEHAIb-
HOIt o0macTu gocturatot 21 % 1 HaxXOASATCS Ha BTOPOM
MecTe, YCTyIasi ToJIbko oHkojiorum [7]. Brook Byers
B «The Personalized Medicine Coalition (PMC)» moa-
yepkuBaeT: «l[lepconanuszupoBanHass MeAUIIMHA —
9TO Halll MIAHC PEBOJIIOIIMOHU3NPOBATH MEAUITUHCKYIO
MTOMOIIIb, HO 3TO OyAeT TpeOOBaTh KOJUIEKTHBHBIX YCH-
JINM HOBAaTOPOB, MPEANPUHUMATENEH, PETYIUPYFOLIHX
OpraHoOB, IJIATEJIBUIMKOB U MOJUTUKOBY [8].

Mexny CcepaedyHO-COCYIUCTOM M MOYEBBIJIEIH-
TEeIFHOW CHCTEMaMH CYIIECTBYET CIIOKHAsi CHCTe-
Ma B3aMMOOTHOIIIEHUNW — KapJAHUOpPEHAJIbHbIA KOH-
tuHyyM. CoueTaHue AWCPYHKIIUU ceplla W IO0YeK
yCcyryOmnser HapyuieHHe (YHKIUU KaXKJIOrO OpraHa,
MOBBIIIAS JIETAJIBHOCTH MPU MOPaKEHUH TOW WU ApPY-
roif cuctem [9, 10]. Bo3melicTBre HeOMaronmpusTHBIX

(hakTOpoB BO BHYTPUYTPOOHOM TIEPHONIE MOXKET CIIO-
cOOCTBOBAThH TOMY, UTO dPPEKTHI MPOrPAMMHPOBAHHUS
IPUBOAAT K JIOCTOBEPHOMY CHIJKCHHMIO 4Hcia Hed-
pPOHOB (OMUTOHE(DPOHUH), PA3THIHBIM H3MEHEHUSIM
B OKCIIPECCHH CEPACYHON (YHKIIMH U [€HOB, MHOTHE
U3 KOTOPBIX COXPAHSIOTCS B JAETCKOM M 3PEJOM BO3-
pacTte ¥ IpOSBIAIOTCS KakK (heHOMEH (PeTaTbHOTO TIPO-
IPaMMHPOBAHUS B CTPYKTYPHBIX M (PyHKIIHOHATIBHBIX
M3MEHEHUSX C KIMHUYECKMMHM MpPU3HAKAaMHU HOpaKe-
HUS TIOYEK U cep/iedHO-cocyaucToi cuctemsl [11-13].
Hanwmame 0coObIX B3aUMOOTHOIIICHUH CEPACTHO-COCY-
JIUCTOW CUCTEMBI U IOYEK MOATBEPKAACTCA 3HAYNMOU
pasHUIel B CMEPTHOCTH IIPU MOPOKaX U B HOMYJISLIUH.
Bo3MOXHOCTH BHYTPUYTPOOHOW TUATHOCTUKH TOPO-
KOB CTaBUT 3aJlaud 0CcO0OT0 MOJIX0Ja K BEACHUIO Ta-
KUX TMMaIUeHTOB, YTO MOXKET 00CCIICUNTh MepCOHUDU-
LUPOBAaHHBIN MTOIXO.

Hamu paspaboTan nepcoHUPHUINPOBAHHBINA TOAXO0
K BEJICHHIO JIeTell C KapAHOpPEHAIbHBIM CHHIPOMOM
(coueTaHHBIC BPOXK/ICHHBIE TIOPOKH CEP/IIA U MOYCK).

IIpenaTanbHasi IMarHOCTHKA

I MUarHOCTUKU BPOXKJICHHBIX MOPOKOB pa3BU-
THSI METOJIOM IPEHATAJIBHOM 3Xorpaduu HeoOXoaruMa
XOpOIII0 OpPraHU30BaHHAsE CUCTEMa CKPUHHUHTOBOIO
oOcremoBanusl OEpeMEHHBIX, B3aUMOJICHCTBUE CIICIIH-
aJIMCTOB Pa3JINYHBIX YPOBHEH 00CIIeIOBaHUSI.

Ipenamanvhas euzyaruzayus, cepoye [14]

OO0crnemoBanue cepiia MPOBOIUTCS ONTHMAJIBHO
Mexay 20 u 22 HelelIsIMU TeCTalliu, XOTS HEKOTOPhIE
aHOMaIIMX MOTYT OBITh BEISIBIIEHBI B KOHIIE | 1 Havae
II TpumecTpoB O6epemenHocTH [15].

Oco0oe Baumanue rpu Y 3U oOpaimiaror Ha:

—  MECTOTOJIOXKEHUE IUIONa M OOIIHe aCIEKTHI
pa3BUTHS;

—  KaMephl peICepIHnii;

—  KaMephl KeIYJI04YKOB;

—  aTPUOBEHTPHUKYJISIPHBIC MEPErOPOJIKH M KJa-
TIAHBI.

IIpenatanbHas koHCyapTanus Ha 18—22 Hexnene re-
CTaIUU:

— JlmarHocTmka moOpoka cepamna (M30IUpPOBAH-
HBIH; CHHJIPOMAaJIbHBIH).

—  IIporHoctuueckne MpeaguKTOPHI:

BepeMeHHOCTh (HEOHOIIEHHOCTD, TIOKAa3aHUS IS
pollopa3pelieHus — CTHUMYJISIHS POJOB HJIH POJIBI
B MIEPUHATAJIEHOM IICHTPE).

[Ipornosupyercs nanst peOeHKa BBDKHBAEMOCTH
(cepaedHbIit NCXOJ), TOCTHATAIIbHAS TEPATTHSI.

Ilpenamanvuas euzyanuzayus, nouxu [17]

Iouku: Buzyanusupytorcs Ha Y3U ¢ 12—15 negenun
recTaIuu.

MoueBoil my3bIpb: BU3yaiausupyercs Ha Y3U ¢ 13—
15 Henenu recranuu.
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Kopruxo-menynnsipHas nuddepeHunpoBka — BU3y-
anmsupyercst Ha Y3U ¢ 20-25 Henenn GepeMEHHOCTH.

20 "Hegenda rectaruu: > 90 % aMHHOTHYECKON KU I-
KOCTH — (peTanbpHast Moya.

VY3U 1 BBISABICHUS BPOXKICHHBIX IIOPOKOB ILIOJA
(BKJTFOUAs TOPOKH 1TO4eK) BO 11 TpuMecTpe 6epeMeHHO-
cTH, Ha 18—22 Henese recTaluy.

[lo MHEHHMIO MHOTHX CIIEIIHAJIUCTOB, IEPBOE CKPH-
HUHI'OBOE HCCJICIOBAHNE CEPALIA U [TOYEK I1JI0AA Lelie-
coobOpasHo mpoBonuTh Ha 10—14 Hexene bepeMeHHOCTH
B YCIOBUSIX TEPPUTOPUATBHBIX JKEHCKHUX KOHCYJIbTa-
uuii, nocnenyromue — Ha 2024 u 30-34 "Henensx.

[Ipu momo3peHNM Ha BPOXKICHHBIE IMOPOKU pas-
BHUTHS CEpIIa W MOYEK dKcrepTHas nuarHoctuka (11
YPOBEHB) JIOJIKHA MPOBOIUTHCS B YCIOBHUSIX NEPHHA-
TaJIbHBIX LIEHTPOB, U MPHU MOATBEPKACHUU HAIUUHUS
MOpOKa IOKa3aHO T'eHETHYeCcKoe oOcienoBaHue s
WCKJTIOYEHH ST XPOMOCOMHOM MATOJIOTHU M CHHPOMOB.

[IpenaranpHast AMarHOCTUKA JACT LIAHC HAa YCIEX
JIEYEHUs, T03BOJISASI OCYIECTBUTH MOATOTOBKY K pO-
JIOpa3pelIeHnIo U paHHEMY HEOHATAJIbHOMY MEepPHOAY,
TeM 0oJiee YTO METO/Ibl BMEIIATEIBCTBA Ha CEP/IIC 110~
CTOSTHHO YCOBEPIIIEHCTBYIOTCS [18].

[IpenaTanpHas koHCyabTanMs Ha 18—22 Hexene re-
CTaluu:

—  JluarsocTuka nopoka rno4ex (0J{HOCTOPOHHUN
WJTW IBYCTOPOHHM; CHHIPOMAIIbHBIH).

—  IlporHocTHueckue NpeauKTOPbI:

BepemeHHOCTD (HEJOHOIIEHHOCTD, MOKA3aHUS IJIS
polopa3pelieHns — CTUMYJSALHS POAOB MU POJBI
B IIEPUHATAIILHOM TICHTPE).

DKCIepT TMPOTHO3UPYET I peOeHKa BBDKHUBAc-
MOCTb (CepIeUHbII UCXO0M), MOCTHATAJIbHAS TePAIIHSL.

[IpoBeaenne npeHaraabHOro KOHCHJIMYMa B COCTa-
BE€: aKylIepP-TUHEKOJIOT, MenuaTp, KapAuoyor/Kapano-
XUPYPT, HePPOJIOT/yPOIIOT, TEHETHK.

Pemenue koHcunuyma:

—  CPOKH M MECTO POAOpA3pEIICHUS;

—  JTamHOCTh OKa3aHMs CHEeNHATN3UPOBAHHON
WU BBICOKOTEXHOJOTHYHONW MEAMITMHCKON TMOMOIIN
C Y4eTOM aHaTOMHUH IIOPOKOB U BEPOSITHBIM PHCKOM
JecTaOHIIN3aLNH.

HepconudunupoBanHoe NOCTHATAIbHOE
Ha0/II0/leHHe U JleueHne pedeHKa
¢ KapANOpeHAJbLHBIM CHHAPOMOM (COUeTaHHbIE
BPOXK/IeHHbIE MOPOKHU CEPALA U NMOYEK)

Ioman:

—  OcTpelil afanTanMOHHBIA TEPHOA HOBOPO-
JKJIEHHOI'0, OLIEHKa I'€eMOAWHAMHYECKOH CTaOHJIbHO-
CTH, TA0OPATOPHBIX U MHCTPYMEHTAIBHBIX KPUTEPUEB
HapylIeHus QYHKIUU TIOYEK U Cep/a.

—  Menuko-reHeTU4ECKOEe  KOHCYJIBTHPOBAHUE
C TIPOBEICHUEM T€HETUUECKOTO 00CIeI0BAHUS.

II. NEAVNATPUA | PEDIATRICS

—  Kapanonor: DxoKI, OKI, KT rpyaHoit knet-
ku; Bepu¢ukanus BIIC; mpornos. KoncynsratusHoe
3aKIIOYCHHUE KapauoJiora ¢ OMpeeieHHneM CpPOKOB
OTIEPaTHUBHOTO JICYCHHUSI.

—  Hedponor/yponor.

V3U, KT, MPT, peHtreHoyponoruieckoe 00-
CIIeZIOBaHUE.

KoncynpratnBHOE 3aKiIfoueHNe HEPpoIora/ypoio-
ra ¢ OInpeesieHHEM CPOKOB OIEPaTHBHOTO JICUCHHU .

1l sman:

OTneseHye MaToI0r i HOBOPOXKICHHBIX U HEJIOHO-
ICHHBIX JIETEH.

JleTckoe KapIuoXupypruveckoe OTAeICHHE.

OTnenenue naToJorui HOBOPOKAEHHBIX U HEIOHO-
IIEHHBIX JIETEH.

[Tenuarpuyeckoe oTaeIICHHE.

11 sman:

[epconudunupoBanHoe
B TIOJIMKJIMHHKE.

Y4acTKoOBBIN nienuaTp:

—  pOCT, HHJIEKC MacCHhI Tela;

- AL

—  aHanu3 Mo4H (IPOTEUHYPHs, MUKPOATbOyMH-
Hypus);

—  KpEaTWHHH CBIBOPOTKH B 4—5 JIeT.

[Ipu croiikom AJI Bbllie 95 mepuUeHTHIS, MUKPO-
anbOyMUHYPUU/TIPOTEUHYPHH, BBICOKOM  CBIBOPO-
TOYHOM KpeaTHHWHE, OTPULATEIbHON TUHAMHKE MPH
V3U nouek HampapiieHUe K He(poiory.

Kapnuomor/kapmuoxupypr: gedeHue, o0ciaeI0Banume,
peadumTanys, CPOKH STAIOB OTIEPATUBHOTO JICICHUSL.

Hedponor/yposnor: neuenue, obcienoBaHue, pea-
OunuTaNMs, CPOKU OTIEPATUBHOTO JICUCHHMSI.

Hesposor: nedenue, o6cnenoBanme, peaduanTanys.

CriennanucThl: JedeHue, o0cIeI0BaHme, peadrIn-
Talusl.

I'eneTnyeckoe HaOIIOICHHE CEMBHU.

[Mporpamma peaOHIUTAINK, BKIIOYEHHE B TIPO-
rpamMmy oOecredeHns] MeIUKaMEHTaMU.

HaOmtoneHne peOeHKa

3AKJIIOHEHUE

[lepcornpuUIIUPOBAaHHBIA TOAXOA K BEICHUIO Je-
Tel C COYETAaHHBIMHU MOPOKAMH Cepilla W TOoYeK I10-
3BOJISIET paHbIllE TUIIUPOBATH BPOXKICHHBIE TOPOKH
Pa3BUTHUS U HAYMHATH XUPYPIHUYECKYIO KOPPEKIIUIO;
OCYIICCTBJIATh KBAIH(DUIIMPOBAHHOE KapUOJIOrHYe-
cKkoe n HedpoJIoTHUecKoe HAOIIOACHUE W TTPOBOIUTH
KapIMOIPOTEKIHIO U HepompoTeKnuio. Bee st me-
pPONpUSITHSL CHIOCOOCTBYIOT Oojiee OJIaronpusiTHOMY
TEYCHHIO 3a00seBaHUs (YMEHBIICHHE MPOrPEecCUpo-
BaHUS CEpPAEYHOM HEAOCTATOUHOCTH W XPOHUUYECKOU
0OJIE3HM TTOYEK) M CYMICCTBEHHOMY CHHIKCHHIO MJIa-
JIEHYECKOM CMEPTHOCTH.
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PE3IOME

[Ipo6nema nutanust BO BpeMss OEpEMEHHOCTH akTyallbHa BO BCEM MHpeE. A aKTyajbHa OHa
u3-3a [100anu3anny, KoTopas npuBHecna Gact-Qyn, ClnagocTH W HENpPaBWIBHOE MHTaHHE.
B PE3YIBLTATE TAKOTO MHUTAHUSA T'OJIOA YTOJSACTCS, a HACBIIICHUS OpraHu3sMa HGO6XOILI/IMI)IMI/I
HYTPUCHTaAMMU HC IPOUCXOIUT, HET HUKAKOH ITOJIL3BI. B MTOTE KOIMMYECTBO NpUEMOB MU
U UX 00bEMbl YBEJINYMBAIOTCS, YTO IPUBOIUT K IOPOYHOMY Kpyry. Mama HaOupaer B Bece,
a MJIOZ CTpajaet eie OoJble: MOodydas CUTHAJI O HEAOCTATOYHOM IOCTYIUICHHU IHUTATElb-
HBIX BEIIECTB, OH aKTHUBUPYET I'EHBI 3allacaHusl 3TUX HYTPUEHTOB U CTPaJaeT OKUPEHHUEM
nocne poxaeHus. [loatomy, HauMHAast ¢ paHHUX CPOKOB OEPEMEHHOCTH, HEOOXOIUMO TPOBO-
JUThb OLEHKY IHIIEBOIO IOBEIECHHs OEpEeMEHHOH 1 1aBaTh PEKOMEHALNH 110 €r0 KOPPEKIHH.
Heo6x0auMocCTh U BaXXHOCTh HYTPUTUBHOM MOJAEPKKU T€CTallUH, aJCKBaTHOM MOATOTOBKU
K OEpEMEHHOCTH HEOCIOPHMA.

KuroueBsble cioBa: Oepemennocmy, Oehuyum HYMpUenmos, HympumueHlii cmamyc oepe-
MEHHbIX, HYMPUMUBHAsL dINULEHEeMUKA, 00pa3 HCUSHU CeMbl, NUmManue, gemanvbHoe npoepam-
MUpogauue.

s yumuposanusi: Hosuxosa H.IO., [{ubusosa B.U., I[lepeynuna T.M., Manywxo A.B. Hy-
mpuyuonozus u 0opa3s HusnHu npu bepemenrocmu. Poccutickul s#cypHal nepcoHanusuposan-
Hotl meouyunwl. 2023;3(2):82-92. DOI: 10.18705/2782-3806-2023-3-2-82-92.
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ABSTRACT

The problem of nutrition during pregnancy is relevant all over the world because of globaliza-
tion. Globalization has brought fast food, sweets and improper nutrition. As a result of such
nutrition, hunger is quenched, and saturation of the body with the necessary nutrients does not
occur. As a result, the number of meals and their volumes increase, which leads to a vicious
circle. Mom gains weight, and the fetus suffers even more: receiving a signal about insuffi-
cient intake of nutrients, it activates the genes for storing these nutrients and becomes obese
after birth. Therefore, starting from the early stages of pregnancy, it is necessary to evaluate
the eating behavior of a pregnant woman and make recommendations for its correction. The
necessity and importance of nutritional support for gestation, adequate preparation for preg-
nancy is undeniable.

Key words: family lifestyle, fetal programming, nutrition, nutritional deficiency, nutritional
epigenetics, nutritional status of pregnant women, pregnancy.
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Cnucok coxpamenuii: AOK — aktuBHbBIE (pOpMBI
kucnopona, JJHK — nezokcupubonykienHoBast Kuc-
nota, XKJIA — xene3oneduiiutHas anemus, UMT —
uHIeke Mmacchl Tena, HAK — wHecneumnduueckumii
s3BeHHBIN koyuT, ITHXXKK — monwHeHachIIICHHEBIC
x)upHble KucnoTel, ®ITH — ¢eTornmanenrapHas Hemo-
cratouyHocTh, DHA — noko3arekcaeHoBasi KHCIIOTa,
EPA — »iiko3anentaenoBas kuciaora, TLR — Toll-
MMOTOOHBIE PEIETITOPHI.

BBEAEHUE

BaxHOCTH Opranu3aniy NUTaHUsI KEHIITUH BO Bpe-
MsI OEpEeMEHHOCTH W JIAaKTAaI[i{ HE BBI3BIBAET COMHE-
HUW U JIOKa3aHa MHOTOYMCIIEHHBIMU KIUHUYECKUMHU
uccienoBanusamu [1, 3]. IlumeBoe moBeneHue KeH-
LIMHBI BO BpeMs OEpPEeMEHHOCTH OKAa3bIBACT 3HAUUMOC
BJIMSTHUE HA aKYIIEPCKHUE W TCPUHATATHHBIC HCXOIBI.
Hapymienre koim4ecTBEHHOTO W Ka4eCTBEHHOTO CO-
CTaBa MHUTAHUS aCCOIMMPOBAHO C IOBBIMICHHBIM PH-
CKOM OCJIO)KHEHUH TeCTallMH, BKIIFOUAIOIIUX I'pyOble
CTPYKTYpHBIE BpoxaeHHbIe aedekTol, KA, Tokcu-
KO3bI, HapylIeHHe COCYIHCTOTO TOHYyca (apTepHab-
Has TUIEPTOHHS WU TUNOTOHUS), HEBBIHAIIMBAHHE
OepeMEHHOCTH, BHYTPUYTPOOHASI THIIOKCHS U THIIO-
Tpodus 110/1a, HEIOHOMIEHHOCTD, MPEIKIAMIICHS, TPH
KOTOPBIX PUCK MPEKICBPEMEHHBIX POMIOB COCTABIISET
65,6 % [2, 3, 7]. OTH OCIO)KHEHUS BO3HHUKAIOT M3-3a
Ype3MEPHOro MOTPeOICHUS TTPOAYKTOB, OOTaThIX XKH-
paMu ¥ IPOCTBHIMU YTJICBOJAMU U MAJIOTO KOJTUYECTBA
OBoIIIeH U (PPYKTOB C HEOCTATOUHON BUTAMUHHO-MH-
HepalmbHOW mommepkkoil. Cpenun 6epeMeHHBIX cdhop-
MHPOBAHO HENPABHJIBHOE OTHOIICHUE K MUTAHUIO BO
BpeMsi OepeMeHHOCTH | JiakTanuu. [loaromy HeoOXxo-
JIMMO TIPOBOAUTH PabOTy, HAMIPABJICHHYIO HAa OCO3HA-
HHE UMH HEOOXOIUMOCTH MPABIIFHOTO TUTaHUS [1].

KJIIOYEBbIE KOMMOHEHTbI 3[LlOPOBOW
OVIETbI

[ns Toro 4To0b OEPEMEHHOCTh MPOTEKANa CII0-
KOWHO, ¢ MaKCHMaJIbHOM MHHHMH3AINCH OCJIOKHE-
HUM, HY’)KHO HIMeTh uHIeKC Macchl Tena (MMT) B npe-
JenaX HOpMallbHBIX 3HaYeHUH, HAOpaHHBIH BO BpeMsI
OepEeMEHHOCTH BEC HE JIOJKEH MPEBBIIIATH TOPOTOBBIX
Jutst ucxoguoro MMT 3nHaueHuii; He0OXOIMMO MOJTHOE
WCKITFOUSHHE aJIKOTOJIs, Tabaka, TOKCHHOB M YIIOTpe-
OJICHUE COOTBETCTBYIOIIMX HYTPHEHTOB.

3ATPATbl BO BPEMA BEPEMEHHOCTU

Bo Bpemsi GepemeHHOCTH ypOBeHb MeTaboIu3Ma
y matepu yBenumuuBaercs Ha 15-20 %, sHeprozaTpa-
o1 — Ha 17-20 %, 00beM kpoBu — Ha 50 %, noTpeo-

II. SMUrEHETUKA | EPIGENETICS

HOCTh B kenese, (onatax yBennuuBaeTcst Ha 50 %,
rone — Ha 47 %, Buramune B6 — na 46 %, nus-
ke — Ha 38 % u Butamune Bl — na 27 %. IIpu stom
KOJIMYECTBO T'€MOTJIO0OMHA, aTbOYMHHOB W JIPYTHX
0enKOBBIX (PaKIMi U BOJOPACTBOPUMBIX BUTAMUHOB
YMEHBLIAETCs, & KOJIMYECTBO YKUPOPACTBOPUMBIX BHU-
TaMUHOB, TPHTJIMIIEPUJIOB, XOJIECTEPUHA U CBOOOTHBIX
JKAPHBIX KACJIOT YBEIITMUUBACTCS.

PaccMorpuM HyTpuUTHBHBIE (DAKTOPBI pHUCKa BO
BpeMsi OEPEeMEHHOCTH U I'PYIIIbl, KOMY HYKHa JOIOJI-
HUTEJIbHAS! HY TPUTHBHAS TIOJICPIKKA!

—  3HAYMTENBHOE yBEIMYCHHE MAcChl Teia Jio Oe-
PEMEHHOCTH;

—  u30BITOYHBIN HaOOp Beca BO BpeMsi OepeMeH-
HOCTH;

—  (¢usnonornyeckue, ColraibHbIe, KyJIbTYPHEIC,
PENUTHO3HBIE NN YKOHOMHYECKHE (DaKTOPHI, OTpaHU-
YUBAOIIME a/ICKBATHOE TUTAHUE;

— maroyiorusi 0EpeMEHHOCTH B aHAMHE3e, BKIIIO-
yaromas pokJieHHe HEJIOHOIICHHOTO MJI0Aa U MaToJ0-
TUs HACTOAIIEH OepEeMEHHOCTH;

—  MoIoabie OepeMeHHBIE;

— XpoHHYecKHe 3a0oieBaHUs (CaxapHbIM Iua-
0eT, (eHUIKETOHYpHUs, TUIOTHPEO3, THIEPTHPEO3,
0OJIe3HN KPOBH);

—  MHOTOIUIOHAS O€PEeMEHHOCTD;

— nabopaTopHbIe TIOKa3aTeln BHE pedepeHCHBIX
3HAYEHUH (HU3KUH reMOrjaoOnH, TIIIOKO3YpHUs, THIIOT-
JINKEeMHUs, allbOYMUHYPHU S, KETOHYPHS);

—  paccTpoiicTBa MUIIEBOIO MOBEICHUS;

—  THIIEBBIC AJUIEPTUH U HETIEPEHOCUMOCTH;

—  HEJOCTaTOYHBIN OTIBIX, XPOHUUECKUH CTpecc.

SAMUreHETUKA

OnureHeTn4ecKue MPOLIECCHI HAYNHAIOTCS
JI0 pOKJEHUS, TPOAOIKAIOTCS B TEUEHNE BCEH KU3HH
U BIIMSIIOT HA B3POCIIBIIA OPraHU3M.

PaszButHe 1 (QyHKIIMOHMPOBAHKE OpraHU3Ma 3aBH-
CSIT HE TOJIBKO OT MH(OpMAaLnK, HACIEAYEMOH reHeTH-
YEeCKH, HO U OT 3MUreHeTudeckux (akropos. 1o rumo-
tese bapkepa /1. (2002 1.), B mepuo BHyTPHYTPOOHOTO
pa3BUTHSL TPOUCXOAMT MPOrPaMMHUpPOBAHHE IJIOAA
Ha JIUTCHETHYECKOM YPOBHE, aKTHMBUPYIOTCS CIELH-
(buueckre reHbl 1 FTeHOMHBIE [Ty TH, KOTOPbIE KOHTPOJIH-
PYIOT €70 pa3BUTHE U MPEAPACIIOIOKEHHOCTD K 3a001e-
BaHUSIM B OyAyIieM. DTH STIUTEHETHYECCKIE MEXaHU3MBI
peanu3yloTcs 3a c4eT MPSIMOTO BO3JIEHCTBHSA Ha KOJH-
YEeCTBO KJIETOK, U3MEHEHUsI ()YHKIIMH CTBOJIOBBIX KJIE-
TOK U U3MEHEHHUS PETYJSTOPHBIX TOPMOHAIBHBIX OCEH:
THIIOTaIaMO-THIIO(QHU3apHO-HAATIOYEYHUKOBOM U OCH
MHCYJIMHOMOI00HOTO (hakTopa pocTa [3, 5, 12].

OnuH W3 KIFOYEBHIX IMUTCHETHUYECKUX (PaKTOPOB,
BIUSIOUINX HAa Pa3BUTHE IJIOJA — XapaKTep MUTAHUS
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JKEHIIIMHBI BO BpeMs OepEeMEHHOCTH U JakTanuu. [1u-
TaHHE ONPEJIENSAET CKOPOCTh POCTA, HAKOIUUIEHHU S KUPA
B opranmsme, paboTy (EepMEHTHBIX CUCTEM U MeTa-
6oxm3M B 1enoM. llporpammupyercs puck pasBUTHS
OKHPEHUSI, XPOHIMYECKOTO BOCIIAJICHHS, CEPACIHO-CO-
CYJIUCTBIX 3a00JICBaHHI U CaXxapHOTO JradeTa BTOPO-
ro Tumna, HenH(QEKUHOHHBIX 3aboneBanuii. Hapyiue-
HHE€ HYTPUTHBHOTO CTaTyca U CTPECC MOTYT BIHATH
Ha TOPMOHAJIBHBIM OOMEH MaTepH M IJIoJa: Ha 0OMEH
TIIFOKOKOPTHKOW/IOB, KATEXOJIAMIHOB, HHCYJINHA, TOP-
MoOHa pocTa. B ocHOBe MeTabonnyeckoro nporpaMMu-
pOBaHUS Jie’KaT HECKOJIBKO MEXaHU3MOB, HAHOOJbIIIEe
3HAUEHHUE M3 KOTOpPbIX MMeeT meruianpoBanue JJHK
13-3a TIPSIMOMN CBS3M C MUIIEBBIM paliioHoM. [TuTtanue
Ha J1000M CTaANM OHTOTeHE3a MOXKET BIUSTH HAa pa3-
BUTHE 3a00JICBaHUHM MyTEM M3MEHEHUsS SKCIPECCHH
reHoB (0e3 MOBpEXJIEHHUSI caMoll TEHHOH Iocie0Ba-
TEIBHOCTH) C KPAaTKOCPOYHBIMH HWIIN OTJAJICHHBIMH
MTOCIIEICTBHUAMHU JIJ1s1 opraHu3ma. [loBpexeHus B 31H-
FeHETUYECKOM PETyISIIMH TeHOB MOTYT TNPHUBOAMUTD
K TTyOOKUM M3MEHEHHSIM B (DEHOTHIIE.

W3BecTHO, 9TO At pa3BUTHS U 3710POBbS peOeHKa
0co00 BakHA TiepBas ThICAYA qHEH (OT 3adaTus A0 2
JIET).

MuKpoHyTpUEHTHBIH Ae)UIUT B MUTaHUU Oepe-
MEHHOHM CHOCOOCH W3MEHHTHh BHYTPUYTPOOHOE pas-
BHTHE TJI0Aa U ero metabonm3m. KommdectBo mute-
BBIX BEIECTB, MOCTYIMAIIUX K IOy, OTpa)kaeT MX
3amacel B OpraHu3Me MaTepH, KadeCTBEHHBIE M KOJIU-
YeCTBEHHBIC CTOPOHBI ee nuTanus [11]. Jebunur ma-
KpO- U MHUKPODJIEMEHTOB Y MaTepH BO BpeMs recTa-
AW CKa3bIBaeTCS Ha (eTaTbHOM MPOrPAMMHUPOBAHUH
Y UTpaeT BaXHYIO POJIb B UMILTAHTAIUUA U Mopdore-
Hese, HellporeHese u (OPMHUPOBAHUH CEPACYHO-COCY-
JUCTOW CHCTEMBI I1JI0Ja, BIMSIET Ha MPOILECCHl CTape-
HUS opranusma [5, 12].

BUAbI QUET

Cy1miecTByeT HECKOJIBKO BHIOB TUET.

CpenuzeMHOMOpPCKas CYUTACTCS CaMOM TOJIC3HOM.
Jist Hee XxapakTepHO OO0JIbIIOE MOTPEOICHUE OBOLIEH,
PaCTHTENBHON NHUINM W PACTHTEIBHBIX Macel, 4TO
CHHUKAeT PUCK MPE3KJIAMIICHH, aHOMAJIMK pOCTa TI0/1a
U TIPEXKJICBPEMEHHBIX POJIOB.

3amajgHasi e, HaIPOTUB, CYUTACTCS] BPEIHON BBU-
Iy BBICOKOTO TIOTpeOneHuss oOpaboTaHHOTO Msica,
CIIAJIKUX HAIUTKOB M COJIEHBIX 3aKyCOK, YTO MOBBIIIA-
€T PUCK BBIIIEYKAa3aHHBIX OCIIOXKHEHHH.

Cy1mecTByeT CBs3b MEXJY BBICOKUM COAEP)KaHU-
€M JKUPOB B MUTAaHUHM MaTepu M U30BITOUHBIM BECOM
pebenka npu pokaeHuu [4], a caMbIMH 4acTBIMHU OC-
JOKHEHUSIMA OEpEeMEHHOCTH MpPH TaKOM MUTaHUH
OKa3aJINCh yrpo3a MpepeiBaHUs 0EpEeMEHHOCTH, PaH-

HUH TOKCHKO3 OEpeMEHHBIX, KPOBOTCUCHHS B MIEPBOM
¥ BTOPOI MOJIOBUHE OEpeMEHHOCTH, aHEeMHUS OepeMeH-
Hberx, OITH, mpeskmammcus, majgoBoaue [3, 13].
PanoH HEKOTOPBIX ATHUYECKUX U KYJIBTYPHBIX
rpynn (HampuMep, CTpOTHE BereTapuaHCKue WM Be-
TaHCKWE JHEThl) WIM COOOIIECTB C OrpaHUYCHHBIM
JIOCTYTIOM K HEJIOPOTHUM MPOAYKTaM MUTAHUS KUBOT-
HOT'O TPOUCXOKACHUSI MOKET IPUBOAUTH K JeULHUTY
MUTATENbHBIX MHUKPOAJIEMEHTOB M HEOIaronpusiTHIM
ucxogam OepemenHoctu [7, 8]. Bererapuanckas aue-
Ta MOYKET NMPUBECTH K AePUIMTY BUTaMuHa B12 u xe-
je3a, a TaKkKe K POKACHUIO MAJOBECHBIX MIIAJCHLIEB,
YBEJIMUEHHUIO BEca BO BpeMsi OEpEeMEHHOCTH, TecTalu-
OHHOMY JMa0eTy, THIIEPTCH3UBHBIM PACCTPONUCTBAM BO
BpeMsi OepeMeHHOCTH U aHeMud [ 14]. Beranckast nue-
Ta — npuunHa aedurura DHA, muaka u sxemnesa u, Kak
CJICAICTBUE, PUCKA [IPEIKIAMIICUN 1 HAPYLICHUS pa3BU-
THS TOJIOBHOTO Mo3ra. OgHako 100aBiIeHHE B PallMOH
HEJIOCTAIONINX HYTPUEHTOB OOECIIEUMBACT XOPOLIUH
MUTaTEIbHBIN cTaTyc BO BpeMs OepemeHHocTH [15].
OneHka ypoBHSI NUTAaHUS M YPOBHS TUIIOBUTA-
MHHO30B 0053aT€JIbHO JOJDKHBI OBITH YacThiO cOOpa
aHaMHe3a U 00ceJOBaHus IIPU Ka)JI0M OOBIYHOM I10-
CeIIeHNH Bpadya HauyMHas C MOAPOCTKOBOIO BO3pacTa
Y Ha MIPOTSHKEHUHU BCEH penpoAyKTUBHOM KU3HH [7].

OAVETUYECKNA NOAXOA,

HekoTopble TOTpeOHOCTH B MHUTAaHUU BO BpEMs
OepeMEeHHOCTH CIIOHO YAOBJICTBOPUTH JHUIIb C TIO-
MOIIBIO THETHI. B TakoMm cirydae He0OX0IUMO yIoTpe-
OJieHUe MUIIEBBIX 100aBOK [15].

IIpu cocTtaBneHHM palMOHA CIEIyeT Y4YHUTHIBAaTh
KJIMMAaTHYECKUE YCIOBHUS TPOXKUBAHUS SKEHIIMHBI,
0COOCHHOCTH OOMEHa BEIIECTB Y KOPEHHBIX J>KUTE-
neil. B panmoHe yBenmWuuBaeTCs COIEpKaHUE KUpa
(3840 % Bcell KaNOPUWHOCTH, NPEATOYTUTEIBHBI
HEHACHIIIIEHHBIE KHUPBI) IPU OTMHAKOBOM COJEPKAaHUU
0eNKOB ¥ yTIeBoA0B. Pexxum nmutanus ApoOHBIHA, 5—6
pa3 B JIeHb, HEOOIBIIUMH TOPITUSMH C YUETOM Tepe-
HOCHMOCTH NMPOJYKTOB TUTAHUS.

[TosmHonIeHHOE TIUTaHWE OyAyIled MaMbl ompee-
JSETCA CIENYIONMMHU TIOKa3aTeJsIMU: JOCTaTOYHAS
SHepreTudecKkas IMEeHHOCTh IHIH; cOaJaHCHPOBaH-
HOCTh paIlMoHa MO OellkaM, YIIIeBoJaM, Kkupam; obe-
CIICYCHHOCTh BUTAMHUHAMH, MUHEPAJIbHBIMU BeIle-
CTBaMU U APYTUMH MUKPOHYTPUCHTAMH.

Crout m3berarb OCTPHIX MPUIPAB U MPSHOCTEH,
OHHM MOTYT NPUJABATh NPUBKYC MONOKY [9]. [Ins npo-
nykauu 600-900 M1 MoJIoOKa B CyTKHU >KEHIIMHE He-
00XOJIMMO TOJIYYUTh JOMOJHUTEIBHO 0K010 500 KKa
1 JONOJHHUTEIBHO okoio 1 000 Mt skuakocTH [7, 9].

Bo Bpemst 6epeMeHHOCTH palFoOH MUTaHUS MaTepu
JIOJKeH 00ecredrnBaTh JIOCTATOYHBIN 3arac dHEePTrHH
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IUIS. yIIOBJIETBOPEHHS €€ OOBIYHBIX TOTPEOHOCTENH,
a TaKk)kKe MOTPEOHOCTEH PacTyIero mioaa: AJisk CHHTE-
3a HOBBIX TKaHeH (TJ10/1a, TTAIICHTH 1 aMHUOTHYECKOU
KUJKOCTH) U POCTa CYIIECTBYIOUIUX TKaHEH (MaTKH,
MOJIOTHOM JKeJIe3bl M )KUPOBOM TKaH! MaTepw). [loTpe-
onenue sHepruu konedmercs ot 7 710 mo 9 260 x/Ix/
cyT. CHM)XEHHE KaJOpUMHOCTH HE PEKOMEHIyeTcHd,
W CyTOYHas HOpMa KaJIOpuid moaoupaercs WHIUBUIY-
anpHO Ha ocHOBe IMT 10 GepeMEeHHOCTH U IIEJIEBBIX
roKa3aresiel yBeIIMueHHUs Beca BO BpeMsi OepeMeHHO-
cru [15], a umenno: npu UMT < 18,5 kr/m* — 12,518
kT, ipu UMT 18,5-24,9 kr/m>— 11,5-16 kr; mpu UMT
25-29,9 xr/m? — 7-11,5 kr; mpu UMT > 30 kr/m? —
5-9 xr [13].

Cpenu HaceneHHs, CTPAJAOINIETO OT HEJOCHaHMs,
peKoMeHyeTcss  cOalaHCHpOBaHHOE NOTpebieHue
SHEpPruu W Oenka ISl MPENOTBPALICHUS DPOXKICHHUS
HE/IOHOIIEHHBIX JIeTeH, MPEeXJEBPEMEHHBIX pPOJOB
1 MEpPTBOpOXKIeHUH [15].

Bo Bpemsi OepeMeHHOCTH TOTpeOJIeHHUE SHEPTrUuu
BO3pacTaeT MPUMEPHO Ha 85 KKaj B JAeHb B | Tpume-
ctpe, 285 kkan B aeHb Bo Il Tpumectpe u 475 kkan
B nenb B 111 tpumectpe. B Il TpumecTpe ypoBeHs Gu-
3WYECKOW aKTHBHOCTH OOBIYHO CHHUKAETCS, MODTOMY
noTpebIeHre MULIN He JOJDKHO YBEMIUBaThCs Ooree
yeM Ha 10 % 10 cpaBHEHHIO C MOTPEOHOCTSIMU 110 Oe-
pemennoctu [10]. Xots Bo II m III TpumecTpax Gepe-
MEHHOCTH TTUIIEBHIE JSPHUITUTHI HE TPUBOISAT K SBHBIM
AHOMAIIMSIM BHYTPHYTPOOHOTO Pa3BUTHUSI, MOKET Ha-
pymatbcs (GOpMHpPOBaAHUE CTPYKTYPbl U (DYyHKIIMH
OpPraHOB M CHCTEM (CEpICUYHO-COCYAUCTON, HEPBHOM,
SHAOKPUHHOW, MHIIEBAPUTEIBHON), YTO CIIOCOOHO
BBI3BATh PA3JIMYHBIE TATOJOTHH: CHUHIIPOM 3aJCPKKH
pocTa 1mIoja, THHOKCHH, THIOTPOGHUH Y POAUBIIEIOCS
pebenka [7].

Kenmunam ¢ HEIOCTAaTOYHBIM BECOM MOXKET
HE XBaTaTh psA/la BAKHBIX MUKPOHYTPHEHTOB, TOPTOMY
WX paIioH CIeyeT TIIATeIhHO OIEHUBATh U TIPH He-
00XOAMMOCTH AOTMOJIHATH. JKEHIIUHBI ¢ U30BITOYHBIM
BECOM WJIM OXHPEHHEM MOTYT MMETh HEIOJIHOIEH-
HBIM pallMOH C BBICOKOM SHEPreTUYECKOM 1IEHHOCTHIO,
HO HU3KUM COJIEP>KaHUEM MUKPOHYTPUEHTOB [§].

Cpenu GepeMeHHBIX 4YacTO HaOMI0AAI0TCsl Hapy1e-
HUE YTJIEBOJHOrO oOMeHa, kene3oqeuuuTHAs aHe-
mus (6onee 30 % OepeMeHHBIX), TePUITUT MUKPOHY-
TPUEHTOB, B OTAEITBHBIX PETHOHAX OTMEUYEHO BBICOKOE
coJiepXKaHue HACBIIICHHBIX JKUPHBIX KUCIOT U HEHO-
CTAaTOYHOE NOTPEOICHUE MOIHOIIEHHOTo Oenka [11].

Bbenok urpaer kak cTpyKTypHYyI0 (KepaTHH, KoJjia-
r'eH), Tak 1 (QyHKIIHOHATBHYIO (()epMEHTHI, TPAHCTIOPT
Oenka, TOpMOHBI) poiau. OCHOBHBIMH HCTOYHHKAMHU
OeJKa SBJIAIOTCSA pacTHTEIbHbIE IPONYKTHI (0000BbIE,
3JIaKH U OPEXH) U MPOAYKTHI KUBOTHOTO MPOUCXOXK-
JeHus (MSICO M MOJIOYHBIE TIPOAYKTHI). YPOBEHB OciTKa
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JIOJKSH HaXOJUTHCS B Tipenenax 25 % ot oOiel sHep-
ruu [15]. PanvoH ¢ HU3KUM cojiepkaHreM Oeska CBS-
3aH C OBBIILICHUEM PUCKA BOSHUKHOBEHHS HAPYILIEHHUS
TOJIEPAHTHOCTH K TJIIOKO3€ M AUCHYHKLHUH B-KIETOK
MOJKENTYIOYHON JKeJIe3bl, THIEPUHCYIMHEMHUH, WH-
CYJIMHOPE3UCTEHTHOCTH, TUIIEPTEH3UN 1 KOCTHOM Ma-
TOJIOTHH B 3pEJIOM Bo3pacTe y pebenka. benkosas He-
JOCTaTOYHOCTD SBJISIETCS NPUUYUHON (OPMHUPOBAHHUS
y 1ofia MeTaboIN4ecKoro (peHoTHIIa ¢ MPU3HAKAMHU
KapaIuoMeTa0OJIMYEeCKUX 3a00€BaHNN, BKIIOYAIOIIUX
TUTIEPTEH3UI0, U30BITOYHYIO MacCy Teja, HapyIlIeHHe
TOJIEPAHTHOCTH K IJIIOKO3€, AUCIUIMIEMHUIO U COCY-
nucTyto quchyHknuio [12]. B pannonax 6epeMeHHbIX
YIENbHBIM BEC MSICONMPOAYKTOB IMpPEACTaBIeH Kobac-
HBIMHU M3JIENUSIMU, MSCHBIMM KOITYEHOCTSIMH U KOH-
cepBamu. Takyke OTMEYEHO HEOCTATOYHOE MoTpediie-
HHUE MOJIOKA U KHCJIOMOJIOUHBIX IIPOAYKTOB M PEIKOE
notrpebienne priObl. [lo MHEHHIO OepeMeHHBIX, pblda
1 OJT10/1a U3 Hee BBI3BIBAIOT OTBpalleHue B | TpumecTpe
[3]. Ho ynotpeGiieHue pbiObl BO BpeMst OEpEeMEHHOCTH
3alUIIAET OT aTOIHH, B TO BPEMS KaK AMETa C BHICO-
KMM COZIEpP’)KaHHEM MsICa CIIOCOOCTBYET HOBBILICHUIO
apTepUabHOIO JIABJIEHUS y B3POCIBIX U THIEpCEKpe-
nuu koptuzona [10].

Henocratok 6enka mpUBOAUT K POXKACHUIO HENO-
HOIIGHHBIX J€TeH, yMEHBUICHNIO MacChl cepala, yBe-
JMYEHUIO YaCTOTHI CEPACUHBIX COKpAIICHUH U MOBBI-
IIEHUIO CUCTOJIMYECKOIO apTepHalibHOTO AABJIEHUS.
JKuBoTHEIN 0e0K 00jiee BBEICOKOI'O KAdecTBa, YEM
PacTUTEIbHBIN, IO3TOMY MACO JIOJKHO ObITH OCHOB-
HBIM UCTOYHUKOM O€JKa, HO CMEIMBAaHUE Pa3IUYHbIX
BUJIOB OBOIIEH 3HAUMTEIBHO MOBBIIIAET Ka4eCTBO pac-
THTENbHOTO Oeka [13].

HezameHnumple KUpHBIE KUCIOTHI BKJIIOYAIOT JH-
HOJIEBY10, ab(a-INHOJIEBYIO KUCIOTH U UX JJIMHHO-
LENOYeYHbIC TTPOU3BOAHBIC: apaXHIOHOBYIO KHCIIOTY
(AA), siiko3anienTaeHoByto kucioty (EPA) u mokosa-
rekcaeHoByIo kucioty (DHA). [IumeBsie HCTOUHUKH
BKJTIOYAIOT JKUPHYIO PBIOY (CKYMOPH S HITH JIOCOCH), J0-
0aBKH C PBHIOBUM KHPOM (B OCHOBHOM omera-3). DHA
BIMSIET HA pa3BUTHE MO3ra M ceTdyaTku miona, EPA
MOKET CHUXaTh CHHTE3 TpoMOOokcaHa A2 U3 apaxu-
JIOHOBOW KHCJIOTBI, IIOTEHIIMATIBLHO CHUIKAsI PUCK TIpe-
skmamrmicuu [15]. Omera-3 I[THXK axkxymymupyrores
B IICHTpaJbHOU HEPBHOM cucteme mioga ¢ 30-ii Hene-
JM BHYTPUYTPOOHOTO pa3BUTHUS 10 3-T0 MecsLa KHU3-
HU HOBOPOXKJICHHOTO U OKAa3bIBAIOT BIUSHHE Ha QOp-
MHPOBaHME IOJIOBHOI'O MO3ra, opraHos 3peHus. DHA
cocraisieT 50 % Bcex KUPHBIX KUCIOT B MeMOpaHax
Hapy»KHOTO CETMEHTa Majo4eK CETYaTKH, YTO Ba)KHO
JU1s1 POTOXMMUYECKOW aKTHBHOCTH 3PUTEIBHOTO TTHT-
MEHTa TMaJioYeK pPOJOICHHA, a TaK)Ke BJIMSIET HA YM-
cTBeHHOE pasBuTHe aeteit. ledunur DHA Hapymaet
9KCIIPECCHIO TEHOB, OTBETCTBEHHBIX 38 CHHTE3 OCJIKOB,
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yuacTByromux B cuHantoreHeze [l1]. Konunenrpa-
uus DHA B ceIBOpoTKe KpOBH MaTepH Oblia CBsi3aHa
C Pa3BUTHEM U INIACTUYHOCTHIO HEHPOHOB, Nepeaaueit
CHUTHAJIOB, OMOCPENIOBAaHHBIX PEIENTOPAMH, TEKyde-
CTBIO MeMOpaH M 00pa30BaHHEM BTOPHUIHBIX MECCCH-
JUKEPOB. DTOT THUI XUPHBIX KHUCIIOT TAaKXe BIIMSCT
Ha MOAYJISIIIMIO BocnaieHus, Bo3neiictys Ha Toll-mo-
no6usie perentops! (TLR). DHA Takxe urpaer poinb
[IPEIIECTBEHHUKA IPOTHBOBOCHAJIUTEIBHOIO JIU-
nuaHoro Meauaropa RvD, koTopslil mpenoTBpaiaer
o0pa3oBaHue MPOAYKTOB MPOBOCIATUTEIBHON apa-
xupoHoBoi kucnotel [13]. Ilorpebnenne DHA mpu
OepeMEeHHOCTH U JIAKTAaLlUM TO3BOJISIET COXPAHUTH €€
BBICOKHH YPOBEHb B I'PyJHOM MOJIOKE JIJISi CHUXKCHUS
gacToThl IgE-accounnpoBaHHON anyiepruy U TSKECTH
aJleprudeckux npossnenui [11].

@donueBast KHCIOTa SBISETCS OAHUM U3 KITIOYEBBIX
(hakTOPOB DMHUTEHETUYECKON pPETyIsHd, Y9acTBYS
B metrnupoBaanu JJHK mmona. Jlepunut donara, Bu-
tamMuHa B12 u Apyrux 10HOPOB METHIIBHBIX I'PYIII BIH-
sieT Ha CTeNeHb METHJIMPOBAHUS U CO3/1aeT Mpeipaciio-
JI0OKEHHOCTh K MHCYTMHOPE3UCTEHTHOCTH BO B3POCIIOM
Bo3pacte. OTcyTcTBue B panuione B12 (pubodiaBuna)
MPUBOJMIIO K TAKUM aHOMAJIMSIM Pa3BUTHA IIOAA, KaK
ruapouedanus, pacuenienue TBepaoro Heba, aedop-
Malusl KOHEYHOCTEH, BPOXKJIEHHBIE TOPOKH Cepila.
@donmeBas KACI0Ta MPpeoTBpaIaeT 1e(eKTbl HepBHON
TpyOKH. Bricokas moTpeOHOCTh B (DONMEBOM KUCIIOTE
710 ¥ BO BpeMsl OEpeMEHHOCTH, KaK MPaBHIIO0, HE MOKET
OBITH OOecrieueHa Jake XOpouo cOalaHCHPOBAaHHOM
nuetoii [11]. Pexomenayemast mo3a 70OaBKH COCTABIISI-
et 400—800 Mkr 3a 2 Mecsria 1o 3a4atust U B | Tpume-
CTpe, IPUMEHEHHE MOXKET ObITh MPOAOIIKEHO U HOCIe
12-it menenu rectauuu [13]. Kenmunuam ¢ xpoHuue-
CKUMH 3a00JIeBaHUSAMHU (O)KMPECHUEM, CaxapHbIM [U-
abeToM) WM C OTSATOIICHHBIM CEMEHHBIM aHAMHE30M
(opokH pa3BUTHS HEPBHOW TPyOKH y IIIOAA) MOTYT
oTpedoBaThbes OOIBIIHE 1036l (OTUEBON KUCIOTHI [4].

Hdedunur xene3a cpeau KEHIIMH PENPOTyKTHB-
HOTO BO3pPAacTa Ype3BbIYAIHO PACTIPOCTPAHEH: AHEMH-
et crpagarot 20-25 % >xeHmuH B Bo3pacte 15-49 ner.
Bo Bpems 6epeMeHHOCTH 3TO yXyIIIaeT OKCUT€HALHIO
TKaHEel MaTepH U I10/a, HapymaeT o0pa3oBaHue HEl-
pOMEIMaTOPOB M MUEIMHMU3AIUIO0 HEPBHBIX BOJOKOH,
4TO OyAeT BIMATH HA CIIOCOOHOCTH K 3BYKOBOCIIPH-
SATHI0O U OOyYEHHUIO y JeTell, OKa3blBaTh HEraTHBHOE
BIMSIHME Ha KOTHUTHUBHBIC (YHKLUHUHU U COLHUAIBHOE
B3anMozelcTBue pedenka. XKenezoneduuutHas aHe-
must B 111 TpuMecTpe OepeMeHHOCTH acCOMUpPOBaHA
C IJIOXMMHM IOKa3aTeIsIMM MOTOPHOTO Pa3BUTHS Je-
Teil B Bo3pacte 6 mecsiues [11]. Hemocrarounoe mo-
TpeOieHue Kene3a CBI3aHO C CepACYHO-COCYAMCTHIM
PHUCKOM, OXHPEHHEM, THUIEPTOHUEH Il JeTed BO
B3pocioM Bo3pacte [13].

Pr106a u mosuttocku, ppyKTHI, OBOILH, MOJIOKO, siIIa
1 MSICO SIBJISTFOTCSI OCHOBHBIM HCTOYHHKOM #oma [13].
[lockonbky OONBIIAst YacTh HEOKOPTHUKAIBHOW TIPO-
nudepanun NPpOUCXOIUT Ha PAaHHUX CPpOKax OepeMeH-
HOCTH, JeQUUUT Hola YBEIMYMBACT PUCK 3aJCPKKH
HEPBHOTO pa3BHTHs y peOEHKa, MOBBIIAET PUCK Ca-
MOTIPOM3BOJIBHOTO abopTa, BJIEYET 00Jiee BBICOKYIO
CMEpPTHOCTB, BPOXKJICHHBIC Ae()EKTHl U MOBPEKICHUS
rojoBHoro mo3sra [8, 13].

MarHuii y4acTByeT B SHEPreTU4ECKOM, IJIaCTUYe-
CKOM U 3JIEKTPOJINTHOM OOMEHAX, PETYIHPYET MPOIIEeCcC
BOCIIPOU3BEACHUSI HYKJICHHOBBIX KHCIOT. Jeduuut
Mar"ysi MOBBIIIAET PUCK HMHCYJIMHOPE3UCTECHTHOCTH
Y YBEJIMUMBAET 0)KMPEHNE Y TOTOMCTBA.

Zn — BaxHbIH KOo(DaKkTOp (HepMEHTOB, KOTOPHIE
y4acTBYIOT B CHUHTE3€ (POJIMEBOM KUCIOTHI U PEILIU-
Kallud HYKJIEMHOBBIX KHCIOT. OH BXOAMT B COCTaB
u obecreynBaeT CTPYKTYPHYIO MOANEPKKY METaJlIo-
MpoTenHOB. [{[MHK 3aHMMaeT KIIIOUEBYIO POJb B 3M-
OpuoreHese, BHyTPHYTPOOHOM pPa3BUTHH IJIOAA U Ce-
Kpenuu Mojoka. JehuuuT JaHHOrO MUKPO3JIEMEHTa
BO BpeMsi OepeMEHHOCTH MPUBOAMT K 3aJIEPIKKE pOCTa
mwioaa [2].

Huskuii ypoBeHp BuTamMuHa D B mnpeHaraib-
HBII TIEpHOl ¥ 'y HOBOPOXKICHHBIX MOKET TOBBICHUTH
BOCIIPUMMYHBOCTh K mu30(peHun, nuadery 1 tuma
U pacCesHHOMY CKJIEPO3Y.

I'pynmel pucka no nepunuty BuramuHa D: Bere-
TapHaHIlbl, BETaHbl, NIPEJICTABUTENN SKBATOPHAIBHON
pachl WIK T€, KTO UMEIOT OI'PAHUYCHHOE BO3JCHCTBHUE
COJHIIA (XOJIOAHBIN KJIMMAT, IPOKUBAHUE B CEBEPHBIX
HIMPOTAaX, HOLICHUE COMHLE3AIUTHON OACHKIbI).

Jedunut Buramuna D y MmaTepu 3ameisieT co3pe-
BaHME KJIYOOYKOB IJIOJA, YTO OOBSICHSET POJb JaH-
HOrO BHMTaMHHA B (ETajlbHOM NPOrpaMMHUPOBAHHUU
U TUTaLIEHTaPHOM Pa3BUTHH.

Okcrnpeccusi TEHOB, KOAUpYIOIas IJaleHTapHbIe
nepeaTuuKy KaJblus TPU SMHUTEHEeTHYECKOH MOJIH-
duxanum mocpeacteoM 1,25(0OH)2D, 00BICHSIET CBA3B
cozep)kaHus BUTaMMHAa D B opranusme marepu U Ha-
KOIUIEHHE MHHEPAJIOB B KOCTSAX Yy HOBOPOXKJIEHHBIX
[13]. Takum oOpa3om ButamuH D perymupyer Kaib-
MeBBIA U GochopHBIl 0OMEH U MPUHUMAET ydacThe
B IIpOLIECCaX OCTEOreHe3a, Npo(uIaKTupys pa3BuTHe
paxuTa y IJIoJa 1 HOBOPOKJIEHHOT 0. Tak»e OH UrpaeT
pOIb UIMMYHOMOJYJsITOpa, (YOPMUPYSI UMMYHOJIOTH-
YECKYI0 TOJIEPAHTHOCTD IMPH OIJIOAOTBOPEHUH, PEry-
JUpPYeT KJIIOYEBbIC LICJIEBBIC T'€HBI, CBS3aHHBIE C IIpa-
BUJIBHOW MMILIAaHTAllMeH, U MOAEPKUBAET IECTALUIO
NOCPEACTBOM BJIMSHHUSL Ha METa0ONM3M KaJbLHUs
B muomeTpun. [ledunut Butamuna D Bo Bpems Gepe-
MEHHOCTH CBSI3BIBAIOT C Pa3BUTHEM IPEIKIAMIICHH,
recTallMOHHOr0 AuabeTa W 3alepKKH pocTa IUIOona,
MPEXKIEBPEMEHHBIX POJIOB, POXKICHHUS MaJOBECHBIX
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muanennes [11, 12].0xHako, koraa 700aBKHW BUTaMUHA
D coderanuck ¢ qo0aBKaM¥ KallblUsl, PUCK MTPEXKICB-
PEMEHHBIX POOB yBenuuusaics [21].

Burtamun A oOecrieurBaeT NpaBHIbHOE QYHKIIH-
OHUPOBAaHUE 3PUTEIBHOW M UMMYHHOU cuctem. Ero
IePUITUT TPUBOAUT K KYPHUHOW CIETOTEe Y MaTepu
Y TIOBBIIICHHOMY PHCKY MAaTEPHHCKOH CMEpPTHOCTH,
a TaKKe CONpPsDKEH ¢ IMJIOXMMHU UCXOolaMu OepeMeH-
HOCTH, BKJIIOYAs MPEXKICBPEMEHHBIE POJIbBI, 3aIEPKKY
BHYTPUYTPOOHOTO pPa3BUTHS W POXKJIECHUE MallOBEC-
HBIX MJIaJIeHIIEB [§].

KanbrmeBslit 1euuuT — 3TO HE TOJNBKO Hapylle-
HUE MHHEpPAIbHOTO OOMEeHa, KOCTHOTO MeTabonu3ma,
(hopMHpOBaHHE OCTEOIIEHHMYECKOTO CHHIpPOMa y Ma-
TEepH ¥ TUIOJA, HO M (aKTOp PUCKA Pa3BHTHUS apTepH-
QIBHOW THIICPTEH3UH U MPEIKIAMIICHU Y OEpPEeMEHHBIX
M3-3a CTUMYISIIMM CEKPELUH MapaTTopMOHA WIH pe-
HUHA: B PE3yJIbTaTe yBEIMYMBACTCS KOMUYECTBO BHY-
TPHUKJIETOYHOTO KAJIBITUS B TJIJIKOMBIIIIEYHON 000I0UKe
COCY/IOB M BO3HHMKAeT Ba30KOHCTPHUKIMA. AJEKBATHOE
obecriedeHre KaJbHEM CIIOCOOCTBYET HOPMAaJM3alliH
apTepUAILHOTO JIABJICHUSI, CHIDKACT PUCK PA3BUTHS IIpe-
SKJIAMTICHH M YTPO3BI TIpephiBaHus OepeMenHocTH [11].

Kodenn, sBnssich KOMITOHEHTOM MHOTHX TTOTTYJISIP-
HBIX IIPOAYKTOB (4asi U KOe), LIMPOKO MOTPEOIAETCs
OepeMEeHHBIMH KCHIIMHAMH. BBI3BaHHOE KOPEHHOM
YBEIWYEeHHE KOHIIEHTPAI[UN KaTeX0JaMHUHOB (apeHa-
nWHA, nopaMUHA W CEPOTOHMHA) HAPYIIAET TLIaIleH-
TapHBIA KPOBOTOK U 3aTPYIHSET TPAHCILIAIICHTAPHBIHI
TPaHCHIOPT MUTATEJBHBIX BellecTB K muiony. Kodeun
M ero MeTabOoJIUTHI JIETKO NMPOHHUKAIOT Yepe3 IJIaleH-
TapHBI Oapbep, a BBIBEICHHE KOo(ewHa 3aJepKHUBa-
ercs u3-3a He3penoctu nedenu mioaa [20]. Beicokoe
norpedieHne KoperHa BO BpeMs JTaKTAllHH IPUBOJIUT
K MOBBIIIIEHHOMY COJIEPYKaHUIO B MOJIOKE METHJIKCAaH-
THHOB, KOTOPbIE MOT'YT BbI3bIBaThb BO30YXKJICHHE pe-
ocnka [9].

Brnusaue xodenHa Ha TeueHUE OEPEMEHHOCTH
W pa3BUTHE I1JI0/1a BO MHOTOM 3aBUCHT OT KOJIMUYECTBA,
B KOTOPOM OH YIIOTPEOISETCS] MaTepbio, M, MPEATo-
JIOKUTEIHHO, TaK)Ke OT CKOPOCTH €ro MeTabomm3ma
B OpraHuw3Me J>XeHINWHb. HenaBHHWE pekoMeHIanuu
EBpomneiickoro oprana mo 0€30MacHOCTH MHIIEBBIX
nponyktoB (EFSA) 1 AMeprukaHCKOro MHCTUTYTa Me-
TUNIHB OTPAHWYIIIN KOJW4decTBO KodemHa mo 200
Mr/neHb. Beicokoe moTpebiaeHne KopenHa MOXKET TTPH-
BECTH K BBIKH/IBIIITY, TTPEKICBPEMEHHBIM POJIaM U PO-
KACHUIO HEJOHOIIEHHOTO MJI0Aa, HO, HECMOTPS Ha 00-
IIMPHBIE HCCIIeIOBaHUS, J0Ka3aTelbCTBa OCTAIOTCA
HeyOenuTenpbHBIMU [21, 22].

XOTs TOYHBI MEXaHU3M AHTHUOKCUJIAHTHOIO JEHU-
CTBUS KaKao He ObLI COTJIACOBAaH, PE3yJIBTAThl UCCIIS-
JIOBAaHMM TIOKA3bIBAIOT, YTO MPUCYTCTBUE HAIUTKA
B PallMOHE MOXKET 3HAYMTEIBHO YJIYUIIUTh CHCTEMY
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OKHUCITUTENIbHON 3allIMTHI, OJiarogaps ONTHMH3AINH
COCyIUCTON (QYHKIUH, NPOPUIAKTHKE DHIOTEIU-
aJIbHOM MHCYHKIMM W CHWIKEHUIO ITOKa3aTesei pe-
3UCTEHTHOCTH K MHCynHHY. [loctatouno 30 mr 70 %
Kakao eXeJHeBHO [6].

Jeduuut ButamuHa E MoxeT nmpuBOIUTH K Hapy-
[ICHUSIM MTOCTHMITJIAHTAIIMOHHOTO Pa3BUTHUS SMOpHOHA
BIUIOTH 70 THOENH. Y pPOIWBIIMXCS JETEH OTMedalH
aHOMAaJIMY FOJIOBHOTO MO3Ta, IJ1a3 K KocTel ckenera [7].

AHTUOKCUAAHTDI

Bo Bpems OepeMEHHOCTH MPOUCXOIUT YCUJICHHE
9HEPreTUYECKOro OOMeHa, aKTHUBaLUsS MPOLECCOB
TKaHeBOro JpIXxaHus. M30bITOYHAas Harpy3ka Ha KOM-
MOHEHTHI MUTOXOHIPHAJIBHON ABIXATEIBHON HEeTTH, U3-
MEHEHHSI TeMOJIMHAMHUKN W OKCUTEHAIIUU TKaHed WH-
JIyIUPYIOT MPOIIECChl 00pa30BaHUsI aKTUBHBIX (popMm
kucnopoaa (AD®K). PazButue oKMCIUTEIBHOIO CTpeC-
ca TIPUBOAUT K TAKUM OCJIOKHEHHSIM OepeMEHHOCTH,
KaKk HapylIeHHe SMOpHOTeHe3a, MPeXIeBpPEeMEHHBIE
POIBI, MPEXACBPEMEHHBI pa3phIB TUIOMHBIX 000JI0-
4eK, IpedKIamMIcus, GpeTomianeHTapaas HeaocTaToy-
HOCTb, CaMOIPOU3BOJBHBIA ab0pT, MAHONATHYECKAS
MOBTOPHAS MOTeps OEPEeMEHHOCTH, CHHAPOM 3aJepiK-
KH pOCTa IUIONA, TECTAIMOHHBIM CaxapHBIA AUAOET,
BPOXKJICHHBIC TTOPOKH PA3BUTHS ILIOJA, KeIe301e(u-
uuTHas anemus [17, 19].

XOTS HEKOTOPBIM OKHUCIMUTEIBHBI CTPECC HEU3-
OcXKeH BO BpeMsi O€peMEHHOCTH, HEOOXOMUM OajlaHc
MEXy BEIPaOOTKOW OKUCIHUTENCH 1 aHTHOKCHIAHTOB.
PasBuBaronuiics a0 UCIBITHIBAET BHICOKUE DHEPIe-
THYECKHE TTOTPEOHOCTH M3-3a THIIEPAKTUBHOIO MeTa-
6onm3ma turaneHThl. CynepoKCHIHbIE aHMOHBI, TIPO-
IyIUpyeMble MUTOXOHAPUSIMHU TUIANEHTHI, SIBISIOTCS
OCHOBHBIM UCTOUHUKOM ADK U MepeKucHOro oKucie-
HUS JTUNUI0B B ruiareHTe [19].

®dakTopaMH, OTBETCTBEHHBIMHU 3a MEPENpPOU3BO/I-
ctBo ADK, sABIISIOTCS YIBTpadHUOIETOBOS H3ITyICHHE,
KypeHHUE CHUTapeT, ajKOroiib, HECTEPOUIHBIC MPOTH-
BOBOCTIAJINTENIEHBIE TIPENaparsl, HWIIEMHYECKOE IO-
BPEKJICHHE, XPOHHUUECKNE HHOEKIIMH U BOCTIATUTEIb-
HbIE 3200JIEBaHUSI.

A®DK 00pa3yrorcs B Mporecce OKUCIUTEIBHON pe-
aKIMU JIBIXaTebHOW e MUTOXOHAPUNA U CHCTEMBI
depmentoB muToxpoma P450 (CYP) kak moGounble
IPONYKTHl HOPMAJIBHOTO KJIETOYHOI'O0 METa0oIH3Ma.
Bripabotka ADK omocpenyercs KCEHOPEIETTOpaMHU
apuiibHOTO yriieBomoponHoro penentopa (AhR), pe-
nentopa 6epemernHol X (PXR) M KOHCTHUTYTHBHOTO
peuentopa annpoctana (CAR). B ycnoBusx ctpecca
KJIETKH BbIpa0arbiBaloT MHorouucieHHsle ADK: cy-
MIEPOKCUIHBII aHWOH, TIEPEKHUCh BOIOPONa U THAPOK-
cHITbHBIN panukair. AOK mpoToHUPYIOTCS ¢ 00pa3oBa-
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HUEM NEPruAPOKCUIIBHOTO paJKaja, KOTOPbIi Urpaet
POJb B MEPEKUCHOM OKHCJICHUH JIMIUAOB U AecTadu-
au3anuu MmeMOpaH. Eciiv mpoucXoauT UCTOIIEHUE aH-
THOKCHJIAHTHBIX CUCTEM, TO HAPYIIAETCS OKUCITUTENb-
HO-BOCCTAHOBUTEJIBHBIM T'OMEOCTa3, YTO NPHUBOAUT
K OKHCJIUTEIBHOMY CTpeccy U onocpenoBanHoMy ADK
nospexaennto JJHK, memOpan Mutoxonapuit u Gen-
KOB, BOCIAJIUTEIbHBIM PEaKIMSIM U TOBPEKJIECHUSAM,
CBSI3aHHBIM C KaHLEPOTE€HEe30M, AuadeToM, Helpone-
reHepanuei u craperueM, 6onesnsro Kpona n HAK.
ATNONTOTHUYECKUI OTBET, MHAYLHMPOBAHHBIM TpaHC-
¢dopmupytomuM GakTopoMm pocTa B B peranbHbIX Te-
naroruTax, onocpenyercs AOK. ADK Takke SBISIIOT-
Csl HHAYKTOPOM HEKPO3a U aKTHBATOPOM ayTodaruu
U UTParoT PEeLIaloNlyl0 pojib B KAYECTBE CUTHAIbHBIX
MOJIEKYJI Ha MPOTSKEHUU BCETO MYTH I'MOENIH KIETOK.
CymecTBYIOT CUCTEMBI 11t HeWTpanu3zanuu AOK —
AHTHOKCHJIAHTHBIE CHUCTEMBI, KOTOpPBIE COCTOST W3
(bepMEHTATUBHBIX AHTHOKCHUIAHTOB, TAKUX KaK Cy-
nepokcuaaucMmyTtaza (SOD) — QepmeHT nepBoid
JIMHUM CUCTEMBbl aHTHUOKCHJAHTHOW 3alUTHI, 3allu-
HIAIOIUI OpraHu3M OepeMeHHOW W TuIoJa OT TOK-
CHYECKOrO JEHCTBUS CYyNEPOKCHIHOIO paauKaia,
HamOojee arpeccuBHOro mnpenctaButens ADK; ka-
tanaza (CAT) — oOe3BpeknBaHUE TEPEKUCH BOAO-
pona; rimyraTuoHnepokcuaaza (GPxs); THOpenokcuH
(Trx), a Takxe HEpepMEHTATHBHBIX aHTHOKCHAHTOB.
depMeHTATUBHBIC aHTHOKCHAAHTHI MOTYT HIPSIMO HIIH
KOCBEHHO Katann3upoBaTh ADK s 3aUThI KJIETOK.
HedepmenTaTuBHBIE aHTHOKCHAAHTHI MOTYT HEHTpa-
JIN30BaTh OKHUCIMUTENBHBIN cTpecc MyTeM CTUMYJIH-
pOBaHUs aHTHOKCHJIAHTHOTO (pepMeHTa MU MPSIMOI
00pabOTKH OKUCIUTEIHHOM IIEMTHOH peaknnn. Bee oHn
UTPAIOT )KU3HEHHO BAXKHYIO POJIb U B MPOQHUIAKTHKE
OKHUCIIUTEIBHOI'O CTpecca.

BepemenHbIe KEHITUHBI MOTYT OBITH TOJT YTPO30H
OKHCIIUTENBHOIO IOBPEXXICHUS, €CIU AUeTa He II0-
CTaBJISET aICKBATHOE KOJIMUECTBO AaHTHOKCHAAHTOB.

OTKynaa B34Th AHTUOKCUIAHTHI?

B Bune no6aBok: Butamuusl A, C, E; muctenH, riry-
TaTHOH, METHOHWH, OWO(IaBOHOWIBI, CEJCH, ITHHK,
JIUIIOEBask KUCJIOTA.

U3 enpl: 3eneHbIe U KEATHIC OBOIIU U (PPYKTHI: BU-
HOTpas, AT0/(bl, MOPKOBb; TPaBbl: KYpKyMa, 4aii, K-
HaT; Y€CHOK, KaKao, KpaCHOE MsICO, TOYKH, ITeYEHb.

AHTHOKCUAAHTBl — DSHAOTEHHBIE COEIUHEHUS:
a-tokogepos (ButamuH E), xucinora ackopOmHOBas
(Butamun C), peTrHOI (BUTAaMUH A), B-KapoTHH (Ipo-
BUTaMHH A), YOUXUHOH (YOHHOH).

W3 xnpopacTBOPUMBIX BUTAMUHOB HAaHMOOJIBLINM
AHTHOKCUJIAHTHBIM JeHCTBUEM 001agatoT ToKodhepo,
PETHHOJ U €ro NPOBUTAMUH KapOTHH U JIpyrue Kapo-
THHCOJIepIKalllie JIeKapcTBEeHHbIe cpeacTBa U bAJI.
W3 mpemnapaTtoB BOIOPaCTBOPUMBIX BUTAMUHOB Ham-

OOJIBIINH aHTHOKCUAAHTHBIM MMOTEHIIMAJI OTMEYaeTCs
y acCKOpPOMHOBOW KHCJIOThI, HUKOTHHOBOH KHCIIOTBI
U HUKOTHHaAMHa, ITMaHokoOamamuHa. Tokodepoia
areTaT y4yacTBYeT B IpOIECCaxX TKaHEBOTO JbIXaHUS,
CHHTE3e reMa, OenkoB, 00nagaeT aHTHOKCHAaHTHBIM
AHTUPATUKAIBHBIM 3P PeKTOM. ACKOpOMHOBASI KHUC-
JOTa SIBISAETCS KOMIIOHEHTOM OKHCIHUTEIHHO-BOC-
CTAHOBHUTENFHBIX PEaKIMi W BIHSIET Ha CHHTE3 TeMa
Onarozapsi y4acTHIO B IIPOLIECCAaX BCACBIBAHMSI XKeJle-
3a. Kosn3uMm Buramuna B12 (nmanokobanamMuH) 00ma-
JTaeT aHaOOJIMYECKUM JEUCTBHEM, aKTUBHPYET OOMEH
yreBofoB u 0einkoB. Kosn3um Butammua Bl (kokap-
Ookcuiaza) OKasbIBaeT peryjupylollee AelCcTBHE
Ha 0OMEHHBIE TPOLECCH B OPraHu3Me — YTIICBOAHBIH,
KUPOBOW OOMEH M, MPEIKE BCETO, HA OKUCIUTEIHHOE
JIEKapOOKCHITNPOBAHNUE KETOKUCIOT (ITMPOBHHOTPA-
HOMW, O-KeTOTJIyTapoBoi W T. A.). KodH3MM BHUTaMuHa
B6 (mupumokcanb5-hocdar) sBisieTcs KOPEepMEHTOM
9H3UMOB, KOTOPBIE yYaCTBYIOT B 0OMEHE aMUHOKHCIIOT
(mporeccrl JIeKapOOKCHIIMPOBAHUS, TT€PEeaMUHUPOBA-
HUS | T. 1I.), IPUHAMACT yJacThe B 0OMeHe TpumnToda-
Ha, METHOHWHA, [IUCTENHA, TTYyTAMUHOBOW M JIPYTHX
AMUHOKHCIIOT.

ButamuH A, MIU PEeTHHON — 3TO KapOTHHOW],
BEIpa0aTHIBAEMBI B TICUCHH M OOpa3yIONIUNCS B pe-
3yibprare pacrafa P-xapornHa. OH HampsSMyIO CBS-
3bIBACT MEPOKCHJIBHBIC PAJUKAJIbI, MPEXKAE YeM OHH
pacupocTpaHsAT NEPEeKUCHOE OKHMCIEHHE Ha JIUMHJIBL.
Burtamun C sddexTrBeH Juis yaaJeHUsT aHHOHHOTO
CYTIEpOKCHIHOTO paJnKaja, MepeKucH BOIOpOaa, TH-
JIPOKCUIILHOTO pajuKalia, CHHIJIETHOTO KHCIOpOAa
U PEaKIMOHHOCIIOCOOHOI0 OKcHJa a3oTa. Butamun
E nefictByeT kak kodakTop nist pepMEeHTOB TIyTaTH-
OHIIEPOKCH/IA3bl, & €r0 MPUCYTCTBHE BO BCEX KIIETOU-
HBIX MeMOpaHax IO3BOJISIET MPEATIONOKHTh, YTO OH
MOXET 3aIIMIIATH JIUIUIBl OT OKUCICHHS. f-KapOTHH
JIeCTBYET COBMECTHO ¢ BUTAaMUHOM E.

Haunbonee BakHBIMH MUHEpalaMH, KOTOpPBIE 00-
TAgal0T AHTHOKCHUIAHTHON (DYHKIIMEH, SIBISIOTCS
cenieH U UHK. OHM SBISIOTCS KOMIIOHEHTAMU aHTH-
OKCHUJAHTHBIX (epMeHTOB. LIuHK — 3TO MHTHOHTOD
NADPH-okcu1a3, KOTOpbIe KaTaJu3upyroT o0pa3oBa-
HHE CHHTJIETHOTO KHCIOPOIHOTO pajguKaa u3 KUCIo-
pona c ucnosibzoBanueM NADPH B kadecTBe aoHOpa
NIEKTPOHOB. LIMHK TakXe SIBISETCS KOMIOHEHTOM
CYNEpPOKCHIIUCMYTa3bl, KOTOpas SBJISAETCS BaKHBIM
AHTHOKCHJIAHTHBIM (pepMEHTOM, ITPEBPAIIAIONINM Pa-
JIUKAJI CHHTJIETHOTO KMCIIOPO/a B IEPEKNCH BOAOPOAA.
HuHK wWHAYOWpyeT BBIPaOOTKY METaJUIOTHOHEHWHA,
KOTOPBIH SIBJISIETCSl TOTJIOTUTENEM T'HAPOKCUIIBHOTO
panukana. L{luHK Takxke ASHCTBYeT Kak A PEeKTHBHOE
MIPOTHBOBOCHATUTEIHHOE U AHTHOKCHIAHTHOE CPE-
CTBO, KOTOpOe MHTHOMpyeT akTuBamuio NF-«B, unmay-
nupoBaHHyto TNF-a .
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AHTHOKCUJaHTHAsI aKTHBHOCTH (DIITaBOHOUIOB 3a-
BUCHT OT PAaCHOJIOKEHUSI (DYHKIMOHAIBHBIX TPYIII
Ha OCHOBE CTPYKTYypbl. Kak koHpHTrypanus, Tak u 00-
11ee KOJIMYECTBO T IPOKCUITBHBIX TPYTIT CYIIIECTBEHHO
BIIMSIIOT HA MEXaHU3M aHTHOKCHUAAHTHON aKTHBHOCTH.
IunpokcunbHas koH(uUrypanus B-konbplia siBrnsercs
Haubosnee 3HaUMMBIM (pakTopom nornouieHus ADK.

KapoTuHoun sl mpeacTaBisioT coOoi rpynmy mnpu-
POIHBIX MUTMEHTOB, KOTOPBIE CHHTE3UPYIOTCS pacTe-
HUSIMU. VIX aHTHOKCH/IaHTHOE CBOWCTBO 3aKJTI0YaeTCs
B TOM, YTO BO30YKIArOIIUe KapOTHHOUIBI paccenBa-
I0OT BHOBb INPUOOPETEHHYIO 3HEPTUI0 IOCPEACTBOM
CepUM BpAIATENIbHBIX M BUOPAIIMOHHBIX B3aUMOICH-
CTBUU C pacTBOPHUTENEM, BO3BpaIIasich TaKUM 00pa-
30M B HEBO30Y K/IEHHOE COCTOSIHHE U TIO3BOJISIST UM Ta-
CUTH OoJiee paauKalbHble BHABL. JTH BEIECTBA €CThb
B s0JI0KaxX, abpuKocax, IUTPYCOBBIX, OOOOBBIX, I'pe-
YUITHBIX, TOMaTax, MOpKoBU. HeoOxomnmoe cyTouHOe
notrpednenne 3050 mr [16].

AHTHOKCUJAHTBl TNPUMEHSIOTCS B KOMIUIEKCHOM
Tepanuu recro3a C LEeNbl0 UHTPa- U aHTeHaTaJIbHOM
3aIIMTHI TUIO/A.

[IpruMeHeHre aHTUOKCUJAHTHOM Tepanuu YHUTH-
OJIOM B COYETAaHWU C aCKOPOWHOBOW KHUCIIOTOW W BH-
TaMMHOM E mO3BOJNseT 3a cueT akTHUBALlUM AHTHOK-
CHUJAHTHBIX CHCTEM TMpEeAyNpexaarb CTPECCOBBIC
MOBPEXKCHHUS B OpraHu3Me OepeMeHHOH JKEHIWHBI.
ButaMuHBI OKa3bIBaIOT TIOJIOKHUTEIBHOE BIUSHHC
Ha COCTOSIHME (DEeTOMIAlleHTAPHOI'0 KOMILIEKCa 3a CYET
cHmxenus aktuBHoctu I10J] u HopManu3anuu xKoary-
JAIMOHHBIX CBOWCTB KPOBH, OHU YJIy4INAIOT aJamnTa-
[IMOHHBIE PEAKIMU B CHCTEME MaTh—TLIAllEHTa—TIIO0N
U NepuHaTajgbHble UCXOobl [18].

PUN3NYECKAA HAPY3KA

dusnyeckass aKTUBHOCTh MOXKET HE MPEIOTBpa-
THTh T€CTAI[MOHHBIN MUabeT, HO OHa MOXET MOMOYb
CHPaBUTHCS C HUM U JJOCTUYb HU3KOTO YPOBHS IIFOKO-
361 HA 2428 Henmemne B TECTE TOJIEPAHTHOCTH K TITIOKO-
3€ ¥ C MEHBIIIEH BEPOATHOCTHIO MMOTPeOyeTCs HHCYIIHH.

VYpaxxHeHUST TOOMIPSIOTCS BO BpeMsi OepeMeHHO-
CTH U3-32 MHOTOYMCJICHHBIX KJIMHUYECKHX IMPEUMY-
LIECTB JJII MaTepH U peOCHKa, TAaKUX Kak:

—  mpodMIaKTHKA FeCTallHOHHOTO AHadeTa;

— CHIJKEHHE pHUCKa MPEXJIEBPEMEHHBIX POJOB
Y TIPEIKIIAMIICU N,

—  CHMJKEHHE pHCKa epuHaTalbHOH Jenpecchuy;

— CHIKEHHE pHUCKa KapIuoMeTaboInYecKhX
pacCTpOICTB y IJIO/IA U BO B3POCIIOHN KU3HHU.

VYrpaxHeHus: BO BpeMsi OEpEMEHHOCTH, ITO-BH/IH-
MOMY, TIOJIE3HBI TPU OEPEMEHHOCTH, OCIIOKHEHHOMU T'U-
nepToHueil. OHaKO MHTEHCUBHOCTh PEKOMEHIYEMBIX
yIpaXHEeHUH OCTaeTcsl HesCHOM [22].
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dusnyeckass aKTUBHOCTh BO BpeMs OEpEeMEHHO-
CTHU CBsI3aHA C MUHUMAJIbHBIMHA PUCKAMU U MPUHOCUT
TT0JTH3Y OOJBITUHCTBY KEHIITHH, XOTS MOTYT MTOTPe00-
BaThCs HEKOTOPBIE M3MEHEHHUSI B peXKUME yITPAKHEHUN
M3-32 HOPMAJIbHBIX aHATOMHYECKHX M (PU3UOJIOTHYE-
CKUX W3MEHCHHMH M mnoTpeOHocTel 1uiona. dusuue-
CKas Harpyska IOIYCTHMa TOJIBKO TPH OTCYTCTBUHU
aKyIIepCKUX WM MEIWIMHCKUX OCIOKHEHUW WU
MPOTUBOIOKa3aHUH. OU3NUECKUE YIPAXKHEHUS MOTYT
CHU3HUTH PUCK CIEAYIOUIUX OCIOKHECHUI:

—  Ype3MEepHOE yBEIWUCHUE Beca BO BpeMs Oepe-
MEHHOCTH;

—  TeCTaIlMOHHBIN caxapHbId AHaderT;

—  TeCTalMOHHBIC TMIIEPTCH3UBHEIC PACCTPOUCTBA;

—  TOPEeXJACBPEMEHHBIC POIIBI;

—  KecapeBO CEUCHUE;

—  HEJOHOIIEHHBIN miox [23].

beszomnacHbie BHIBI (QU3UYECKON HATPYy3KH: XOIb-
0a, e31a Ha CTAlMOHAPHOM BEJIOCHIICAE, adPOOHbBIC
YIPaKHEHUsI, TAHIIBI, Harpy3ka C COIPOTHBICHHUEM
(c ucronp30BaHUEM HEOOBITMX BECOB MIIH 3JTACTHUHBIX
JIEHT), PacTsHKKa, TUIaBaHue, akBaadpobuka. [locrarou-
HO 3040 MunyT exenHeBHO uiu 3—4 pa3a B HEJIEIIO.

3AKJTKOMEHUE

[Ipomaranaa 3m0poBoro o0Opasza XU3HHU SIBISCTCS
KpaeyrojibHbIM KaMHEM B TPO(PUIAKTHKE PACCTPOICTB
1 HEeOJIaronpusiTHBIX TMOCIEJACTBUN KaK y HeOepeMeH-
HBIX, TaK U y OCpPEMEHHBIX JKEHIIMH. B cBsi3u ¢ 3TUM
MOYHO TE€3MCHO BBIACIUTH CIEIYyIOIINE TPaBUia;

— o0ecrieueHUe HAAJISKAIIETO MUTAHUS U 310PO-
BOro 00pas3a >KU3HU 10 OEPEMEHHOCTH;

—  neuIyT NUTaTEeIbHBIX MUKPOAJIEMEHTOB HYX-
HO PAcCIO3HABaTh U KOPPEKTHPOBATH C ITOMOLIBIO pa3-
HOOOPa3HOTO palMoHa MUTaHMA, TOTpedneHus: odora-
LIEHHBIX IPOAYKTOB U, IPH HEOOXOAMMOCTH, 100ABOK;

— u30erarb KypeHHUs, YHOTPEOJCHHUS aKOIroJs
WM UCIONIb30BaHUSl PEKPEAIMOHHBIX HAPKOTHKOB
JI0 3a4aTHUsl ¥ BO BpeMsl OEpeMEeHHOCTH;

—  BO BpeMs OepeMEHHOCTH KaXKJIbli A€HB J1eJIaTh
He meHee 30 MUHYT yMepeHHbIe ynpaxHenus. Ha 6o-
Jiee TIO3HUX CpoKax OepeMEeHHOCTH U30eraTh IKCTpe-
MaJIbHOH (hU3WYECKON HATPY3KH U TSHKETIOW paboTHI;

— BTeuenue [l u Il TpumecTpa — yBeaUYUTH NO-
TpebieHue SHepruu B pauoHe npuMepHo Ha 340—450
KKaJ B JICHB;

—  COKpaTUTh BO3JCHCTBHE PTYTH, MBINIbIKA,
CBUHIIA M KaJMMsI, KOTOPbIE MOT'YT IOCTyHaTh yepes3
MPOAYKTHI MUTAHUS U BOAY;

—  HUCKJIIOUUTENBHO TPYAHOE BCKapMIIMBAHHE
B TCUCHHE TIEPBBIX O MECSIICB KU3HU peOCHKa;

—  BaXKHble KOMIIOHEHTBHI BKJIIOUAIOT MaKpO3JIe-
MEHTHI (YTJIEBOJIBI, BOJIOKHA, OCIKH, )KHPbI) U MUKPO-
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aIeMeHTHI (3kene30, Gonart, ButamuH B12, Butamun D,
KaJbIIH, HOM);

—  TOTpeOHOCTH B SHEPTHH BO BpeMs OepeMeH-
HOCTHU TPeOYIOT CKpoMHOTO0 yBenuueHus Ha 200 kkai/
nesb B III TpumecTpe;

—  JIMeTa C BHICOKMM BOJIOKHOM U HU3KHUM TJIUKE-
MHYECKUM UHJIEKCOM MOMOTaeT TOMEOCTa3y TIIOKO3bI
y JKEHIIHMH ¢ A1adeToM;

—  TOJIMHEHACHIIICHHBIE JKUPHBIE KHUCIOTH MOTYT
OJIaTOTBOPHO YBEIHWYUTH IPONOIDKATEIHLHOCTE Oepe-
MEHHOCTHU U CHU3UTH PUCK MPEKAECBPEMEHHBIX POAOB;

—  TOBBIINICHHAS YS3BUMOCTH K JICUIIUTY JKejes3a
Bo3HuKaeT B III TpumecTpe, U JUlsl OATOTOBKU K BHY-
TPUYTPOOHOI KPOBOTIOTEPE TPEOYIOTCST OOTaThIC 3aI1achl;

—  ponb nodaBok ButamMmuHoB C u E B CHIKeHUH
(eTormaneHTapHOM HEAOCTATOYHOCTU TPEOYeT Ialib-
HEUIINX UCCIICIOBAHUM;

—  100aBKM KaJbIHs CHHUKAIOT Pa3BUTHE THUIIEP-
TOHUYECKUX PACCTPONUCTB OEPEMEHHOCTH;

—  npedunut BuTaMuHa D CBSI3aH C pOXKIEHHEM He-
JTIOHOIICHHOTO TUIO0MIA, MPEXKIEBPEMEHHBIMH POJAMU, Te-
CTAIMOHHBIM CaXapHBIM THA0CTOM U TIPEIKIAMIICHCH;

—  TIOSIBJSIOTCA TOTEHIHAJIbHBIE MPENMYIIEecTBa
1100aBOK Hoja;

—  OXHUpEHHUE U UYpEe3MEPHOE YBEIUYCHHUE Beca
npu OCPEeMEHHOCTH CBSI3aHBI C HEOJIArONPHUSTHBIMU
MCXOMaMU JUISI MaTepu U miona [21].
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PE3IOME

MarnoBecHOCTb K TeCTallMOHHOMY CPOKY | 3a/ieprKKa pa3Butust mioaa (3PI1) — Benymue npu-
YUHBI MI€PUHATAIBHON 3a001€Ba€MOCTH M CMEPTHOCTH. B HacTrosiiee Bpemsl yCTaHOBIIEHO,
g1o 3PII — mo3mHee mposBiICHNE HApYIICHUS WHBA3WH W POCTa IUIAIEHTHL. Jloka3zaHo, 9To
N3MEHEHUE KOHLEHTPALUU MaTePUHCKUX MAPKEPHBIX OEJIKOB MPU MPOBEACHUH OMOXUMHYE-
cKoro ckpuHuHra B 117°—13"¢ Henmenmb recTanuy MOMOTAaeT BBIICIHTH TPYHITYy OepeMEHHBIX
C BBICOKMM PHCKOM aHOMAaJIbHOTO KapuoTura. OTMEueHO, YTO OTKJIOHEHUS B KOHLEHTpPalluu
MapKEPHBIX CHIBOPOTOYHBIX OCIIKOB Y XPOMOCOMHO U MOP(OJIOTHYECKH HOPMAaITbHBIX TI0JIOB
BEAYT K aKyIIEPCKUM OCIOKHEHHSM, TAKMM Kak BbIKHbI, 3PII, MajloBECHOCTb K CPOKY Ie-
CTalLlUH, IPEIKIAMIICHS, IPEXKICBPEMEHHbIE POkl JJaHHBIH 0030p UMEET MPOrHOCTUYECKYIO
LEHHOCTb JUIsl BBISBICHUSI OEPEMEHHBIX JKEHIIUH C BBICOKMMHU pUCKaMH 1o pa3Butuio 3PI1
Ha OCHOBAHUU PE3yJbTaTOB KOMOMHHPOBAHHOTO TIEPBOIO CKPUHUHTA C OIIEHKOH MaTePUHCKUX
MapKEPHBIX ChIBOPOTOYHBIX OCJIKOB.

KiroueBble ciioBa: acconuupoBaHHbli ¢ OepemenHocThI0 poTenH A (PAPP-A), 3anepxka
Pa3BUTHS TUI0/Ia, MAPKEPHBIE CHIBOPOTOYHBIC OCIIKH.

L yumuposanus: Kyuykoea O.U., [ubusoea B.H., [lepsynuna T.M. Buoxumuueckue mapke-
Dbl NEPBO20 MPUMECTPA 8 NPOSHOZUPOBAHUU AKYULEPCKUX OCLONCHeHUl. Poccutickutl scypHan
nepconanuzuposannou meouyunsl. 2023; 3(2):93-97. DOI: 10.18705/2782-3806-2023-3-2-
93-97.
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ABSTRACT

Small for gestational age and fetal growth restriction (FGR) are the leading causes of perina-
tal morbidity and mortality. It has been established that FGR may be a late manifestation of
impaired invasion and growth of the placenta. It has been proven that a change in the mater-
nal biochemical marker’s concentration during first-trimester screening at 117°—13* weeks of
gestation helps to identify pregnant women with a high risk of abnormal karyotype. The devi-
ations in the maternal marker’s concentration in chromosomally and morphologically normal
fetuses are associated with various obstetric complications, such as miscarriage, FGR, pre-
eclampsia, and preterm birth. This review has predictive value in identifying pregnant women
at high risk of developing FGR based on the results of a combined first screening.

Key words: fetal growth restriction, maternal marker’s, PAPP-A.
For citation: Kuchukova OI, Tsibizova VI, Pervunina TM. Biochemical markers of the first

trimester screening in predicting obstetric complications. Russian Journal for Personalized
Medicine. 2023,3(2):93-97. (In Russ.) DOI: 10.18705/2782-3806-2023-3-2-93-97.
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Hapymenus BHyTpuyTpoOHOTO pocTa U pa3BUTH
IJI0/1a B HACTOSIILIEE BPEMS SIBJISIIOTCSL OJHOM U3 aKTy-
aJBHBIX MPOOJIEM B aKyLIEPCTBE M YJIBTPa3ByKOBOH
JMarHOCTHKE. 3HAYUMOCTh JIAHHOW MAaTOJOTHH OIpe-
JEJISeTCSl BBICOKMMH II0KA3aTeNsIMU IEePUHATATIbHOU
3a00J1eBaEMOCTH M CMEPTHOCTH KaK CpPeIH JIOHOLICH-
HBIX, TaK U CPeIH HEJOHOIICHHBIX JICTEH.

PenponykTuBHBIE TIOTEPH M 3aTpaTbl Ha MOCTHA-
TaJbHOE JICUCHUE JETEH C 3aJIepKKaMU pa3BUTUA IIPU-
YUHSIOT 3HAUUTEIBHBIN COLMANbHBI M 3KOHOMMYE-
CKHii ymiepo.

KoMOMHMpOBaHHBI CKPUHUHT TIEPBOIO TpUME-
CTpa HampaBJieH Ha BBISBJIECHUE TUIONOB C XPOMOCO-
MHBIMH aHOMAJIMSIMM, TIOPOKaMH Pa3BUTHS, a TaKkKe
KCHIIMH BBICOKOH TI'PyMIIBl PUCKa MO MPEIKIAMIICHH
W BHYTPUYTPOOHOW 3alepiKKe pPa3BUTHS IUIOJA.
CKpUHUHT BKJIOYaeT B ceOs MPOBEICHHUE YIbTPas3-
BYKOBOT'O HCCJIETOBAHUS W OMOXMMHYECKOTO aHaJH-
3a KpoBH B ycTaHOBJIeHHBIE cpoku (117°— 137¢ Henmenn
OepeMEHHOCTH) C OIpEelesieHNEM B KPOBH MaTEepUH-
CKHX MapKEpPHBIX CHIBOPOTOUYHBIX OCJIIKOB — aCCOLH-
HUpOBaHHOTO ¢ OepeMeHHOCThIO TpoTenHa A (PAPP-A)
U CBOOOTHOU CyOBEeOUHHUIIBI b-Ppakmuu XOpHOHHYE-
CKOT'O TOHamoTpoImHa geaoBeka (B-X11).

Pe3ynpraTel MaTepHHCKMX MAapKepoB IEPBOrO
CKPHHHMHTA BBIPA)KAaIOT HE B a0COJIIOTHBIX YUCIIaX, a B
MoM (anri. multiples of median — 3HaueHue, KpaTHOE
MeJlMaHe, TO €CTh I0Ka3aTelb TOr0, HACKOJIbKO MHIU-
BUIYaJIbHBIH PE3yJIbTaT TeCTa OTKJIOHAETCS OT MEIu-
anbl). PehepeHcHBIMU 3HAUCHUSIMU IJIs1 MEIUAH SIBIISI-
roTcs mokasarenu ot 0,5 o 2,0 MoM [1].

PAPP-A oTHOCHTCS K METaJUIONIPOTENHA3AM, COIEP-
JKaIuM B cBoei cTpykrype nwHK [2]. PAPP-A B Mu-
HUMaJIbHBIX KOHICHTPALUSIX HPUCYTCTBYET B KPOBH
y MYy>KYUH 1 HeOepeMEeHHBIX KeHIIMH. Bo Bpems Oepe-
MEHHOCTH OH B OOJIBIIHMX KOJMUYECTBAX BbIpabaThIBaeT-
Cs1 KJIIETKaMH COETMHUTEIIbHON TKAaHU B HAPYKHOM CJI0€
IUTALEHTHI U B JEUUAYaJIbHONH 000I0UKE U BBISBIISCTCS
B MaTEpHUHCKOM KPOBOTOKE B BUJE BBICOKOMOJIEKYJISIP-
Holi OenkoBoit ppakunu. @epment PAPP-A cniocoben
OTHICIUIATH OT WHCYJIMHOIOA00HOTO (akropa pocTa
OcnkoBBIC (hparMEHTHI W TIOBBINIATH €r0 OHOJIOTHYC-
CKYIO0 aKTHBHOCTb, ONOCpeNys MHBa3Hi0 Tpodobiacta
B JCUMAYaTbHYIO OOOJNOUYKY, a TakXe pPeryJupoBaTh
TPaHCIOPT [ITFOKO3bI © AMUHOKHUCIIOT B BOPCHHAX XOPH-
OHa, Oyaromapsi 4eMy 00eCTIeUNBACTCs TIOTHOIICHHBIN
POCT M pa3BUTHE IIALEHTHI [2, 3].

PAPP-A B cbIBOpOTKE KPOBH MaTepH OMpPEIEIsIeT-
csl B TIEpBbIC JTHU TOCJIe UMIUTaHTanuu. [Ipu aTom ero
YPOBEHb IPOTPECCHBHO TIOBBINIACTCS C T'€CTAIMOH-
HBIM BO3pacTOM, YBaNBasICh KaKble 3—4 THS B Tede-
Hue nepBbIx 12 Hepens OepemMenHocTH. KoHnenTpanms
PAPP-A nocturaer MakcHMallbHOTO YPOBHS K KOHILY
TPeThero TpuMecTpa GepeMeHHOCTH [4].

CHuxenue koHueHTpauuun PAPP-A npu Ouoxu-
MUYECKOM CKPUHHHIE XapaKTepHO /JIsI CHHIPOMOB
Hayna, OnBapnca, [laray, Kopaenun ne Jlanre, BeIku-
JbIlIa, aHOMaJIbHON (DyHKIIMHM IUTALICHTBI, IPEeKIeBpe-
MEHHBIX POJIOB, MAJIOBECHOCTHU K I€CTAllHOHHOMY CPO-
Ky, 3PII, npesknammncuu [2].

B-XT'Y — rauKonpoTenH, IOy IUPYyEeMbIil XOpH-
oHOM [2]. B-XT'Y cBsI3BIBACTCS C PEIENITOPAMH JIFOTE-
MHU3UPYIOIIEro TOPMOHa, o0yciaBiuBasi Ouojoruye-
CKUN 2PQEKT: OH OKa3bIBaCT BO3JCHCTBUE HA CHHTE3
MPOrecTepoHa, UMILIAHTAIMI0 AMOpHOHaA, TuddepeH-
[IUPOBKY UTOTpO(obIacTa, pOCT MaTKH, aHTHOTE€HE3,
pa3BUTHE OPraHoOB IJI0Za, 00JIaaeT UMMYHOCYIpec-
CHBHBIMH CBOMCTBaMH [5].

[oseimenne PB-XI'Y B CHIBOPOTKE KPOBU BBIIIE
BEpXHEH T'paHUIIBl HOPMBI TPH OMOXMMHYECKOM CKpPH-
HUHI€ XapaKTEpHO IUIsl TaKMX COCTOSHMH, Kak ca-
XapHBIA AMA0ET WM HENpaBUIBHO YCTAHOBJIECHHBIH
CpoK OepeMeHHOCTH, TpucoMus 21, pe3yc-KOH(IUKT,
MHOTOIUIOUE, TPEIKIAMIICHs, TpodobdiacTuyeckas
6omne3np. CHmxenue B-XI'U xapakTepHO 11 TPUCO-
Muii o 13 u 18 xpoMocomam y moja, SKTOMHYECKON
OepeMEHHOCTH, YTPO3bl MPEphIBaHUs OEpeMEHHOCTH,
Hepa3BuBarolnelics oepemennoctu, 3PIT [2].

H. A. UepemanoBa c KoJJeramMud OTMETHJIH, UTO
cHIKeHne KoHmeHTparmuu PAPP-A u mowimenne
WU CHIKeHue cBoOomHON B-XI'Y B KpoBH >KEHIIH-
Hbel B 10—-14 Henens OepeMEHHOCTH C BEPOATHOCTBHIO
63—72 % CUTHATU3UPYIOT O HAJTUYUU XPOMOCOMHOMH
MATOJIOTHH Y TiIoa [6].

Kpaiine Huskoe copepxaHre MapKepHbIX ChIBOPO-
TouHblx OenkoB PAPP-A u B-XI'U ormewaercs npu
BHEMAaTOYHOUN OepeMeHHOCTH [7].

T. A. 3amaHcKasg M COaBTOpPHl YCTaHOBUIIH, YTO
(hU3HOJIOTHUECKOMY TEUCHHUIO OEpEeMEHHOCTH CBOM-
CTBEHHBI OZIHOHAIIPABJICHHBIC U3MEHEHUSI JAHHBIX Ma-
TEPUHCKUX CBIBOPOTOYHBIX MapKEepOB: HU3KUM KOH-
neHTpauusiMm PAPP-A cooTBeTCTBYIOT HU3KHE yPOBHU
B-XT'Y, Beicokmue ypoBHu PAPP-A compoBoxmaroTcs
noBeIIIeHHeM coaepkanus B-XI'Y. PaznonampasieH-
sble u3MmeHeHus: PAPP-A u 3-X1'Y mo3BoJisitoT mporHo-
3UPOBATh OCIOKHEHHOE TeUCHUE OepeMEeHHOCTH [&].

OTMe4eHO, 4TO OTKJIOHEHHS OT CPEJHUX BEITUYUH
(MemuaH) MapKepHBIX CBIBOPOTOYHBIX OENKOB, IpPH
HEM3MEHEHHOM KapHOTHIIE Yy IUJI0JA, B 3HAUUTEIBHOM
MPOLEHTE CIy4YaeB ACCOLMUPOBAHBI C Pa3JIMYHBIMU
AaKYIIEPCKUMHU OCJIOKHEHMSIMU WJIM C HapyLIEHUSIMU
pa3BUTHS, HE CBI3aHHBIMH C XPOMOCOMHBIMHU aHOMa-
nustmu [9].

0. A. HuxkonaeBa ¢ komieraMu NpUBEIU JaHHbIE
0 TOM, YTO NMOBBIIIEHHBIN ypoBeHb PAPP-A noctosep-
HO Yalre BCTpeyasics y KeHIIUH ¢ HaJIMYueM MaTojo-
IUU CePIEYHO-COCYIUCTON CHUCTEMbI, YEM B HOPME,
a Tak)Ke y KEHIIWH, UMEBITUX CKPBIThIE HHpeKnH [9)].
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HawnbGonee neOmarompusiTHBIM SIBISIETCS COYeTa-
Hue cHkeHHoro PAPP-A u moOBBIIIEHHOrO ypOBHSA
B-XI'Y. MeHHO mpy TakoM COYETaHWH MapKEPHBIX
CBIBOPOTOUYHBIX OEJIKOB B IEPBOM TPHMECTPE, KOrna
TIPOBOIIUTCSI CTAaHIAPTHBIH KOMOMHHUPOBAHHBIA CKPH-
HUHT 715 BBISIBJICHH S KEHIIUH TPYTII BEICOKOTO PHCKA
[0 XPOMOCOMHOW MaTOJOTMH Y MJIOAA, BEPOSITHOCTH
nocnenyromieit 3PI1 ocobenHo Benuka [9].

B mpoenernoM uccnemoBanuu A. H. Mapkeno-
BOH M COABTOPOB y BCEX MAI[MEHTOK C MOBBIIICHHBIM
copepkanueM PB-XI'Y, mo maHHBIM IOMIIIEPOMETPUH
B cpoku 28-32 Hexenu OepeMEeHHOCTH, OBbIITH BBIsIBIIC-
HbI HapyIIEHNUs KPOBOTOKA B CHCTEME MaTh—ILJIAICH-
Ta—TUI0N [2]. B CBOIO ouepenn, CTOWKHE HapyIICHUS
MaTOYHO-IIJIAIICHTAPHOTO KPOBOOOpAIIEHNST HETaTHB-
HO CKa3bIBAIOTCS Ha POCTE U PA3BUTHHU MJIOAA U B UTO-
re MPUBOJST K 3aJepKKE €ero pa3BUTHS.

A. H. MapkenoBa U COaBTOpBl yCTAaHOBWJIH, YTO
Yy TAaIMeHTOK, WMEBIIUX CHIDKEHUE KOHICHTPAIHH
PAPP-A B nmepBoM Tpumectpe, puck paszsutus 3PII
yBeJIMUYMBaeTcs B 2,2 pa3a 10 CpaBHEHHUIO C MOIMYJIs-
unoHHbeIM [2]. Uccnenosanue Salvig J. D. u koser
noaTBepxkaaetT, 4yro 3HaueHus PAPP-A nwmxe 0,30
MoM cBsi3aHbI ¢ TIOYTH B JiBa Pa3a OOJIBIITUM PUCKOM
CHUXEHHSI CKOPOCTH pocTa mioja Huwxke 10-ro mpo-
LEHTWISA, 4eM Oojee BbICOKHME 3HaueHus PAPP-A.
Taxxe aBTOpBHI OMyONWKOBAIHM aHHBIE O TOM, YTO
Oonee HU3kHe ypoBHU PAPP-A cBs3aHBI HE TOJBKO
C HU3KOM Maccoi Teja Npu PoKIECHUU B JOHOLICHHBIN
CPOK, HO U C MEJICHHBIM POCTOM Iutona g0 20-if He-
nenu rectarmuu [10].

WHTepecHbIe BRIBOABI OBLIN CIENaHbI MMOCIE aHa-
nu3a JAaHHBIX Barret m coaBTOpoB. Puck poxaeHus
peOeHKa ¢ HU3KOM Maccol Tena MpH POXKIACHUU BO3-
pactan B 4,1 pa3a npu 3HaueHusix MoM PAPP-A < 0,3,
PHUCK TIpeXAEBPEMEHHBIX POIOB — B 2,9 pasa, pHCK
npepsiBaHus OepeMeHHOCTH — B 5 pas [11]. [leTepcon
¢ kojuteramu B 2008 rogy onyOIMKOBaIH pe3ybTaThl
CBOET0 HCCIIEIOBAHUS, JIEMOHCTPUPYIOIINE TOI0XKH-
TEIBHYIO KOPPEJAIuio MexXay 3HaueHusimu PAPP-A
¥ Maccod Tela mpu pokaeHuH. 3HaueHus PAPP-A <
10-ro, 5-ro u 1-ro mpoueHTUIEeH NOBBIIIATN BEPOST-
HOCTh POXKJICHUs peOeHKa ¢ HU3KOI Maccoii Tena B 2,0,
2,4 1 9,3 paza COOTBETCTBEHHO, B TO BpEeMs KaK 3Ha-
yeansi PAPP-A > 90-ro mponeHTwmis yBeTWYUBaIN
BEPOSTHOCTh POXKICHHS peOeHKa ¢ Maccoil Tela mpu
poxxkaenun > 4 500 r B 2,9 paza [12]. Hanusie Fox N.
S. ¥ Koyler MoATBEPKJAI0T, YTO BBICOKHE 3HAYEHMS
PAPP-A (= 3,0 MoM) cBsizaHBI CO CKOPOCTBIO pOCTa
rtoza Beimre 90-ro mporeaTris [13].

HawnGonpiiee 3HadueHWe WMEET COUYETAHWE CHH-
s)keHust PAPP-A ¢ maronormyeckumu moka3aTessiMU
JIOTITIIEPOMETPHH B MATOYHBIX apTepusix B cpoku 1170
—13*° Hemenb OEPEMEHHOCTH, YTO TMOBBIIIACT JTUATHO-
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CTHYECKYIO 3HAUMMOCTb IPOrHO3UPOBAHUS PA3BUTHUS
npeskiaamncuu 1 3PI1 B 3—4 paza [6].

Lin m xomieru mokasanu, 4uTo ypoBHH PAPP-A
TIOBBIMIAIOTCS TIPU MPEdKIAMIICHH, a Ooyiee TO3HHE
UCCIICIOBAHUS YCTAHOBMUJIM, YTO HM3MEHEHHUS ObUIM
HanOoJiee 3aMETHBIMU TPU TSKEJIBIX CTaIUAX Iped-
KJamricuu, a nosbimeHne PAPP-A npenmectBoBaso
MOSIBJICHUIO TUIICPTCH3UU U alibOyMuUHYpuH [14].

IlonTBEp)KI€HO, YTO  CHIBOPOTOYHBIE YPOBHHU
PAPP-A y wmarepeii ¢ caxapHbIM AHa0ETOM HIDKE
B TIEPBOM TPUMECTPE, YTO HEOOXOAMMO YUHUTHIBAThH
IpH WHTEPIPETAllMH PE3yJIbTaTOB OHMOXUMHUYECKOTO
MpeHaTaJIbHOr0 CKpUHHUHTA [15].

JlokazaHo, 4TO KypeHHE OTPHULATENIBHO BIHUSET
Ha BHYTPUYTPOOHBIN POCT II07a BO BpeMsl OepeMeH-
HOCTH U CIIOCOOCTBYET HU3KOH Macce Teja P POk /ae-
Huu, a PAPP-A B mepBoMm TpumecTpe OEpeMEHHOCTH
y KypSAIIUX KEHITUH HUXKE, 9eM y HeKypsmuXx [16, 17].
JlaHHBI acnieKT HeOOXOAMMO YUUTHIBATh NPH OLCHKE
MOJTyYEHHBIX JAHHBIX CKPUHUHTA IEPBOI'O TPUMECTpA.
OnHako, MO MHEHHUIO JPYTHX aBTOPOB, CYIECTBYET
HeOOIbIIasg CTAaTUCTUYECKN 3HAYUMAs CBSA3b MEXKIY
KypEeHHEM B CKOPOCTHIO pocTa mmirona [10].

BbIBO[,

Takum 00pa3oM, B COOTBETCTBHHU C IPOAHAH-
3UPOBAHHBIM MaTE€pPHUAJIOM, MbI JI€JIa€M BBIBOJ, UTO
M3MEHECHUE KOHLCHTPALUU MAapKEPHBIX CBHIBOPO-
TOYHBIX OCJIKOB MOXET HMETh MPOTHOCTHUUYECKYIO
[IEHHOCTh JJIS PaHHETO BBISBICHHS ILIOJOB C 3a-
JIEP>KKOM pa3BUTHUS U HU3KOM Maccoi Tenia mpu pox-
nenud. KianHuueckass mosib3a U3MEHEHUsSI KOHLEH-
Tpaluii OMOXMMHUUYECKUX MapKEePOB y XPOMOCOMHO
1 MOp(}OJIOruYecKkn HOPMaibHBIX IUIONOB TpedyeT
MaTbHEWITNX UcclieoBaHnil. B Oymymem momoirHu-
TenbHbIe faHHble 0 pou PAPP-A u B-XI'Y momoryTt
yAy4IIUTh TOHMMaHWe (YHKIHU JaHHBIX OEIKOB
B IIEPBBIC HEJIEIU OEPEMEHHOCTH U YCOBEPIICHCTBO-
BaTh MpPOrpaMMBbl MEepUHATAIBHOW MOMOIIU Oepe-
MEHHBIM >KCHUIUHAM.
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PE3IOME

l'uneprpoduueckas kapauomuonatus (I'KMII) — Tspkenoe 3a0oneBaHue cepina, Xapakre-
pu3yrolieecs: BRICOKUMH TIOKa3aTeIsIMA BHE3aITHOH CMEPTHOCTH, OCOOCHHO Y JIML MOJIOIOTO
Bo3pacta. Ontumusanus TakTuku Jiedenus nereir ¢ ['KMII ¢ mensro yimydiieHus mporHo3a
0CTaeTCsl OHOM U3 aKTyaJIbHBIX 3a/a4 Kapanosoruu. IIpencrasieno knHUYecKoe HaOIr0ae-
HHE IOHOIIM 15 5eT ¢ yMepeHHOH runepTpodueil MUOKapaa 1 aCHMIITOMaTHYHBIM T€UCHHEM
I'KMII, B cBsi3u ¢ 4yem 3aboneBaHue JIIUTEIBHO HE JUArHOCTHPOBAIOCH. MaJlbuuK 3aHUMAJICS
npoQeCcCHOHANTBHBIM CIIOPTOM, B XOJIC COPEBHOBAHNSI OH BHE3AITHO MOTEPSUT CO3HAHUE, BOSHUK-
J1a KIIMHUYECKasi CMEePTh. TOIBKO CBOEBPEMEHHBIE PEAHNMAIIHOHHBIE MEPOIIPUATHS TO3BOIH-
JIM COXPaHUTD JKU3Hb NAlMEHTY. bblta nmpoBeneHa UMIUTaHTanus KapauoBeprepa-aeduopu-
nsitopa B KauectBe BropuuyHoi npoduinakruku BCC (1 xinace nokazanwuii). [loguepkuBaercs
Ba)XKHOCTh CBOCBPEMEHHOTO 00CIIEIOBaHUS ACUMITOMATHYHBIX CIOPTCMEHOB C TUIIEPTPOPH-
eil Mmuokapaa it quddeperiuanbHoi auarnoctukd Mexay [KMIT u pemonenupoBanuem
MHOKapna Ha (poHe WHTEHCHUBHBIX (U3HYECKUX HArpy30K («cepare atineTtay). [lokazana Baxk-
HOCTB PEIIEHHS BONIPOCaA O HEJOMYCTUMOCTH HHTEHCUBHBIX (PM3MUYECKUX HAIPY30K Aaxe IpU
acumnromarnyHoM TeueHnr ['KMII. YeraHoBiI€HO, 4UTO MHTEHCHUBHBIE CHOPTUBHBIE HATPY3KU
BBICTYMAIOT TPUITEPOM OCTAHOBKH cep/na y nanueHtos ¢ ' KMII. PerpocnexTuBHbIi pacuer
pucka BCC na ocnoBannn HCM risc-SDD calculator (kanskymnsitopa pucka BCC mpu 'KMIT)
nokasain 3,19 %, 4to cooTBEeTCTBOBaIO HU3KOMY pHUCKY. [loguepkuBaercsa BozmoxkHOCcTE BCC
y narenToB ¢ 'KMII naske mpu pacueTHOM HM3KOM PUCKE, 4TO TpeOyeT AaTbHEUIINX uccie-
JIOBaHHI IO TIOUCKY MPETUKTOPOB HEOIArONPHUATHOTO UCXO/A.
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ABSTRACT

HCMP is a severe heart disease characterized by high rates of sudden mortality, especially in
young people. Optimization of the tactics of treatment of children with HCMP in order to im-
prove the prognosis remains one of the urgent tasks of cardiology. A clinical case of a 15-year-
old boy with moderate myocardial hypertrophy and an asymptomatic course of HCMP is
presented, in connection with which the disease was not diagnosed for a long time. The boy
was engaged in professional sports, during the competition he suddenly lost consciousness,
clinical death occurred. Only timely resuscitation measures allowed to save the patient’s life.
Implantation of a cardioverter defibrillator was performed as a secondary prevention of SCD
(class 1 indications). The importance of timely examination of asymptomatic athletes with
myocardial hypertrophy for differential diagnosis between HCMP and myocardial remodeling
against the background of intense physical exertion (“athlete’s heart”) is emphasized. The im-
portance of solving the issue of the inadmissibility of intense physical exertion, even with an
asymptomatic course of HCMP, is shown. It should be remembered that it has been established
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that intense sports loads act as a trigger for cardiac arrest in patients with HCMP. Retrospective
calculation of SCD risk based on HCM risc-SDD calculator/The BCC risk calculator at GCMP
showed 3.19 %, which corresponded to a low risk. The possibility of SCD in patients with
HCMP is emphasized, even with an estimated low risk, which requires further research to find
predictors of an unfavorable outcome.
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Cnucok cokpamenuii: AJ[ — aprepuanapHOe
JnaBiieHue, BA nuccoumanuss — BEHTPUKYJIOATPU-
anpHas nucconuanus, BBOCY — Bpems BoccTaHOB-
neHust GyHKIUU cuHycoBoro y3ma, BCC — BHe3zar-
Has cepaeuHas cmeptb, BTIIXK — BeIxonHO# TpakT
nmeBoro skemynouka, ['KMII — runepTtpodudaeckas
kapauomuonarus, UKJ[ — umninantupyembiii kap-
nuoBeprep-aedudbpumistop, KBBOCY — koppuru-
pOBaHHOE BPEMsI BOCCTAHOBJIEHUS CHHYCOBOI'O y3Ja,
KIO — xoneuno-muactonuuecknii oobem, KCO —
KOHEYHO-CHCTOINYeCKHi 00beM, JIIT — sreBoe mpen-
cepaue, MKII —.MexokenyI0uKoBas MEPEropojaKa,
TB — touka Benkebaxa, TMXII — Tommuna Mex-
xenynoukoBoil neperoponku, T3CJIDK — Ttommuna
3aHEH CTEHKHU JIeBOTO kenymouka, @B — dpakmus
BbIOpoca, XMOKI' — XxontepoBckoe MOHUTOPHUPOBA-
Hue anekTpokapauorpammel, OKIW — snexTpokapau-
orpadusi, DOC — snekTpuueckas ocb cepauna, JPII
AB — sddexTuBHbIN pedpakTepHBIN IEPHOJ aATPHO-
BeHTpuKYyIsipHOro y3ma, DPII I1DK — sddexkTuBHBIN
pedpakTepHbIi IEpHO IPABOTo xenyaouka, JOU —
anekTpodusnoIoruueckoe uccienoBanue, IxoKIm —
aXoKapauorpadusi.

BBEAEHUE

l'uneprpoduueckas kapauomuonarus (I'KMIT) —
reHeTH4YeckH 00yCIIOBICHHOE 3a00JIeBaHIEe MUOKAP/Ia,
XapaKTepU3YIOIIeeCss MaCCHBHOU THTIEPTPOPHUEH MHO-
Kaplia, ¢ 94acTbIM Pa3BUTHEM IpajueHTa OOCTPYKIHUH
B BBIXOJIHOM TpPAKTE JIEBOTO JKEJIYAOYKa, peke Ipa-
BOI'O, HE CBSI3aHHOE C NOBBIILIEHUEM HArpy3KH JIaBJle-

HHEM TIPH BPOXKJCHHBIX MTOPOKAX CepAlla, apTepHaIb-
HOH u nerounoi runeprensui [1, 2]. Ha gomro 'KMII
npuxoautes 42 % ciaydaeB cpenu Apyrux (Gopm Kap-
nuoMuonatuii y gerei [3—5]. PacmpoctpaHeHHOCTH
I'KMII cpenu B3pocCibIX MO JIaHHBIM 3XOKapJauorpa-
(hmyeckoro ckpuHUHTa Koneonercs B mpenenax 0,02—
0,23 %, mpu 3TOM BO BCEX HCCICAOBAHUAX YCTAHOB-
JieHa 0oJiee BBICOKAs 4acTOTa 3a00JICBaAHUS CPE/IH JIHII
Mosiomoro Bo3pacta a0 25 met. 'KMII gamie BwIsSB-
JSETCS Y MYXKYUH 0 CPaBHEHHIO C >KEHIIMHamu [1,
2]. 'V peteil 3nMAEMHOJIOTHYECKHUE MOMYJSIIUOHHBIC
WCCIICJIOBaHUS C UCIOJIb30BAaHUEM dXOKapauorpadun
He nposoaminck. [Ipencrasiaennocts ' KMII, nuarno-
CTHPOBAHHON HAa OCHOBAHWH KIWHUYECKUX MPOSBIIC-
HU, B monyJsiuu aeteil cocrasmnset 2,9 va 100 000
[5]. ExxeroHas yacToTa HOBBIX CiIydaeB 3a00JIeBaHUS
koseonercs ot 3 1o S Ha 1 000 000 geTckoro Hacere-
Hus B rof [3, 5].

I'KMII otHOCHTCS K Hamboiee KOBapHOH (opme
KapJAOMHUOIIATUH, TaK KaK B TEUEHUE JIOJITOTO BpeMe-
HU MOXET MPOTEeKaTh OECCUMIITOMHO, YTO IMPUBOJIUT
K 3am03/JaJI0l TUAarHOCTUKE, W BHE3aIHas CepledHas
cmepTh (BCC) B psize cirydaeB CTAHOBHTCS €€ IIEPBBIM
U nocaeaHuM nposisienuem [1-4, 6]. Ilo ganubIM Hc-
CJIEZIOBaHUM, MPOBEIEHHBIX CPEIAH B3POCIBIX OOJTBHBIX
¢ I'KMII, gacrora cnyuaes BCC Bapwsupyer ot 1,8
1m0 18 %. Ilpu 3TOM moOKazaTenu CMEPTHOCTH Cpenu
MY>KUHWH TOpa3zo BeIIIe, ueM y keHrmuH [1]. Exeron-
HbIE MOKa3aTenu cMepTHocTu cpenu aetel ¢ IKMII
B ucciaenoBanusax 10-20 jgeTHeH MaBHOCTH JOCTHUTa-
mu 7 % [6], 9TO OBLJIO COMOCTaBUMO C TOKa3aTelsIMH
BCC cpenu B3pOCHBIX MAITUCHTOB C BBIPAXKCHHBIMU
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KJIMHUYECKUMHU TPOSBICHUSIMHU 3a0oneBaHus — 6 %
[1]. BmecTe ¢ Tem, coriacHO MOCIEAHUM HUCCIEI0Ba-
HUSIM, BHEJIPEHUE B KIIMHUYECKYIO TTPAKTUKY UMILIaH-
TalUU KapJIHOBEePTEPOB-1eHUOPHILIATOPOB C IEIBIO
TIepBUYHON W BTOpHuHON mpodumaktukn BCC mpu
I'KMII no3Bonuio cHU3NTH exerognyto yactory BCC
1o 1 % [7]. Yacrora BCC npu ['KMII Hauboee Bbico-
Ka Cpenu JeTel U JUIl MOJIoIoro Bo3pacta (1o 30 net)
10 CpPaBHEHMIO ¢ OOJIee CTapITUMHU HarueHTam [1, 2,
7]. Ilo naHHBIM KPYIIHOIO KOTOPTHOI'O MCCIEAOBAHUS,
BritounBiero 4 591 nmanuenta ¢ 'KMII B Bo3pacte
ot 20 10 70 snet, ObLJIO YCTAaHOBJICHO, UTO CMEPTHOCTh
y ManueHToB Moyiooro Bo3pacta ¢ 'KMII (20-29 nert)
OpLIa OoJiee ueM B 4 pasa BBIIIE B CPAaBHEHUH ¢ 0OMIEH
nonyisinuen [8].

[Tpu acumntomuom teueHun ['KMII 3aboneBanue
JUTUTENIBHOE BPEMs MOYKET OCTaThCs HEUArHOCTHUPO-
BaHHBIM. [IpH ATOM HEpenKo MOIPOCTKH 3aHUMAIOTCA
CIIOPTOM, JOCTHUTAsi BRICOKMX PE3YJbTATOB, HEY/INBH-
tenbHO, uTo ['KMII sBnsieTcs camoii yacToi nmpudu-
noit BCC cpenu mononpix coptcMeHos [9]. Ilo man-
HBIM KpYNHOTO MeTaaHanu3a 34 WCCIIeI0BaHUM,
rocBsmeHHBIX TTpobieme BCC, B KOTOpoM TIPOBEICH
aHaimu3 5 060 HaONrONEHUH JINII, BHE3AITHO YMEPIIHUX
B Bo3pacTe Mostoxke 35 net (u3 Hux 2 890 cnopTcMeHOoB
u 2 170 He CIOPTCMEHOB), OBIJIO MPOAEMOHCTPUPOBA-
HO, uTo 3a nocieanue 10 et 'KMII crana maunGoiee
pacnpoctpaneHHol npuunHoit BCC y Mononbix crop-
TcMmeHoB [10].

YuuThIBas BBICOKUI PUCK PA3BUTUS aPUTMOI€HHOMN
BCC npu 'KMII, ocHoBHO# cTpaTerueil mpoduiak-
THKW JIETATBHOCTH SBIISETCS WMILIAHTAIUA Kapau-
oseprepa-gepuodpmaropa (UKJ). [Ipodumakruka
BCC c nomomsto ummnantauuu UKJI nogpasnenser-
Csl Ha IEPBUYHYIO B TpyNmax BeIcokoro prucka nmo BCC
Y BTOPUYHYIO Yy TAI[MEHTOB, MEPEHECIINX OCTAaHOBKY
cepaua [1, 2, 7]. Cornacno EBponeiickum pexomeH1a-
UM 1o auarsoctuke u gedenuro I'KMII, abcomrot-
HBIM Toka3zanueM Juisi uMiuiantanuu MKJ sensercs
HaJIM4¥E MPEIOTBPAIICHHON (abopTHpOBaHHON) cep-
JIEYHON CMEpPTH WJIM CIIOHTAHHOW MOCTOSIHHOM JKemy-
JIOYKOBOM TaxuKapAuu, Kiacc pekomenmauuit I [1].
Ecnu y manuenTa crparuduuupoBaH CPEIHUN PUCK
BosHukHOBeHUsI BCC (1Ba u Oosiee (pakTOpOB prcka),
to uMmniantauuss MKJ[ mokaszaHa, nmpu 3TOM Kiacc
pexomennaruii 11 A. Ilpu Hamuuum ogHOTO (haKTOpa
pucka BCC y 6onbnoro ¢ 'KMII nokazanust Kk um-
rmanTanuu UK ][ MomKHBI TIHATEIBHO B3BEIINBATHCS,
YYUTBIBas PUCK M TOJIB3Y OT BMemIarenscTBa. Kmace
pexomennanuii 11 B [1]. Crparudukanus prucka mpo-
BOJIMTCS HAa OCHOBAaHWH OLIEHKH HAJWYUS Y MAIlUeHTa
OCHOBHBIX H JIOTIOJTHUTENIBHBIX (PakTOpoB pucka. K oc-
HOBHBIM (rN1aBHBIM) (hakTopam pucka BCC oTHOCSTCS:
1) mpepBaHHBIN 3MU30]] OCTAHOBKH cepira ((puodpi-

JSAUUS KETYJOUYKOB) HW/WIHM TMOCTOSHHAs MOHOMOP-
¢bHast xenmymoukoBas Taxukapaus; 2) cimydan BCC
ot 'KMII B cemeiiHOM aHaMHe3€e; 3) CHHKOIIC HEYyCTa-
HOBIICHHOW TPUYHHBL;, 4) SKCTpeMallbHasi TUIIEPTPO-
¢Gus CTEHOK JIEBOTO JKENYA0YKa (TONIIMHA CTEHKH >
30 MM); 5) HETTOCTOSHHAS JKETYI0OYKOBask TaXUKapAHS
Mo JaHHbBIM 24-gacoBoro cyrounoro ODKI' MoHHTO-
pupoBaHus; 6) HeaJeKBAaTHBIM OTBET apTePUAILHOTO
nmaBieHus: (AJl) Ha Qusnueckyro Harpysky (CHHKe-
Hue AJl). BeposaTHsiMu pakTOpaMu prcka sIBISIOTCS:
GuOpHIIIIUS TIpeACcepauii, UIIeMUsT MUOKapaa, 00-
CTPYKIIUS BBIBOJAHOTO TPaKTa JIEBOTO JKETy/I0YKa, HH-
TEHCUBHAs (pM3MUECKasi Harpy3Ka, TCHEeTHUECKHE MY-
TaIlMU BHICOKOT'O PUCKA, MOJIOAOHM BO3PACT MAallEHTOB,
yBenudeHnue jesoro npeacepaus [1]. K rpynne Husko-
ro pucka 1o BCC oTHOCSTCS MallUeHTHI, HE NMCIOIIIHE
¢dakTopoB pucka. B pykoBomcTBE TO JMAarHOCTHKE
u neyennto 'KMII EBpomeiickoro olmecTBa Kapau-
0JIOTOB TIPEJCTaBJIeHA CHelHalbHasi MaTeMaTuyecKkas
MOJIeJNIb [T KOJMYECTBEHHOH OLIEHKHM PUCKa BHE3aIl-
HOM cepmedHoi cMeptH. [Ipn 3TOM KiaccubunmpyeTcst
Hu3kui (Mernee 4 %), cpennnii (ot 4 10 6 %) M BBICO-
kuil puck (6onee 6 %) pazsutus BCC. [Ipu BricokoM
pucke BCC ummnantamus MKl oGs3arensHa, mpu
cpellHeM — BO3MOXKHA, TIPU HU3KOM — HE TOKa3aHa
[1]. CyecTBeHHBIM OrpaHUYEHUEM SBISETCS BO3-
MOXXHOCTb €€ HCIIOJIb30BaHUS TOJIBKO ISl MAllMEHTOB
crapiue 16 ner. Bmecte ¢ Tem, gaxke mpu OTCyTCTBUU
Oosbiux (GakTopoB pucka y nanueHToB ¢ ['KMII mo-
*eT Bo3HUKHYTh BCC. Tak, mo manasiM Maron B. [7],
y 20 % 6onpubix ¢ 'KMII 1 BCC He 0b110 007BIINX
(akTOpOB pHCKa, COOTBETCTBEHHO, MPEABAPUTEIHLHO
CTPaTUPHUITPOBAIICS HU3KUH PUCK.

[Ipomomkaercs AMCKYCCUs O BO3MOXHOCTH Tiepe-
HOca 3TUX pekoMeHjauuit Ha nererd ¢ ['KMII [3, 7].
Jlo HemaBHEro BpeMEHHM ISl OLEHKU MPOrHo3a y Je-
TEH HCIONB30BAIUCH XOPOILIO ONUCAHHBIE (DAaKTOPHI
pucka BCC B3pocnbix nanueHToB. OgHaKko B MOCIEN-
Hee JeCATHIIETHE TIPHUIIIN K BBIBOAY, YTO HEOOXOMH-
Ma TpaHchopMaIus UCIOIb3yeMbIX (haKTOPOB pUCKa
B TIEMATPUUECKON MOMYIISIUH JJIsl OLEHKH S-JIETHETO
pucka BCC. U, nakoser, B 2019 rony Oblia pa3padbora-
Ha Mozenp nporHo3upoBanug pucka BCC nmpu ['KMII
y nereii (HCM Risk-Kids) Ha ocHOBaHMUM maHHBIX |
024 mauunenToB o 16 net ¢ 'KMIIL. B kauectse mpe-
JUKTOPOB paccMaTpHUBaJIMCh BO3PACT HA MOMEHT IIO-
CTAHOBKHM JMAarHo3a, JOKYMEHTHpPOBaHHas HEYCTOM-
YUBast JKEITYJOIKOBAs TaXUKapAHs, CHHKOIIE HESICHOU
stuonoruu, ronmuaa MXKII (Z-daxrop), koHeUHO-1H-
ACTOJIMYECKUN pa3Mep 3aJHEil CTEHKH JIEBOTO JKEIy-
nouka (Z-dakrop), pazmep JIII (Z-pakTop), TUKOBBIH
TPaJMeHT JABJICHUS BBIXOTHOTO TPAKTa JIEBOTO KEIy-
Jlouka. Y Jeteil, B OTIIMYUE OT B3POCIHbIX, CEMEHHBIN
anamue3 BCC u HeanexBatHas peaknus AJl Ha pusu-
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YeCKyI0 HArpy3Ky He OKa3bIBAJIM 3HAYUMOTO BIHSHUS
Ha miporHo3 [11]. Banunamnus naHHOW Monenu ObLia
MpOBEJeHa B MEKJYHAPOJIHOM MHOTOLIEHTPOBOM KO-
roptaoM wuccienoBanuu B 2020 romy (PRIMaCY)
(6w1TO BRITFOUEHO 572 manuenTta 1o 18 met). B oTimune
OT B3POCJIBIX I'PAIMEHT BHIXOHOTO TPAKTa JIEBOTO JKe-
JylouKa UMeJ oTpuuarensHyto koppensuuio ¢ BCC,
cemeifublii anamue3 1o BCC He umen KIMHUYEeCKOTO
3HaUEHUs U He ObLT OTHEeCeH K ¢akTopaMm pucka BCC.
[IpenckazaTenbHas IEHHOCTh JaHHOW Mojenn Oblia
BBICOKA, cocTaBuB 76 % [12, 13].

[puynasl [KMII reteporeHHsl, ocoOEHHO B JET-
ckoM Bo3zpacte. B 50 % cmydaeB 3a0oneBanue acco-
IUUPOBAHO C MyTarusaMu B renax MYBPC3, MYH7,
TNNT2, TNNI3, TPMI, ACTCI, MYL2 u MYL3, xo-
JUPYIOIINX CapKoMepHble Oenku Muokapaa. Hawmbo-
nee yacto ['KMII Bo3HMKaeT nmpu MyTanusax B TeHax
MYBPC3 u MYH?7, xogupyiommx MHO3HH-CBI3bIBa-
toruit 6enok C ¥ TSIKETYIO 1eTb J-MHUO3HHA COOTBET-
ctBeHHO [1, 14-19]. B 10 % cayuaes 'KMII y nereit
3a0oJieBaHNe pa3BUBaeTCA Ha (OHE METAOOIMUYECKUX
HapylICHUH, BO3HUKAIOUIMX B PE3yJbTaTe MYyTalUid
Te€HOB OEITKOB HECAPKOMEPHOT'O KOMILIEKCa, CIEACTBH-
€M Yero SIBJISETCS OTIOXKEHHE IMPOyKTOB META00TN3-
Ma B IIUTOIJIa3M€ MJIM JIM30COMax KapJAMOMHOLMTOB.
K takum 3aboieBaHUsSIM OTHOCATCS Oosie3Hb JlaHo-
Ha, [Tomnie, Kopu, ®abpu, ammnonmgo3 [1, 14-16, 19].
B nerckom Bo3pacTe ropaszmo yamie MO CpaBHEHHUIO
co B3pocasiMu BeTpedaercs IKMII (mo 7 %), acco-
LUUPOBAaHHAS C CHHIPOMAaJIbHBIMH (popMaMu, B OCHO-
BE KOTOPBIX JIE)KAT MYTAIlMU B T€HaX, KOAMPYIOIINX
Ocnkm Pac-MUTOreH aKTHBHPOBAHHOW IPOTEHHKHU-
Ha3bl (Ras/mitogen activated protein kinase, MAPK)
[14-16].

YcranosneHo, uro nanuenTsl ¢ ['KMII u capxko-
MEpHBIMH MyTanusMu 011 6omee moasepxerst BCC.
YOenuTenbHO MPOAEMOHCTPUPOBAHO, YTO TE€HETHUYE-
ckue (PaKTOPBI BIMSIOT HA YaCTOTY HapyLIEHUH pUTMa
n nposenenus npu 'KMIIL. Tak, mo naHHBIM Kpym-
HOr0 MeTaaHalin3a, BKJIIOUaromero 7 675 mauueHTOB
¢ 'KMII, napyieHue npoBOJsIIEd CUCTEMbI cepala,
4acTOTa BO3HMKHOBEHHS IKEITYJOYKOBBIX apUTMUU
Obl1a BBILIE y MAIIMEHTOB ¢ MyTauusMu B rene MYH7
o cpasHeruio ¢ MYBPC3 [20].

MBI XOTUM TIPEACTaBUTH KIWHUYECKOe Habmroze-
HH€ IOHOIM 15 JeT ¢ aCMMIOTOMAaTHYHBIM TE€YEHHEM
I'KMII, B cBsI31 ¢ ueM 3a00Ji€eBaHUE AJIUTEIBHO HE THU-
arHOCTHPOBAJIOCh. MalbuuK 3aHUMAJICS TTpodeccro-
HaJIbHBIM CIIOPTOM, B X0JI€ COPEBHOBAHHS OH BHE3AITHO
MOTePsST CO3HAHHWE, BO3HUKJIA KIWHUYECKAs CMEPTh.
TosbkO CBOEBpEeMEHHBIE PEaHHMMAITMOHHBIE MEPOIPH-
SITUS TIO3BOJIMJIM COXPAHUThH KU3Hb MallMEeHTy. bblna
MPOBEJICHA UMIUIAHTAIUS KapAHoBepTepa-nehudpu-
JATOpa B KadecTBe BTOPHYHOM npodrmaktuku BCC.
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OMMNCAHUE CNTYYAA

CemeitHbrii anamHe3 oTsaromeH — y otma ['KMII
¢ OnmarompusTHBIM TEUSHHEM, TEpalii HE MOoJydYa-
eT. B mponuiom 3aHuMAalCs CIOPTOM, UMEET TMEPBBIN
B3pOCJIbIN pa3psi.

Anamnes 3abonesanus

Pebenox ¢ 6 nem nauan 3anumaemcs cnopmom —
sosetibonoM. Bnepsvie ocmompen kapouonoeom, u 6bvi-
noanena IOxoKI 6 eospacme 7 nem — 6o3pacmmuas
Hopma. B oOanvneiiwem pezynsapno npoxooun meou-
YUHCKUe ocMompbl O 0ONYCKA K 3AHAMUAM CHOD-
mom. Bnepevie eunepmpogusa muokapoa 6wiseneHa
6 gozpacme 10 nem, MOIWUHA MEICIHCELYOOUKOBOU
nepezopooxu (TMZKII) cocmasuna 12 mm (3,1z score).
Jlanvretiwee 0006ciedosanue He HAZHAYAL0Ch. B x00e
OuHamuuecko20 Habiodenus, 6 eospacme 12 rem moi-
wuna MIKII 6 npedenax Hopmbl, 8bICMABIEH OUACHO3
«CNOPMUBHOE PeMOOenuUposanuey, pebeHox 0onyuen
K 3aHAMUAM CHOPMOM 8 npedichem odwveme. llayuenm
HA HeCKONbKO e GblNail U3 NOJA 3PeHUs Cneyudiu-
cmog u He npoxooun oocredosanue. Jlemom 2021 200a
(6ospacm 15 nem) y maivyuxa 6nepevie NoAGUIUCH HCd-
100bL Ha ycmanocmy, c1abocmy, counusocms. 1o pe-
synemamam OxoKID ewisenena eunepmpopus muo-
kapoa TMOKIT — 16,5 mm, monwuna 3a0nel cmenku
negoeo smcenyoourka (13CIDK) — 11,8 mm (2,81z score),
PEKOMEHO08aHO 00caedosane 6 Cneyuaru3uposa-
HOM YeHmpe, 00HAKO PeKOMEeHOAyUll N0 02PaHUYEHUIO
uaU 0meooy om 3AHAMUL CHOPMOM He nonyueHo. Pexo-
MEHO0BAHO NpoedeHUe MACHUMHO-PE30HAHCHOL MOo-
moepaguu (MPT). C cenmsabps mecaya pebeHoK Hauan
AKMUBHO MPEHUPOBATNBCSL.

26 ceHtsa0ps 2021 roma BO BpeMs TPEHHUPOBKH
Ha (oHE APMOIMOHAIBHOTO CTpecca PeOCHOK BHE3all-
HO ymai (U3 TOJIOKEHUS CTos), 3aUKCUpOBaHa OCTa-
HOBKa CepJila, TPEHEP BBI3BAI CKOPYIO MEIHIIMHCKYIO
momoms (CMII) w He3aMemIUTeIhHO WPHUCTYIIHII
K CepAeyHO-JIeroyHoil peanumanuu. bpuraga CMII
npuexaia 4yepe3 5 MUHYT, 3aMKCHpOBaia OCTaHOB-
Ky cepaua, npu 3anucu K[ ormeuena GuOpusus
npencepauii. Ilpoussenena aeGuOPHUISIAS C TIOMO-
IIBI0 KapauoBepTepa-nepuOpmuisTopa, pUTM BOCCTa-
HoBwIcs. PeOeHoKk mHTYyOupoBaH, nepeseneH Ha MBJI,
TOCIUTANIN3UPOBAH B OTAeieHHe peaHumanuu ['bY3
r. MockBrel «II'Kb Cesaroro Bmamumupa [I3M»y. Ilo-
ClIe BOCCTAHOBJICHUS CO3HAHUSI BBISABJIEHBI CIIyXO-
BbI€ U 3puUTeibHble raunonuHanuy. [lo nanueiv KT
ot 27.09.2021: cunycosrii put™ ¢ YCC 79-83 yn/MuH,
HeroJHast OJIoKaJa MpaBoil HOXKKY mmydka ['uca, oTKIIo-
Herare DOC BIpaBo, MPU3HAKK MOBBIIICHUS AIIEKTPH-
YECKOM aKTMBHOCTH JIEBOTO NPEJCEPANS, BbIPA)KEHHbIC
HecneuupuuecKue HapyLIeHHsl IPOLECCOB PENOspH-
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3allMy B MUOKapae kenynoukoB. [To manueim OxoKI':
KOHEYHO-/IMACTOJIMYECKUI pa3Mep JIEBOTO JKENTyAouKa
(KAP JIK) — 62 MM; KOHEUHO-CUCTOIMYECKUHN pazMep
neBoro xenynouka (KCP JIDK) — 28 mm; koHeuHO-/1Ma-
CTONMMYECKUN 00BeM JieBoro xemymouka (KJ10) — 194
MJI; KOHEYHO-CHCTOJIMYECKHIA 00bEM JIEBOTO JKEITY09-
ka (KCO) — 31 mu, ppakuus Beiopoca (PB) — 83 %,
TMXKIT — 15 mMm; T3CJDK — 11 MM; mpu3HaKu dKC-
LEHTPUYHON TUTepTpour MHOKapaa JIEBOTO Kely-
nouka. XMOKTI ot 29.09.2021: peructpupoBaics cH-
HycoBblil put™ ¢ YCC 79 yn/mMuH, 31IM30/b1 MUTPALIIH
Bogutens purMma, opanuapurmusi. YUCC: cpeqnsist — 85
yIA/MUH, MUHHMajibHasi — 56 yji/MUH, MaKCUMajlb-
Has — 148 yn/mun. Hapytrenne mpoBOAMMOCTH HE 3a-
peructpupoBano. [l Ha3HAYCHUS Teparnuu 1 npou-
naktuku BCC nepeBeneH B oTAeNieHHE KapIHOJIOTHH
HUKU neguarpun um. 0. E. Benprumena.

[IpoBeneno o6cnenoanue. IKI': 3apeructpupona-
Ha Opanukapaus, OJlokaja mpaBol HOXKKH Imydka [ 'uca.
XMOKI': peructpupoBalicsi CHHYCOBBIM PUTM C Cpefl-
Heit YCC — 79 ya/mMuH, 31U30/1bI MUT DALMY BOIUTEIIS
purma (MuauMaibaas YCC — 56 yi/MuH, MaKCHMallb-
Hast — UYCC 148 ya/muH). Hapymenne mpoBoIuMOCTH
HE 3aperucTprupoBaHO. BBISBICHBI 2 KeNyI0YKOBBIC
[apacUCTOJIbIL.

OxoKTI: KAO — 194 mu; KCO 31 mu, ®B — 83 %,
TMXIT — 15 mm; T3CJIDK — 11 MM; MakcuMallb-
Has TOJIIMHA Ha yPOBHE 0aszallbHBIX W CPEIHHX TIe-
peIHe-TIeperopoJOYHBIX CETMEHTOB 10 25 MM (3,77)
W Hajgu4ue OOCTPYKIHMH B BBIXOJHOM TPaKTE JIEBOTO
XKemymouka 10 36,6 MM PT. CT. (32 CUeT mapaaoKCalib-
HOTO TIEPETHETO NBIIKEHUSA TepeaHed CTBOPKH MH-
TpanpHOTO KianmaHa/SAM cunapom). Pasmep neBoro
npexacepaust B M pexxnme 32 MM — HE pacIIUpeHo.
MuTtpanbHag HenocTartouyHocTh I. TpukycnuaanbHas
HEJIOCTaTOYHOCTh [. BeIpaxeHHass HEOTHOPOIHOCTH
AXOCTPYKTYPBI MHOKapAa OOOHMX JKETyJO0YKOB C Ha-
JIMYUEM 30H yCHIIeHUs1 curHaina (Gpubpos) mpenmyie-
CTBEHHO Ha YPOBHE CENTaJbHBIX CETMEHTOB.

B GroxnMu4eckoM aHaIi3e KPOBU OTMEUCHO TTOBBI-
IIIEHUEe yPOBHEH MapKepOB KIETOYHOTO TIOBPEXK ICHUS:
Hecnenuduuecknii — KpeaTuHkuHa3a 10 259 En/n (N
5-171 En/n), xapauocnenuduueckuii — KpearuHdoc-
¢oxunaza-MB no 7,8 ur/mi (N 0,7-46 ur/mom). O0uuit
KJIMHUYECKUI aHalln3 KPOBH, OMOXMMHUYECKHUH aHATU3
KPOBH, HCCJIEJOBaHHE KHCIOTHO-OCHOBHOTO COCTOS-
HUsI, KOaryJjorpamMmma, HCCJIEJOBaHHE yPOBHEH THpe-
OUJHBIX TOPMOHOB U KapAHUOMAapKEPOB, KIMHUYCCKUI
aHaJU3 MOYH B MpesiesiaX HOPMBIL.

WNuBazuBaoe DOU: gepe3 amekTpoas: BBOCY —
1 120 mc, KBB®CY — 250 mc, TB — 130 nmn/mMuH,
OPIT AB — 330 mc, petporpagno — BA nuccounanms,
OPIT 1K — 250 mc. Ilpu npoBeaeHUN CTUMYIISIIUU
npencepanii MHAYIUPOBaHa ycTounBas (GUOPHILIS-

LM IPEACEPANN, C YaCTOTOM aKTUBALIMU KENTYI0UKOB
75—135 B MUHYTY.

Wmnnantanus  KapaaoBepTepa-aehuOpuiIsaTopa.
[IpuHMMas BO BHUMaHHUE 31MU30/] OCTAHOBKH KPOBOO-
Opamenns y manuenta ¢ ['KMII, ¢ nenbio BropuyHOU
npoUIIaKTHKN BHE3AIMHOW CEpACYHON CMEpTH, acco-
[IMAPOBAHHON C HapyIIEHWEM pUTMa cepiia, IpoBe-
JIeHa UMIIJIAaHTAIUs KapauoBepTepa-aepuoprmiaTopa
(I kmacc mokazanuil). VIMIIaHTHPOBaHHOE YCTPOU-
ctBo: Medtronic Evera MRI SureScan DDMB2D4
(PGZ643874S). K]l 3amporpaMMupOBaH B pPEeKUME
DDD ¢ 6a3oBoii gactoroit 30 uMII/MUH. ATPHOBCH-
TpukyispHas 3agepxka 300 mc. IIpupoct YCC B oT-
BET Ha Harpy3Ky 3a CUET YCKOPEHHsI COOCTBEHHOTO
putMa joctarounbii (0 164 yu/mun). Cpenuss YCC
nHeM 83 yn/muH (Hopma — 82), HOUbIO — 63 ya/MUH
(Hopma — 62).

[lanueHnTy nns CHMKEHHS TpajueHTa BBIBOAHOTO
TpakTa JI)K HazHaueH cenekTUBHBIN OeTa-aapeHob:io-
katop merorpoioin (1 Mr/kr).

[Ipu HAOMFOMEHNH B TUHAMHUKE KaJI00 HE TIPEIbSIB-
15, cpabareiBannii KB/ He oTMedeHo.

[lo mannapM Ox0KI" — acummerpuuHas 00CTpyK-
THUBHAsl runieprpoduyeckas KapauOMUONATHS C Mak-
CUMaJBHON TONIIMHOW MHOKapaa ao 23 mm (3,317)
Ha ypoBHE 0a3allbHBIX U CPEAHUX MepeIHe-TIeperopo-
JIOYHBIX CETMEHTOB W HanuuueM ooctpykiuu BTITK
mo 10 mm pt. cT., BTJDK 32 cuer SAM cunapoma
10 29,7 MM PT. CT., HEOJHOPOIHOCTD IXOCTPYKTYPHI
MHOKap/a 000UX KeITYA0YKOB C HAIMYNEM 30H yCHIIe-
HUA curHaja (puOpo3), MPerMyIIeCTBEHHO Ha YPOBHE
CEeNTaJbHBIX CETMEHTOB.

Ha OKI" B mokoe 3apeructpupoBana yMepeHHasi CH-
nycosas 6pagunaputmus ¢ YCC 57-64 yn/mMuH, 0TKII0-
menue DOC Brupaso (yron anbda +109 rpan.), bmokaga
MpaBOM HOXKKH Myuka ['nca, BeIpakeHHOE HapyIIeHUE
MIPOLIECCOB PEMONISIpU3alMi B BHJIE OTPHIATENIBHO-
ro 3yoma T B orBenenusx I, aVF, crmaxennoro 3.T
B aVR. Cros u mociie ¢pu3ndeckoit Harpy3Ku: CHHYCO-
Bast Taxukapaus ¢ UCC 105-107 u 120-122 ya/mun
COOTBETCTBEHHO, YXYAILIEHHE IPOLIECCOB PENOJIApU3a-
uu B BUAE oTpunarensHoro 3yoma T B 11, aVF, aVR.

ITo mamaepiMm XMOKI: y mamuweHTa yCTaHOBJICH
UK B pexume DDD c 6a3zoBoit UHCC 30 yn/mwuH,
AV3zanepxxkor 300 mc, AV-sensed — 270 mc. B Tte-
YeHHE MCCIIeIOBaHUsl PErucTprupoBasics CHHYCOBBIN
put™, YCC (nn.) — 81 yn/mun (Hopma 82-94), UCC
(HO4UH.) — 56 yn/muH (HOpMa 65-76), UCC (cp. cyT.) —
77 yn/muH (HOpMma 74—86). IlomHas Grmokama mpaBoi
HOXKHM Iyuka [mca. YmepeHHass Opaaukapaus BO
BpeMsl CHa, IEPUOJbl MUTPALIMH BOAUTEINSI pUTMa UITN
3aMeMIaloIeTo MPEeICePIHOT0 PUTMA NPHU CHUKECHHUH
YCC. B HOYHOE BpeMs 3aperucTpupoOBaHbl €IUHUY-
HbIe OJUHOYHBIC KOMIUIEKCHI JKEITYIOUYKOBOH CTHUMY-
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nanun. EnuHIYHBIE MpexIeBpeMeHHbIE KOMILIEKCH
MPEeACEPAHON CTUMYIISIIIMM M STTU30]] PUTMAa ITpecep-
Hoit crumyssinuu ¢ YCC 50 yn/mun B 3:16. Eqununy-
HbIE KOMIUICKCHI IPEJICEPAHON CTUMYIISIIIUH ¢ 0a30BOit
UCC. Ilepuoasl put™Ma P-cHHXpOHU3MPOBAHHON CTH-
MYJISIIIUN, CIUBHBIE KOMILIEKCHI. [IpencTaBieHHOCTh
putma, HaBsizanHoro oT MK/, B emom 3a cyTku MeHee
1 %. IlpeumyiiecTBEHHO JHEM, Ha ()OHE CHHYCOBOH
TaxXWKapAUN 3aperuCTPUPOBAHBI OJMHOYHBIE (BCETO
15) u 1 maprast monuMop(dHBIE KETyT0UKOBBIE IKCTpa-
CHCTOJBL. ENMHIYHbBIC OJMHOYHBIE HAIKENyI0UKOBbIE
akcTpacuctonsl. Ilayssl putma 10 1 952 mc. UnTtep-
Bas1 QT Ha munumansHoi YCC 44 yn/mun — 440 mc,
QTc — 377 mc. MuaTepBan QT na makcumansHOU YCC
144 yn/mua — 276 Mmc, QTc — 428 mc. MaTepBan QT
MakcuMalnbHbiii — 481 mc (Hopma < 480 mc). MaTep-
Bas QTc cpenunii — 433 mc (Hopma < 450 mc). Makcu-
MallbHas maysa putMa 10 1 952 mc.

[lo pesympraram TpemMHI-TECTa TOJIEPAHTHOCTH
K ¢usnueckoil Harpyske — B Hopme (10.20 METS),
HapylIeHUH pUTMa U MPOBOJUMOCTH HE 3aperucTpu-

pOBaHo.
[IpoBeneno IeHETHYECKOe uccien0Ba-
HUEe s OOHAapyXEHHsS IMPHUYMHHOIO  (akKTo-

pa I'KMII — BeisBnena myranus B rene MYH7
(14:2.23415651C>T ENST00000355349.4: ¢.5135G>A
ENSP00000347507.3: p.Argl712Gln). B reteposurot-
HOM COCTOSIHUU.

[Iponomxena tepanust Metonponosnom B no3e 0,81
MI/KT/CYT, C aHTHNPOIU(EPATHBHOM ILIEJIbI0 Hayat
MPHEM CITUPOHOIAKTOHA B 103¢ 0,5 MI/KI/CyT.

OBCYXAEHUE

'KMII — Tsixenoe 3a00iieBaHUi cepyiia, XapaKkTe-
pusytomieecs BRICOKUMH TMOKAa3aTeIsIMH CMEPTHOCTH,
0COOEHHO y JuI Mojoxoro Bo3pacta. OnrTuMuzanus
TAaKTHKH JICUYCHHsI AeTeH, cTpaTu(UKalus pucka BHe-
3amHOM cepaeyHol cmeptu y mnainueHTtoB ¢ ['KMII
OCTaeTCsl OIHOM M3 aKTyaJIbHBIX 3a/1a4 KapAUOJIOTHH.
Ha ocHOBaHMM NpeICTaBIEHHOI'O HAMU KJIMHUYECKO-
ro ciydas XOTeJIOCh OTMETUTh BaKHOCTh paHHEH Iu-
arHoctuku ['KMII, nuddepenunanum cnopTUBHOTO
pPEMOJIEIUPOBAHUSI U MIEPBUYHOIO 3a00JI€BaHUS MHO-
Kap/a, 0COOEHHO y MaIMeHTOB, TPO(pecCHOHATIBHO 3a-
HUMAIOIIUXCS CIIOPTOM.

I'mneprpodus muokapaa mo paHHeIM OXoKI-00-
CJIEIOBaHMS BBISABISAETCS JOCTATOYHO YacTO Cpenu
JIUI] IE€TCKOTO M MOJAPOCTKOBOTO BO3pacTa, 3aHNMAalo-
muxcs croptoM. Tak, mo manHeIM Fox [21], cpenn 2
332 MmonpOCTKOB, 3aHUMAIOLIUXCS CHOPTOM, THIIEP-
Tpodus muokapaa Obuta BeisiBieHa y 137 (5,8 %),
npuyeM runeprpodudeckas KapJuoMuonatus Oblia
MOATBEPIK/ICHA JUIIH y 7 MAlMEHTOB U3 3TOTO YHCJA.
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BayxHOCTh CBOEBPEMEHHOTO 00CIIEJOBAHUSI ACHMIITO-
MATHYHBIX CIHOPTCMEHOB /I BEpHUPHUKAIMH Yy HUX
uctunHo ['KMII u perienust Borpoca 0 HEJAOMYCTH-
MOCTH MHTEHCUBHBIX (PM3MUYECKUX HAIPY30K MOTUEp-
KUBAaeT yCTAHOBJIEHHUE TOI'0, YTO MHTEHCHUBHBIE CIIOP-
THUBHBIE Harpy3KH BBICTYIIAIOT TPUTTEPOM OCTAHOBKHU
cepama y naruentoB ¢ ' KMII [12]. beio ycranosme-
HO, uTo BCC Bo3HMKana B 32—44 % — npu ymepeH-
HBIX 1 22-32 % — npH TSDKENbIX GPU3NYECKUX HATrpy3-
kax [53]. B cBsi3u ¢ 3TUM psil aBTOPOB PEKOMEHAYIOT
YYUTBIBATh JAHHBIN MTOKa3aTelb KaK BEPOSITHBINA (ak-
top pucka BCC [22].

Bepraemcst kK IpOAEMOHCTPUPOBAHHOMY CIIy4aro
passutus BCC Ha QoHE )KHU3HEYTPOKAIOLIETO aPUTMO-
TeHHOTO COOBITHS Y MOJPOCTKA C ACHMITTOMHBIM Teue-
nuem ['KMIIL. PetpocnektuBubiii pacuet pucka BCC
Ha ocHoBaHnH HCM-riskSDD calculator (kaiapKymsiTo-
pa pucka BCC npu I'KMII) nokazan 3,19 %, uro co-
OTBETCTBOBAJIO HU3KOMY pHCKY. Bo3mokHO, Hebnaro-
MpUSATHOE TeueHue 3a00IeBaHus y TaHHOTO MaIleHTa
MOXET OBbITh 00YCJIOBJIEHO HAaJHMYHEM «3JI0KaYeCTBEH-
HOI» MyTanuu B rene MYH7. Tak, no NaHHBIM METa-
aHajan3a, BKIouuBiiero 7 675 mamuentoB ¢ I'KMII,
HaJIMuve MyTauuii B reHe MYH7 accouMupoBanoch
¢ 6osee paHHUM J1e0FOTOM, BBICOKOM YaCcTOTON pa3BH-
THS KETYJOUKOBOH TaXUKAPAUU U OOCTPYKLIUHU BBIBO-
nHoro tpakta JIK [20]. IIpu cpaBHeHun TedeHus 3a-
OoyieBaHUs Yy TAIIMEHTOB C MyTalUsiMu B reHax M YH7
n MYBPC3 Ha ocHOoBaHMHM HaHHBIX 4 591 marmenra
¢ 'KMII u3 peectpa capkoMepHON KapJAHMOMHOINATHH
yenoBeka (SHaRe), ecTb ykazanus Ha Oojiee BRICOKUIN
puck paszsutust OI1 u nporpeccupyromeit CH, TpeOy-
Ioled TpaHCIJIAaHTAlMU CepAlla MJIM MeXaHHYeCKOU
TIONIICPYKKH Cepata y Hocutene mytamuu MYH7 [19].

Jo pa3BuUTUA YyCHEIIHO MNPEAOTBPAILICHHON KJIU-
HUYECKOM CMEpTH y MauueHTa He ObUIO HU OJHOrO
(akTopa pucka, 4yTo MpH cTpaTuUKaLUU ObLIO ObI
paciieHeHo Kak HU3KHi puck pa3sutus BCC, B cooT-
BETCTBUU C TUM UMIUIAHTALUs KapauoBepTepa-aedu-
OpmiisiTopa Oblila He mMokasaHa. BmecTe ¢ TeM, naxe
HU3KUN PUCK HE UCKIIOYAET BO3MOXHOCTH Pa3BUTHUS
BCC y martuentoB ¢ I'KMII [7]. DTo ere pa3 AUKTyeT
HEOOXOIMMOCTh TIOUCKA JIONOJHHUTEIBHBIX (HAaKTOPOB
pucka BCC wu coBeplieHCTBOBAHMS IE€PCOHAIU3H-
poBanHoro moxxona k npodunaktuke BCC y nereit
¢ 'KMIL.

[lo maHHBIM, OlCHHBAIOIIUM 3P(EKTHBHOCTh HM-
TJIAHTAITUN KapauoBepTepa- nepuOpuiisaTopa B Kade-
crBe BropnuHOi npodunaktuku BCC, ycTaHOBIEHO,
4T0 OHa Oosee 3¢ ekTHBHA y JIMIl MOJIOJIOTO BO3pacTa
¢ '’KMII. YacToTra MOTHBHPOBAaHHBIX CpadaThIBAaHHUH
KB/] Gonee BbICOKa NpU BTOPHUYHOW MPOQUIAKTHKE
BCC mo cpaBHEHHIO C MEpPBUYHON MPO(HUIAKTHKON
[21, 22].
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OCHOBHBIMU OIIMOKaMH BEACHUS JAHHOTO TAI[eH-
Ta SIBJISUIKCE!

—  HENOOLIEHKAa JIAHHBIX CEMEHHOro0 aHaMHe-
3a (Hamumuune ['KMII y oTma pebenka mpeamnonarasio
BO3MOKHOCTB HACJICICTBEHHOMW/CApKOMEPHOH (HOPMBI
'KMIT);

—  OTCYTCTBHE PEryJISIPHOTO MOHUTOPHHTIA JaH-
HbIX OXoKI' u aHanu3a crerneHu rUnepTpoOPUU MHUO-
Kapaa;

—  OTCYTCTBHE CTPOTHX PEKOMEHAAIHMH IO OT-
CTPaHEHHIO OT 3aHSATUU CIIOPTOM JI0 TIONYYEHUS JaH-
HBIX J0OOCIICIOBAHUSI.

BbiBObl

CBoeBpemeHHas quddepeHnaibias T1ariocTuKa
MEX]y CIOPTHUBHBIM DPEMOACTUPOBAHMEM MHOKapia
(«cepnue atneTay) MpU MHTEHCUBHBIX 3aHATHSIX CIIOP-
TOM M THIIEPTPOPUUIECKON KapIHOMHOIIATHEH BaKHA
JUTs ONIPEJENICHHS] CTPATETUU JICUCHUSI U HaOMIOACHMUSI
ManueHToB. B 3ToM ciaydae ocoOyio BakKHOCTH MpU-
00peTarlT pe3yNbTaThl JUHAMHYECKOTO 3XOKapJIno-
rpaduuecKoro HaOMIOMEHNS B COUCTAHUH C JaHHBIMHU
IFeHETUYECKOT0 TECTUPOBAHMSL.

CBOEBpEMEHHOE YCTpaHCHHE HWHTCHCHUBHBIX (QH-
3MYECKMX Harpy3oK IMpHU NEePBUYHON (CapKOMEpHOH)
¢dopme TKMII siBisieTcss BaXKHBIM acleKTOM Mpodu-
naktuk BCC naxke mpu acCUMITOMAaTHYHOM TEYEHUH
3a00JIeBaHMUsL.

JUtisi MUHUMH3AIUU CMEPTENIBbHBIX HCXOJ0B IPH
Pa3BUTHH KUIHEYTPOKAIOIIUX COOBITUH 0COOYIO POITH
UI'PAIOT CBOEBPEMEHHBIE U IIPaBHIIbHbBIE pEaHMMAallU-
OHHBIE MEPONPUATHS, NPEANPUHIATHIC KaK Ha J10Bpa-
4eOHOM 3Tare, Tak ¥ BpauaMu HEOTIOKHON MeTULINH-
CKOM ITOMOIITH.
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PE3IOME

[IpencrasneHo npocreKTuBHOE HaOIIoAeHHE B Teuenue 4 siet (¢ 14 no 17 net) 3a geBouxoii ¢ 60-
ne3nbio Jlanona. OTMedeH paHHUH AeOI0T 3a00eBaHs, B KIIMHUYECKOH KapTHHE IOMHUHUPOBA-
JIY TIPECUHKOTIAIbHBIE U CHHKOTIAIbHOE COCTOsIHME. [0 KIMMHUYeCcKoi KapTHHE MPEeCHHKOMAIb-
HBIE COCTOSIHUSI HOCUJIM Ba30BarajbHbIIl XapakTep, 4To ObLIO BEPH(DUIMPOBAHO pe3yabTaTaMU
Tunr-tecra, Korga BbISABIECH Ba30[ENPECCOPHBIN BapuaHT. 3a00JeBaHHE XapaKTEepU30BaJIOCh
M30JIMPOBAHHBIMU CEPACYHBIMU HApPYLICHUSMH B BHJC KOHLIEHTPUYECKOH IMIIEPTPOPUUECKON
KapAMOMHOTIATHH, PACTIPOCTPAHEHHBIMHU (PUOPO3HBIMU M3MEHEHHAMH B MUoOKapje. [1o nraHHbIM
crangaptaoit OKI" u cyrounoro monutopuposanus DKI' BBISBIEH CHHIPOM MPEIK3UTALINH HKe-
JIYJOYKOB. DJIEKTPOPU3NOIOTHUECKOE UCCIIEJOBAHNE YCTAHOBUIIO HOIOBEHTPHUKYJISIPHBIN TPAKT.
Muonarusi, KOTHUTUBHBIC HAapYLICHHS X U3MEHEHHUS CO CTOPOHBI 3pEHUS OTCYTCTBOBaIH. BhIsB-
JIEeHa MyTaI¥s B TeTEpPO3UTOTHOM COCTOSIHIM B 9K30HE 5 u3 9 sx30H0B reHa LAMP2, npuBoasias
K MPUOOPETEHHIO MTPEXKICBPEMEHHOTO cTom-KofoHa X:g.119581719G>A ENST00000434600.2:
¢.718C>T. Myrarmmust Bepudummponana mo Cornarepy. Ciaydail B poIOCIOBHON CIIOPATUICCKHH.
B xadecTBe npodUIaKTUKY BHE3AITHOH CepieyHON CMEpTH NPOBEICHA UMIUIAHTAUS Kapauo-
BepTepa-nepudpmuaTopa. DddexTuBHOE KyIMUpOBaHWE HHAYLHMPOBAHHOH YCTOWYMBOW (H-
OpHIISIIINS JKEITYIOUKOB (TIPOTOKOJ CTUMYIISIMK Burst) ObLTO JOCTUTHYTO TOJIBKO MPH MpUMe-
HEHHH >KeITy0YKOBOTO 3JIEKTPO/IA C ABYMSI IIOKOBBIMH CITHPATIIMH.

KitroueBble ciioBa: 6one3np JlaHoHa, runeprpoduueckas KapAMOMUOIIATHS, I€BOYKA, HPO-
(unakTHKa BHE3AMHOM CepAeUHON cMepTH, cuHApoM Bonbda-Ilapkuncona-Yaiita.

s yumuposanus: Jleonmovesa U.B., Hcaesa FO.C., Tepmocecos C.A., Tpopumosa T.A. ['unep-
mpodghuueckas kapouomuonamus y 0esouku ¢ bonesuvto /lanona. llpoduraxmuka enezantoii
cepoeunou cmepmu. Poccutickuil scypHan nepconanusuposannou meouyunvl. 2023;3(2):107-

118. DOI: 10.18705/2782-3806-2023-3-2-107-118.
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ABSTRACT

A prospective observation for 4 years (from 14 to 17 years) is presented for a girl with Danone’s
disease. The early onset of the disease was noted, the clinical picture was dominated by syn-
copal and syncopal conditions. According to the clinical picture, presyncopal conditions were
of a vasovagal nature, which was verified by the results of the Tilt test when the vasodepressor
variant was detected. The disease was characterized by isolated cardiac disorders in the form
of concentric hypertrophic cardiomyopathy, widespread fibrous changes in the myocardium.
According to the standard ECG and daily ECG monitoring, ventricular preexitation syndrome
was detected. Electrophysiological examination established the nodo-ventricular tract. Myop-
athy, cognitive impairment and visual changes were absent. A mutation in the heterozygous
state was detected in exon 5 of 9 exons of the LMP2 gene, leading to the acquisition of a
premature stop codon, was identified. X:g.119581719G>A ENST00000434600.2: c.718C>T.
The mutation was verified by Sanger. The case in the pedigree is sporadic. As a prevention
of sudden cardiac death, implantation of a cardioverter-defibrillator was performed. Effective
relief of induced stable ventricular fibrillation (Burst stimulation protocol) was achieved only
with the use of a ventricular electrode with two shock coils.

Key words: Danone’s disease, girl, hypertrophic cardiomyopathy, prevention of sudden car-
diac death, Wolf-Parkinson-White syndrome.

For citation: Leontyeva 1V, Isaeva YuS, Thermosesov SA, Trofimova TA. Hypertrophic cardio-
myopathy in a girl with Danon disease. Prevention of sudden cardiac death. Russian Journal
for Personalized Medicine. 2023,;3(2):107-118. (In Russ.) DOI: 10.18705/2782-3806-2023-3-
2-107-118.
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Cnuncok coxkpamenuii: AJl — aprepuanbHOe
naBnenue, BCC — BHe3amHas cepaeyHas CMEpTb,
BTJDK — BBIXOHHON TpakT JEBOTO JKEIYA0YKa,
BTIDK — BBIXOZHOH TpakT IPaBOro >KEJIyaou-
ka, 'KMII — runeprpodudeckas KapauoMHuoIa-
tus, JKMII — punaranuonHast KapAuOMUOMNATHS,
AIKC — nomonHUTEIBHBIE MPEnCcepaHO-KeIya0u-

koBbie coobmenwusi, 3CJIDK — 3amnsast cTeHKa JIEBOIr0O
s)kenynouka, UKJ — umIuianTupyemMblid KapJIMOBep-
tep-nepudpmmisitop, K/J[ — xoHeuHO-IHacTOIMYE-
ckuit nuametp, KJO — KOHEUHO-IHACTOMUYECKUN
o0bem, KMIT — kapnuomuonarusi, KCO — koHeu-
HO-cucTonmdeckuit 06bem, JIDK — J1eBbIf Kerya04ex,
JIIT — neBoe npencepane, MXKIT — mexxenyaouko-
Basi neperoponka, MPT — MmarHutHo-pe3oHaHCHas
tomorpadust, [IDK — npassiii sxenynouek, [1I1— mpa-
Boe mpeacepaue, TMXKII — TommmuHa MEXKKETyA0U-
koBoii meperopoaku, T3CJIDK — rtommmuna 3amgHei
CTEHKH JIeBOT0 kenynouka, @B — ¢pakuuns Beidpoca,
DX — pubpunnauus npencepanit, ®K — dynkuno-
HanbHBIA KJacc, XMOKI — xonaTepoBcKkoe MOHUTO-
pupoBanue ekrpokapauorpaduu, YCC — yacrora
cepmeuHbIx cokpameHuit, IKI' — amexTpokapamuo-
rpadus, 0C — snexTpuueckas ocb cepaua, IO —
anekTpodusnoIoruueckoe uccienoBanue, IxXoKIT —
aXoKapauorpadus.

l'umeprpoduueckas xapauomuonarus (I'KMIT) —
TsDKEJOe 3a00JIeBaHUE CEpACYHON MBIIIIIBI, Xapak-
TEepU3yIOIIeeCs H3MEHEHHEM CTPYKTYpPhl MHUOKapja
B BUJIC MAaCCHBHOW THIIEPTPOPHH MEKIKEIYT0UYKOBOMH
MIEPETOPOJIKH, B PSAJIE CITydaeB B KOMOWHAIIMH C THIIEP-
Tpoduel APYyTUX OTIAEIOB MHOKap/a, BO3MOXHa 00-
CTPYKIUS BBIXOJHOTO TpaKTa JEBOro Kexyjouka [1].
[puunnoit 'KMII y nereii B 10 % cnydaes sBisioTcs
pasnuuHble MeTabonnueckne 3a00IeBaHtsI, BOSHUKA-
fonue Ha (poHe MyTammii TeHOB OEIKOB HecapKoMep-
HOTO KOMIIJIEKCA, TIPH STOM IMPOUCXOIUT OTIOKCHHE
MPOJYKTOB MeTa0OoJM3Ma B IMTOIJIA3ME HJIM JIM30-
COMax KapJUOMHUOIIMTOB. [ IMKOr€HO3bI JOMUHHUPYIOT
cpenu metabonmyeckux Gopm 'KMII [2, 3]. BnepBrie
3a0o0JieBaHNe, TPUYMHON KOTOPOTO SIBIISIETCS OTIIOXKE-
HUE TJIMKOT€HAa B MHOKAapJe M CKEJIETHBIX MBbIIIIAX,
MIPU HOPMAJIBHOM YPOBHE KHUCJION MaJbTa3bl WIIH aJlb-
(ha-rmroxo3uaa361 ObLIO oHcaHo JlanoHoM B 1981 romy
[4]. B nanpHefiieM ObLIO yCTAHOBIICHO, YTO TPHYHHOMN
3a0oieBaHus ABISIIOTCS MyTanuu reHa LAMP2, xoau-
PYIOILIETO JTM30COM-aCCOLMUPOBAHHBIA MeMOpaHHBIH
MPOTEHH 2, BaXKHBIH KOMIIOHEHT JIN30COMAJIBHON MEM-
OpaHbl, HapyIIeHNE eT0 QYHKIUH U IPUBOIUT K OTJIO-
YKEHHIO TIIMKOTEHAa W OCKOJIKOB ayTO(harn4eckoro ma-
Tepualia B MUOKap/e U CKEJIETHBIX MbIIIIax [2, 5-7].
HakoruieHue TiMkoreHa B BaKyoJIsaX KapJUOMUOIIMTOB
MPUBOJUT K YBEJIUYCHHIO Pa3MEPOB KJIETOK, a B Psijie

ciiydaeB U K rubenu kietok [3, 8]. MuToxoHipualib-
HBIC HApPYIICHUS, SHEPTOACPHUIIUT TAK)KE COCTABIISIOT
OITHO M3 3BCHBLEB IaTOTeHe3a 3abosieBanus [6, 9]. bo-
ne3Hb J[aHOHa HacieayeTcs ayTOCOMHO-TOMHHAHTHO,
X-cuemnneno. B HacTosIiee BpeMs OmUcaHo Oosiee YeM
60 myrtanwuii B rene LAMP? [2, 10, 11].

PacmipoctpanennocTs Oone3nu [laHoHA B TOITYJIS-
MY HeW3BecTHa. BMecTe ¢ TeM, B OTJENBHBIX HCCIIe-
JIOBaHUSX OIIEHWBAJIACh YACTOTa 3a00JICBaHUS CPEIH
nereir ¢ 'KMII. Tak, mo manHeiM Yang Z. U COaBTO-
poB [12], cpenn 50 pereii ¢ TKMII Gone3ns JlaHoHa
JMMAarHOCTHPOBAaHA B IBYX CIy4YasiX, MPH 3TOM 4YacTO-
Ta naroiorun cocrasmia 4 %. I[lo mauaeim Arad M.
u koyuter [3], yactora Oosie3nu JlaHoHa cpenu 00Jb-
meix ¢ 'KMII oka3amace ere 0ojee BEICOKOH, cocTa-
BUB 5,7 % (2 n3 35 manueHToB).

Bonesns JlaHoHa XapaKTepU3yeTCsl TUIMYHOU TpU-
aJIol: KapMOMHOIMATHEH, CKeJICTHOW MHUOIATHEH (T1e-
pudepruecKre MBIIICYHbIC HAPYIICHUs)) U YMCTBEH-
HOU petapmamueii [3, 10, 13—16]. Bmecte ¢ Tem, y psna
MAIMEHTOB OIKMCaHAa MHHHUMAJIbHAS BBIPAKEHHOCTH
MBILICYHBIX U KOTHUTUBHBIX HapyweHui [17].

I'KMII 4vacto ObIBa€T OCHOBHBIM KIWHUYECKUM
nposieiicHueM Oose3nu [lanona. ITo mopdosoruue-
CKMUM JaHHBIM (yTOIICHH) BBISBIISICTCSI BBIpaKCHHAS
runieptpodus (Bec cepama komebmercs or 1 265 T
1o 1 425 r) B couetaHuu ¢ pyOLOBBIMH M3MEHEHUSI-
MU B MUOKapJie, BOBMOXKHBI YUACTKH J1€30PTaHU3 AU
MbIIIeYHbIX BOJIOKOH (disarray) [7, 14]. Xapaktepen
pacrpocTpaHeHHBIH (HUOpPO3, MpeodiamaeT CcyOdIH-
KapIMallbHOE PACIIONIOKEHUE, BaKyOJIH3aIlUs Kap/au-
OMHUOLIUTOB C HAaKOIJIEHUEM TIiukoreHa. [lpusnaku
BOCIAJIEHNU S, pBaHble KPACHBIE BOJOKHA OTCYTCTBYIOT
[3, 6, 13]. Oxokapauorpadus BBISBISIET d3KCTpEeMab-
HO BBIPQXXCHHYI KOHIIEHTPHUYECKYIO THIEPTPOQHIO
JICBOTO JKENYJ0YKa (TONIIMHA CTEHOK JIEBOTO KEIy-
Jlouka koseonercs ot 29 no 65 mm) [3, 16—19]. Pexe
runepTpodus pacupoCTPaHsICTCS U Ha CTCHKU MPaBO-
ro Xemymouka [3]. Y yacTu ManueHTOB BO3MOKHO BO3-
HUKHOBEHHE OOCTPYKIIMH BBIXOJHOTO TPaKTa JIEBOTO
JKEJIyZ0uKa 3a CUET MEepeIHEro CUCTOINYECKOTo JABH-
JKEHUsI CTBOPKU MUTpaJbHOTO Kiamana [7, 19]. B au-
HAMHKE YacTO pPa3BHBAETCS pPACIIMPEHHE TOJIOCTH
JIEBOT0 JKeTy10YKa, Ha (hOHE BRIPAKEHHOIN CUCTOINYE-
ckoi nucdyHKunM, npu 3ToM (pakuus BbIOpoca Ba-
peupyet ot 20 1o 35 % [15, 17, 20]. Metabonunueckas
MPUYMHA TUICPTPOPUU MUOKAP/Ia — OTIIOKEHUE [IIH-
KOT€Ha B KapAMOMUIIMTAX BCIIEACTBHE MYTAllUH T'eHA
LAMP, gacto ocTaercst Hepacrno3HaHHON. Bo3MOXXHO
COYeTaHUE TUNEPTPOPUU MHOKAp/A C y4acTKaMHu He-
KOMITaKTHOTO Muokapza [13, 19].

Hapymienns cepnedHoro puTma sSBJISIOTCS 9aCThIM
KJIMHUYECKUM CUMITOMOM Oone3nu JlaHoHa. OCHOB-
HBIMU Kaj00aMu CO CTOPOHBI CepAEYHO-COCYIUCTOM
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CHUCTeMBl y TAIMEHTOB SBISIOTCS CepAICOnCHUS
W SMU30/bl IOTEPU CO3HAHUS apUTMOICHHOI'O TeHe3a.
XapaKTepHBI AOTOJIHUTENBHBIE TPECEePIHO-KETYA0U-
koBble cooOuieHust. Cunapom Wolf-Parkinson-White
(cuanpom Bombda-IlapkuHcona-Yaiita, MM CHHAPOM
MPEIK3UTAIMH HKEIyI0YKOB) B BUJIE BBEICOKOTO BOJIb-
taxka QRS komriekca, riryOOKUX WHBEPTUPOBAHHBIX
3y6moB T, ykopoueHuss untepBana PQ, pacimupenus
koMmIuriekca QRS (menpra-BoaHa Ha BOCXOAIIEM KOJIe-
He 3y0Oma R) sBnsercs TunmaHbIM it 6ose3nn JlaHo-
Ha. B cBs3u ¢ 3TUM psiji UCCienoBaTeNel pe/araet
CUMTATh HAJIMYME STOTO CHHJIPOMA B KaueCTBE CKpH-
HUHT-KPUTEPUS ISl IUArHOCTUKHU CUHApoMa JlaHoHa
[3, 14, 16]. JlomoaHUTENBHBIC TIPEACEPIHO-KEITYI0U-
KOBBIE COOOIICHHS SBISIOTCS CyOCTpaToM Jisi BO3-
HUKHOBEHHUS HAPYIICHUN CEpACYHOIO0 PUTMa B BHJIC
CYINPABEHTPUKYJSIpHOU Taxukapauu. Heycroituupas
CYNPAaBEHTPUKYJIIpHAsT TaXUKapAus MOXKET TpPaHC-
(hopmupoBatbcs B GUOPHILTSIIUIO TIPECEPANii, B psiie
ciydaeB pedpakTepHy K MEIUKaMEHTO3HOW Tepa-
nuu. ONHcaHbl CIyyan BHE3AITHON ceplieqHOl CMepTH,
CBSI3aHHBIC C BO3HMKHOBEHHEM J>KHU3HEYTPOKAFOIIUX
apuTMUHA Ha QOHE ICKTPODHU3HOIOTHISCKIX aHOMAa-
i 3, 10, 17, 21].

MplIeYHbIe U3MEHEHUSI OTHOCSATCS K OJHOHN U3 Ya-
CTBIX cocTaBisiomux 0osie3nn Jlanona. Ilo maHHBIM
MBIIIEYHON OUOIICHHU CKEJICTHBIX MBIIII HAPSIAY C OT-
JIOKEHNEM TJIMKOT€Ha W BaKyOJW3alHnel MBIIIECYHBIX
BOJIOKOH OTMEYAIOTCS YYaCTKH PYOIIOBBIX H3MEHECHHI,
BBISIBJISIFOTCSL TIPU3HAKUA MUO(DHOPHIIBHOM MUOMATHH
[7, 11]. Onucan cinyuait octpoit nuddy3HOH MbIIIed-
HOH CJTab0CTH, BO3HUKINEH y TAalMEeHTa ¢ OOJIC3HBIO
JlaHOHa B mOCTIeOTNepaiiOHHOM TIEPUOJIE TIOCTIe TPaHC-
IJIAHTAIUU CePLA, TPOBEACHHOM B CBSI3U C BBIPAXKCH-
HOW cucToaudeckoi nuchyHkiuei [15].

Odranpmonornueckue H3MEHEHUS XapaKTepPU3y-
I0TCS HAPYIIEHUSMH CETYAaTKH IO THIY «COJb W TIe-
pem» (“‘salt and pepper”), nepudepryeckoit JenurmeH-
tanued cetuarku (small yellowish depigmented spots
in the fovea of both eyes) [5, 11].

HaumbGomee xapakTepHBIMH J1Ta0OpPATOPHBIMHU W3-
MEHEHUSIMU Yy TIaIlUeHTOB ¢ 0oJe3Hbl0 JlaHOHA SABIIS-
FOTCS TIOBBIIIICHHBIC YPOBHU IMEYEHOYHBIX (PEPMEHTOB
acnapruaTpancdepassl (0T 137 mo 257 En/L) u ana-
HuaTpacdepassl (ot 90 o 173 Ex/n). [Ipyrue oTkio-
HEHHs B JTaDOpaTOPHBIX IMOKa3aTelsIX Hecmermudud-
HBl U OTPaXarT MOBPEKJICHUE KapJUOMHOIIUTOB,
BCIICZICTBUE MACCHBHOW THHEPTPODUM W HIIEMUU
B BHUJIC YMEPEHHOI'O IMOBBIIICHUSI YPOBHS TPOIOHH-
Ha | u ypoBHS nakTaTaeruaporeHasbl. YpoBeHb Kpe-
ATWHKWHA3bl TOBBIIIEH B 2-3 pa3a MO CPaBHEHHIO
c HOpMoOIi, 3HaueHuss MB u3o¢hopMbl KpeaTHHKIHA3BI
BapeupytoT oT 8§ 10 10,0 Hr/mMi1 Ha QoHE MUOMaTHye-
cKoro cuHapoma [3, 5].

I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

bonesnp JlaHOHa wyamie BO3HHUKAET Yy MYXKYHMH
M0 CPaBHEHHIO C KeHIIuHamu [2, 3, 22, 23]. Cyme-
CTBYIOT 3HAYUTEIbHBIC Pa3TUYUs B BBIPAKEHHOCTHU
CUMIITOMOB M BPEMEHHU J1e00Ta 3a00JIeBaHUS MEXKTY
MY>KUMHAMHU U JKCHIIMHAMHU, YTO 3aBUCUT OT X-CIIe-
MJICHHOTO HacienoBaHus [22]. Y Mmyx4uH 3a0oiie-
BaHHE JEOIOTHUPYET YK€ B MOAPOCTKOBOM BO3pAaCTeE,
TOT/a KaK y KEHIINH O0BIYHO Ha 15 JIeT 1mo3»xe u mpo-
TekaeT Ooisiee OnmaronpustHo [10, 12, 22, 23]. TKMII
Jalne pa3BUBAETCs y MY)KUYUH, B TO BpeMs KaK y *KeH-
IIMH BO3MOYKHA Kak TUIepTpoduyeckas, Tak U Ju-
nmatanuoHHas kapauomwuonatus (JAKMII), Ho mpwm
stom nomuuaupyeT JKMII [10, 14, 22-24]. Hebnaro-
OpUATHOE TeUeHUe 3a0oeBaHus (CMEpTh HIJIM TPaHC-
MJaHTALKs Cepilla) BOZMOKHO KaK y JKEHIIWH, Tak
U y MyX4rH. BMecTe ¢ TeM y KeHIIUH HeOmaromnpu-
STHBIH UCXOA BO3HMKAaeT Ha 15-20 jeT mo3xke (CooT-
BETCTBEHHO, CpeaHU Bo3pacT 38 net npotus 21 rona
y MyX4uH). J{J1s )KeHIIMH, KaK MpaBUJIO, XapaKTepHO
M30JIMPOBaHHOE MopaykeHue muokapaa (73 %), s
MY>XYUH — MYJIBTHCUCTEMHBIE HapyIIEHHUs, BBIpa-
JKEHHBbIC THITMYHON TPHAJ0H: KOTHUTHBHBIMHU Hapy-
meHusMu, ckeletHor muonatueii u I'KMII. Ilonnas
Tpuana ormedeHa B 42 % [22, 23]. bonee 6maronpust-
HOE TedeHHe 3a00JIeBaHNs y KEHIIWH 10 CPABHEHHIO
C MYXXYUHAMU HITIOCTpUpYyeT HalOmtoaeHne Yang Z.
1 coaBTOpoB [12], mpeacTaBUBIIMX ONMUCaHUE OoJe3-
HU JlaHOHA Cpeau 4JIEHOB OJHOM ceMbU. Y MajbuuKa
(mpobana) 3ab6oeBaHNe BOZHUKIIO B Bo3pacte 13 ser,
B Buae ['KMII (ymMepeHnHas rumepTpopus MexKeTy-
JIOYKOBOM TIEPETOPOJIKM MaKCHMAaTbHO B CPETHEN Tpe-
TH ¥ BEPXYILIKH) B COYETaHUU C cUHIApoMoM WPW,
MPOSABIABIIETOCS 3allaMU  CyIpaBEeHTPHUKYIAPHON
TaxWKapIuHu, 9TO MOTPeOOBaJO MPOBENEHUS PaIUO-
yacToTHOMN abnsamuu. Yepes 2 rona, B Bo3pacte 15 et
BO3HUKJIa 00CTPYKLHSI BBIXOAHOTO TPaKTa JIEBOTO JKe-
nynouka. B nanpHeiiinem 3a0osieBanue ObICTPO MPO-
rpeccupoBalio ¢ TpaHchopManren B IUIaTalHOHHY O
KapJIMOMHUONATHIO C Pa3BUTHEM 3aCTOMHOMN CeplieuHON
HEJOCTAaTOYHOCTH, YTO IMOTPEOOBANO TpaHCILIAHTA-
uuu cepana. Takske BbISIBICHA MbIIIEYHAs! ClabOCTh,
CBsI3aHHAs CO CKeJeTHOW wmwuonarued. Wupentudu-
nupoBaHa remusnrotHas myrtamus — 1075C—T B 8
sk30He reHa LAMP BcieacTBue HOHCEHC-MYyTalUu
B Q359X xonone (hemizygous 1075C—T substitution,
resulting in the nonsense mutation. Q359X codon).
VY ero cecTpsl B 14 eT 1uarHOCTUPOBAHA YMEpEHHas
koHnenTpudeckas ['KMII 6e3 ckemeTHOW MHUOTATHH
u cuaapoma WPW. BeisiBneHa onuHakoBasi ¢ OpaTom
reMusurotHas myrtanus resa LAMP2. ¥V wmatepu
npobanya 'KMII Obuta fuarHocTHpOBaHa B BO3pacTe
31 roma, OTCyTCTBOBAJIW CUMITTOMBI MHOTIATHH U Ha-
pPYIIEHUS CEepAEYHOr0o puTMa. 3abojeBaHWE TPOTE-
KaJIo HeOJIaronpusTHO, MPOrpeccupoBalia cepiedHas
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HEJOCTAaTOYHOCTh, TIAHWPOBAJACh TPAHCIUTAHTAIUS
cepala, ogHako 0oJbHAs yMepia 3a 3 Mecsia 10 ore-
pauuu B Bo3pacte 41 roma. Jsans mo MaTepUHCKOU
muaun crpanain [KMIT u meimeunoi auctpoduet,
ymep B 22 roja. Y oTiia MyTalluu HE BBISIBJICHO.
TsokecTh KIMHUYECKOTO TEYCHHUsI 3a00JeBaHUs
BapualOenpHa: OT aCUMIITOMATHYHOTO [26] 10 TsxKe-
JI0r0, OOYCJIOBJIGHHOTO MPOrPECcCHpYIONIe cepled-
HOW HEAOCTAaTOYHOCTHIO, YTO TPeOyeT MpOBEeNeHUS
TpaHcIutaHTanuu cepana [18-20, 25]. Hanbonee miu-
TEJNbHOE MPOCIEKTHBHOE HabIIoneHNe, B TeueHue 8,6
roaa, 3a 7 moapoctkamMu (6 MalbYMKOB U 1 EBOUKA)
B Bo3pacte oT 14 n0 24 ner ¢ Bepu(UIIMPOBAHHBIM
IrarHo3oM «6one3ns Jlanona» mposen Maron B. [19].
3aboneBanne OBIJIO JIUATHOCTUPOBAHO B BO3pAacTe
7-16 net mpu oOCNenOBaHUH B CBSI3M C OOHApY>KEH-
HBIM IIyMOM B CEpAIIe, BBISBIIEHUEM CHHApPOMa IIped-
k3uTarnuu xeryaouakoB (WPW) na ctanmaptroit OKI.
[TanmeHTH TPeaBABISIN KaJ00bkl HA OONM B CepIe
UM 0OMOPOUYHBIE COCTOSIHUS, B OHOM CiIy4yae uMmesa
MecTo GuOpHIUISIIUs Tpeacepauil. B kinHu4eckoi
KapTHUHE JJOMUHUPOBAJIA CEPJCUHbIe HAapyLIeHHs, 0e3
CUMIITOMOB YMCTBEHHOW peTapaIiiy NN MBITIIETHBIX
HapylleHui. B mepBUYHOM OCMOTpe BCE MAIUEHTHI
MMeIU MUHHUMAJIbHbIE TIPU3HAKU CEpPIEYHOM HelocTa-
tounoct | ®K (NYHA). B nepuon nocnemyrorero
HaOIOACHUS, B TCUCHUE & JIET, Y BCeX 7 TMAIlUEHTOB
OTMEYEHO HeOJIaronpusiTHOE TeUeHHE 3a00JIeBaHUS
B Bo3pacTe oT 14 1o 26 net. YeTslpe manueHTa yMepiu
OT Tporpeccupyolneii pepakTepHOil HEJTOCTATOYHO-
CTH Ha (OHE BBIPAKCHHOW CHCTONMYECKOW JauchyHK-
nH (CHIkeHne ppakiu Beiopoca 10 25 %), y oqHOTO
MIpOBe/IeHa TPAHCIIIIAHTAIMS CepAta. Y ABYX OOJIBHBIX
BO3ZHUKJIM J>KM3HEYTPOXKAIOIINE apUTMHUHU, IPU ITOM
Y OJIHOTO MalueHTa JehUuOPHILISIIUS ObLIa YCICIITHOM,
y Ipyroro, HECMOTPsI Ha UMIIJIAHTUPOBAHHBIN Kapau-
onepuOpHIITSATOP, GUOPUILIAIUS KEITYyTOUKOB OKaza-
Jachk pepaktepHoii k gepudbprisauuu. Dougu N. [27]
OIHCBHIBAET CEMBIO, B KOTOPOH OflHA M Ta e MyTalus
B reHe LAMP unmena paznudHbie (EeHOTHUITHYECKHE
mposiBIIeHus y Opata u cectep. Y Mampunka ['KMII
OblJia BBISBIICHA YK€ B 5-JIETHEM BO3pacTe, B KOMOH-
HallUd C yYMEpPEHHOW cKeleTHoW muonartuei. Mme-
JINCh BhIpaKeHHBIC alanuHTpanchepasbl (AJIT) u ac-
naptuHTpanchepassl (ACT), makrataeruiporeHassl
(JIA). K 10 romam oTMe4YeHO HapacTaHWUE THIIEPTPO-
(un 1eBOro KenyaouKa B KOMOMHAIIMH CO CHUKEHUEM
CHCTONIMYECKOH (QYHKIIMH M Pa3BUTHEM IUJIATAIL[UH.
[Tpu Ouoricuy MBIMIEYHONH TKaHM BBISIBJICHA BaKyOJIU-
3aIisl B HECKOJIIBKUX MBIIIEYHBIX BOJOKHAaX. Y cTap-
mei cecTpel B BozpacTe 20 JieT BhISIBICHA HEOOIbIAS
rUNepTpOoUs JIEBOro Kenynodka u cuHapoM WPW.
VY muagmeii cecTpbl Takke OOHAPYIKEHBI aHAJOrHy-
HbIe U3MEHEeHUs. Y Marepu B 39 eT [uarHocTHpoBaHa

MUAaTallMOHHAS KapJUOMHOIATHsI, B Bo3pacte 43 net
OHa yMepJia OT CepAeYHON HEJOCTaTOYHOCTH.

Bwmecte ¢ Tem, Stack-Pyle mpuBena naOmroneHue
3a JIEBOYKOM ¢ Oone3Hpr0 JlaHOHA W TshKeNoW cepied-
HOW HEZI0CTATOYHOCTHIO, BEIPAKEHHON CHCTOINYECKON
nucyHkumel, passusiieiics Ha ¢ore JAKMII yxe
B Bo3pacte 14 met. 3aboseBaHne B TCUCHHE TITUTEIb-
HOTO BpEMEHHM He ObUIO JuarHocTupoBaHo. /leBouka
HaOI0anach ¢ CHHAPOMOM jeduinTa BHUMAHWUS/
TUIIEPAKTUBHOCTH M TacTpo330(dareanbHON pedIIrOKC-
HOW OO0JE3HBIO, B TEUYEHHE INECTH MECSIIEB JKaJo-
BaJlach Ha JMAper0, PBOTY, OOJNH B KWUBOTE, OIBIIIKY
U TIepeMexaronyrocs auxopanky. [Ipu obcrenoBannn
BBISIBJICHA KapAHMOMHONATUS U CHMIITOMBI CEPACYHOM
Henoctarounoctu 1Y ®K. Ha anexTpokapanorpamme
BEIsIBJICH cuHApoM WPW. DxoKI' mpomeMoHCTpHPO-
BaJla pacIIupeHue JICBOTO JKeIyI0uKa (KOHSUHBIN JIH-
ACTOJMYECKUN AMAaMETp JIEBOTO JKeIyaouka 6,5 cm),
OKCTPEMAJIbHOE CHHI)KEHHE CHCTOJIUYECKONW (YHKIIHH
(DB menee 18 %), ymMepeHHYI0 HEJOCTATOYHOCTH MH-
TPaJIBHOTO KJamaHa, THIePTPO(QUPOBAHHBIN MPaBBINA
JKEITYZI04eK, BBIPAKEHHOE PACHIUPEHHE JICBOTO TPEI-
cepaus (LAD 46,5 mM). MarauTHO-pe30HaHCHas
ToMorpadusi cepiala TakKe BBISBHIIA BBIPAKECHHYIO
JIATIATAINIO TTOJIOCTH JIEBOTO JKENMYJI0UKa M TAKEIYIO
CHUCTOJIMYECKYI0 JNHUCHYHKIIMIO JIEBOTO JKEITyI04Ka
(ppakumst BbIOpoca JEBOTO M MPABOr0 KEIyIOUKOB
coctaBuna 14 % u 23 % cooTBeTcTBeHHO). MMmennch
pyO1BI Ha 6a3aIbHON TIEPETOPOAKE TTPABOTO KT YA0U-
ka (IK)/mepennecentanbroit k JIK, cpeque-amxHen
neperoposke DK, nmadparmaabHOll cTOpOHE TPaBOro
JKENyI04YKa, JIEBOM KEJyI0YKe U aluKaabHOW CBOOO -
Hoit crenke [1K. [1o maHHBIM peHTreHa TPyTHON KIIET-
KM OTMEYEeHa KapAHOMETaNINsI ¢ HHPUIBTPATOM JIEBOH
HIDKHEH 1oau jerkoro. KoMmmproTepHas ToMorpadus
OpIOIIHOW MOJIOCTH/MAJIOTO Ta3a BBISIBHJIA aCLUT Ma-
Joro Taza. B OMOXMMHYECKOM aHajIu3e KPOBU TOBBI-
HICHUE YPOBHSI MEUCHOUHBIX, CEPIICUYHBIX W MBIIICU-
HBIX (pepMeHTOB: acapTaraMuHOTpaHchepa3sl — 290
En/n, amuaoTpanchepassr — 402 En/im; xpeaTuHKHHA-
361 — 732 En/n, tpononnna I — 1,83 u natpuityperu-
yeckoro nenrtuga B-tuna — o 12 139 nr/mut. ITocae
MPOBEJICHHON TPAHCIIJIAHTAI[UN COCTOSHUE JIEBOYKHU
YIYUYIIUIOCh. | @HeTHYEeCKOe TeCTHPOBAHUE BBHISBUIIO
MyTauuio B rene LAMP2.

YuuTbiBasg BBICOKMI PUCK KU3HEYTPOKAIOUIMX Ha-
pylIeHui puTMa, y ManueHToB ¢ Oose3Hbio JlaHoHa
MIPOBOJUTCS HMMIUJIAHTAMS KapAuoaehuOpHiLIsITOpa
KaK TiepBUYHAs MPO(HUIIAKTHKA BHE3AIMTHON CepaedHON
cMepTH. BmecTe ¢ TeM MHOTMMH HCCIEAOBaTENsIMU
MPOJCMOHCTPUPOBaHa HenocTtaTouHas 3(dexTus-
HOCTH Je(UOPHIISAIINYT JKEITYIOYKOB JUISI KyMHUPOBa-
HUS KEITYJOYKOBOM TaXMKapAHU IMpPU CTAHAAPTHOU
(TpaHCBEHO3HOM) MMILIAHTAlMM AJIEKTpoaoB [3, 21].
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B cBsi3u ¢ Wem mpemIokeHO MPUMEHEHHE MOIKOK-
HBIX CHCTEM HMIUIAHTALUU KapauonehuOpuisTopa
(S-ICD) nns ycTpaHeHuUs 3aJ110B KeJIYJOUYKOBOM Taxu-
kapau [21]. Bmecte ¢ TeM, 10 MHEHUIO psiJia UCCIEI0-
BaTellel, UMIUTAHTAIIAS KapauoAehUOpHIIISITOpa s
MEPBUYHON TPOQPHUIAKTUKH BHE3AITHOW CEepIACYHON
CMEpPTH MHOTJa HEAOCTaTouHO 3((EeKTHBHA, B ITUX
ClIydasx TpaHCIIAHTAIMs CepALa SABJISIETCS MPEAToy-
THTEIBHBIM BEIOOpOM [15, 20].

YuuTeiBas eIMHUYHBIE ONTMcaHus 0oJe3Hu JlaHoHa
y J€BOYEK, mpenjaraeM 0030p KIMHUYECKOTO Clydast
C paHHHM Je0ITOM 3a00JieBaHUs, C TPECHHKONATb-
HBIMH M CHHKOMAJBHBIMH COCTOSHHSMU U BBICOKUM
PHCKOM BHE3AITHOM CcepAeUHON CMEPTH.

Hapes 3. (27.08.2002) naxomuiach Ha oOciemo-
BaHUU B OTHEJCHUHU neTckoi kapmauonmorun HUKU
nequatpuu uM. akad. FO. E. Bensrumesa. ¢ guarto-
3om: [42.1 — OOcTpykTuBHag runepTpoduyueckas
kapauomuomnarus. bonesnp Jlanona XCH @K II:
145.6 — CunapoMm npeaBo3OYyKICHUS >KEITYA0YKOB
(HOMO-BEHTPUKYISIPHBIH TpakT), COCTOSHHE IOCIIe
naBasuBHOT0 DDU; [47.1 — HamxemynoukoBas Taxu-
kapaus; [34.1 — MutpanbHas HEIOCTAaTOYHOCTh +3.
CocTosiHHE TOCIIe MMIUTAHTAIINKN KapAHOBepTepa-yie-
¢ubpunastopa (Medtronic Evera MRI S VR SureScan
(PMZ622039S).

JKaoOpl: Ha OBICTPYIO YTOMIISIEMOCTh, YCTAJIOCTh,
C1ab0CTh, OJBIMIKY TIPH YMEPEHHBIX (PU3NUECKUX Ha-
rpy3kax. [IpecuHkonanbHble U OJHOKPATHOE CHHKO-
MaJIbHOE COCTOSTHUE.

PeGenok ot 2-it 6epemerHOCTH. HacaencTBeHHOCTh
HE OoTsATOIIeHa. 3a00JIeBaHNEe BRISBICHO B Bo3pacte 14
JIET, KOTJIa IPH MTPOX0KICHUH METUITUHCKOTO OCMOTpPa
JeBOoUKa yrnana B oOMopok. Briepsrie mposeneno OKI,
u BbIsiBIIeH (heHoMeH W PW, ObL10 peKoMeHJ0BaHO J10-
obcnenoanne. Ha DOxoKI' mpusHakyM KOHIEHTpHYE-
ckoit cummerpuarort ['KMIT (tommmaa MOKIT go 21
MM, 3CJIXK no 22 mm). [Ipu cyTOUHOM XOITEPOBCKOM
mouutopupoBanun OKI (XM) 3aperucrpupoBan
noctossHHBIN (heHomMeH WPW, 3adukcupoBan ofuH
3aJill HEYCTOMYMBOW CYNpPaBEHTPUKYJISPHOU Taxu-
kapauu u3 6-tu QRS xomrmekcoB ¢ UCC mo 150 yn/
MUH, OpX MOBTOpHOM XM BBISBJICH 3aJlll CyIpaBeH-
TPUKYJsApHON Taxukapauu u3 6-tu QRS xomrmnekcos
¢ UCC nmo 180 yn/muH. beuta pekoMeH0BaHa TOCIH-
Tanu3amus B JETCKOe KapAUOJOTHYEeCKOe OTAENeHUE
HUKMU nenuatpun. [lpu oGcnenoBanuu B Bo3pacte 16
net Ha OKI' perucTpupyrorcss mpru3HaKu MPOBEACHUS
o JAIT2KC (mmpokuit QRS (150-160 mc), nuatepsan PQ
100). Ilo manapiM XMOKI' Takske BBISIBICHBI TTPH3HA-
KU TPEIK3UTAINH KEIYJI0YKOB, 3aperuCTPUPOBAHBI
2 3MM307ja YCKOPEHHOI'0 HAJKENYyJA04YKOBOTO pPHUTMA
¢ UCC = 128 ya/MHUH NPOJOIKUATEIBHOCTBIO 2—3 CeK.
IMo nanueiM Ox0KI runeprpoduyeckas KOHIEHTPHU-
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yeckass OOCTPYKTHBHAs KapIUOMHUOMNATHS C TOpaKe-
HHEM 000WX KEITyJO0YKOB, MAKCUMAJTLHONU TOJIIIHHON
MHOKapAa 10 34 MM Ha ypOBHE NEPEAHECENTAIBHOIO
U 3aJHeNaTepajbHOTO CErMEHTOB M HAJIWYUEM [H-
Hamuueckoi ooctpykunu B BTJDK mo 36 mwm pr. cT.
B ITOKOE U 710 99 MM pT. cT. nmocie Harpysku, B BTIIK
10 MM pT. cT. B mokoe. Jlmactonndeckas TUCHYHKITHS
no 2 tuny. [IpoBeneno nupazupHoe DOU: Taxucucro-
JMYECKUX HapyIICHUH pUTMa HE MHIYUPOBAHO, BbI-
SIBJIEH HOZI0-BEHTPUKYJISIPHBIN TPaKT.

YuuTteiBast OOCTPYKTUBHBIN XapakTep KapaHOMHU-
omatuu, Obljla Ha3HauYeHa Teparus OeTa-agpeHo0II0-
karopamu — Metomposon 50 mr/cyt (1,1 Mr/kr/cyT).
Ha ¢one npoBoanMoro je4eHus oTMedanach NOI0XKHU-
TeJIbHas JUHAMUKA B BU/I€ CHI)KEHUS TPaJHEeHTa B BbI-
XOITHOM TpakTe JeBoro xenynouka (PG BTJIXK) B mo-
Koe /10 34 MM PT. CT., a mociie PU3NIECKON HATPYy3KH
10 PG = 56 mm pr. ct. Belna nposenena crparuguka-
st (PaKTOPOB PUCKA BHE3AMHOW CEpACYHOH CMEpTH.
BbIsiBIICH TOJTBKO OJMH (DaKTOp pHCKa — SKCTpeMallb-
Hasl TOJIINHA, ObIJIa MPOJIOKEHA TepaIus 6eTa-aape-
HoOnokaropamu. Ilpu nnHaMudyeckoM HaOIIOICHUH
B TEYEHHUE rojia TPHKAbl OTMEYAIUCh MPECUHKONAb-
Hble cocTogHMSA. OHU XapaKTepuU30BaJIUCh ITOCTENEH-
HBIM Ha4YaJIOM, SIPKOM BET€TaTHBHONW OKPACKO (THUTIep-
TUAPO3, TOJIOBOKPYXKEHHUE, OJETHOCTH), MPOXOIUIH
CaMOCTOSITENIBHO.

[ToBTOpHO OBLIA 00CIIEI0BaHA UEpEe3 I'0Jl B BO3PACTe
17 net. O6bexTHBHO. Macca Tena: 48 Kr (epueHTuiIb
3-10 %), nmmua: 155 cm (mepuentmns 3-10 %). UH-
Jekc Maceol Tena: 19,98, MpliieuHas cuctema pa3BuTa
yIIOBIETBOPUTEIBHO, TOHYC MBI HOPMaJIbHBIH, MU-
OIAaTUYECKOr0 CUHApOMa HeT. PopMa IpyJHOU KJIeT-
KH: TpaBWiIbHAs. JlpIXxaHWe BE3WKYISIPHOE, XPHITBI
e BeicnymmBatoTcs. UCC mexa — 62 ya/muH. Al
(mpaB. pyka): 103/70 mm pT. cT. 'paHULIBI COOTBETCTBY-
10T BO3PACTY, TOHBI CEP/ILa: OTYETINBEIE, PUTMHUYHBIE.
BeicnymuBaeTcs cuctonnueckuil mym. JKuBoT: Msr-
KW, 0e300JIe3HCHHBIN, JOCTYTCH TIYOOKOM IMmabia-
nui. CUMITOMBI KETYHOTO ITY3bIPs: OTPULIATEIbHBIC.
[leuennr He yBenmueHa. Imasza 6e3 matonoruu. Ciyx
0e3 maToJorun

OKIT Ymepennas cunycoBas Opagukapaus ¢ YHCC
57-65 yn/mun. D0C oTkiIoHEeHHUE BiIeBO. Peructpupy-
I0TCSl IPU3HAKH MPeNBO30YkKAeHUs KenynoukoB (PQ
80—100 mc, QRS 120 mc), npusHaku neperpysKu Jje-
Boro mnpezacepaus. [lpusHaku cyOsHAOKapaAUATIBEHON
nmemun: QT 420 mc, QTc 424 mc (puc. 1).

Xonmepogckoe monumopuposauue cepoeuHoco
pumma. YCC (au.) — 74 yn/muH (Hopma 80—89), UHCC
(Houn.) — 60 ya/mun (Hopma 58—67). CUHYCOBBIN
pUTM B T€UeHHE CyTOK, JHEM — yMepeHHas Opajiu-
kapaus. [upokuit QRS, untepsan PQ 100-140 mc.
3aperucTpupoBaHbl 3 OIMHOYHBIC JKEIIYHZOYKOBBIC
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9KCTPACHCTONBI pa3iuyHOd Mopdosoruu, 2 KopoT-
KHX TapoKCHM3Ma HaJKeNylI0YKOBOW TaxXxUKapAHH
¢ UCC 126-181 ya/mun (3 u 5 QRS). Ilay3sr purma
1o 1 436 Mmc — mocTIKCTpacucToandeckas (Hopma <
1 750 mc). UuaTepBan QTc cpenunit — 465 Mc (HOpMa
400-450 mc).

OxoKI' TlpaBblii xenymouek: runepTpodupoBaH,
toiuHa cBoOonHoM crenku [1DK B auactony 7 M,
B uHGyHIuOymspaom otaene 8—9 mm. K/ 1K =
13 MM, Z-pakTtop = -1,84. Cuctonmdeckas QyHKITHS
He u3MeHeHa. JleBblll kenmynouek: ymeHnsbineH. KJIJI
JIK = 30 mm, Z-dakrtop = -3,77. DB (Teicholz) = 86 %,
OV = 54 %. Hduactonaudeckass TUCHYHKIHUS 0OOMUX
KEJyJOYKOB TI0 PECTPUKTUBHOMY Tuily. Mexokeny-
JIOYKOBAasl IEPEropoKa rUIepTpodupoBaHa (TONTHA
MXIIg = 30 MM, Z-daktop = 7,29). 3anHsst CTeHKa
JIEBOTO JKENyAO0UKa THIEPTpopupoBaHa (TONIIUHA
3CJIK = 33 mm, Z-dhakTop = 8,06). PacuerHoe nasie-
HHE B JIETOYHOM apTepuu 35 MM pT. CT. MUTpanbHbIN
KJIallaH: CTBOPKHM MPOJAOHPYIOT, YAJWHEHBI, Hepel-
He-CUCTOJINYECKOe JBH)KEHUE, MUTpaJIbHasl HelocTa-
TouHOCTh/peryprurtanus +2.5/43. E=0,93 m/c, A=0,5
Mm/c, E/A = 1,86. AopTanpHBIN KiIamaH: TPEXCTBOpYA-
To1il. PG = 30 mm pT. ct. Perypruranus 1+ PGs ITXK/
II1 30 mm pt. cT. E=0,57 m/c, A = 0,27 m/c, E/A =2,11.
Jlerounas aptepus He u3MmeneHa. [IpaBoe npencepaue:
V np.m. = 29, uanekc oovema = 20,14. JIeBoe mipencep-
nue (M-pexxum) — 34 MM, He pacmmpeHo. Jlerounsie
BeHbI 0e3 maronoruu. HeogHOpOOHOCTh 9XOCTPYKTY-
pBl MHOKapaa o00OHMX KEIyJOYKOB C HallM4HeM pac-
MPOCTPaHEHHBIX 30H yCUJIEHU cUTHana (puc. 3).

MPT cepoya ¢ koumpacmuposanuem. MP-tipusna-
kU runeptpoduu muokapaa JIXK (B Gonbmieit crernenu
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10 3aJHE-NEePEeropoA0YHOMYCETMEHTY Ha 0a3aibHOM
YPOBHE), 04AarOBOTO (YETKO MHTPAMUOKAPAUATIHLHOTO)
n nuddysnoro nzmenenus muokapaa JIXK, snaunmoe
yBEIMYeHNEe BHEKJIETOYHOro oObema (mudQy3HBIHA
¢ubpo3) npakTuyecku no Bcem crenkam JIK — 27—
39 %, mutpanpHOi HemoctaTounoctu Il cremenwu,
YUNTBIBasg KapTHHY OTCPOUYEHHOro HakorseHus KB
u KaptupoBaHue muokapnaa JIK, Henb3s UCKIIOUUTH
0OJIe3Hb HAKOIIJICHHUSI.

Opeocnupomempus. MomHocTh Harpy3ku — 50
Bt (1 Br/kr). Bemonnennas padora — 50 MET. UCC
makc. — 91 Bt (49 %). Pezeps UCC — 93 yn/mun. CHu-
YKEHO TIOTpeOJIeHNE KUCIIOPOia Ha MAKCHMYMe Harpy3KH
02 nuk — 0,484 n/mun (27 %). VO2nuk — 10,1 mo/kr/
muH. VO2 AIl (V-slope) — 0,396 n/mun (22 %). CHu-
JKeHO moTpebienue kucnopoaa Ha AIl VO2 AIT — 8,3
MJI/KT/MHH (HIKE KPUTHYECKOTO TIopora 12 MII/MUH/KT).
O2-nymee (VO2/MCC) — 5,3 mw/ya/mun (54 %). VE/
VCO2 slope — 22.92. EQ (VE/VO2) nuk 02 — 20.
SpO2 peak — 92 %. dVO2/dWR — 7,24 mn/mun/Br.
RER (VCO2/VO2) — 0,93 B Hopme. VEmakc — 5,3 11/
muH (54 %). Y makc. — 22 n/muH (55 %). [prxaTens-
HbIi pesepB ([IP) — 40 %. PetCO2 nokost — 33,2 MM pT.
CT. (45,6). TonepanTHOCTH K Harpy3ke: cHmkeHa (1 Bt/
kr). OtBeT UCC Ha Harpys3Kky: cHkeH. OTBeT A/] Ha Ha-
Tpy3Ky: HOpMOTOHHUYECKHH. J[prxarensHbiil pe3eps (/IP)
B HOopMe. CaTypanys KpoBH B HOpMe (CHIDKEHHE Ha Ha-
rpy3ke He Oonee 4 %). PetCO2mnokosi cHIKeHO (3Haue-
HHE aJIcKBaTHO TOBBIIIAECTCS Ha Harpy3ke). Yacrora Jpl-
XaHWs Ha MAKCHMYyME Harpy3Ke B HOpME.

IHlaccuenaa opmocmamuueckas npodoa (muim-
mecm). B ucxone: CUHYCOBBIM PUTM € HpHU3HAKAMHU
npenBo30yxaenus xemynoukoB ¢ YCC cp. 66 yn/muH,

}1: May 2020 Tranzs Nkl Pediau

i _-_,/L

st )\t"ﬁ.‘\ oo

YMepeHHas cuHycoBana 6pagukapgua ¢ YCC 57-65 yg/mMuH. 90C oTKNoHeHMe BneBo. Peructpupy-
tOTCA NMpU3HaKM NpenBo3bywaeHns »enynodkos (PQ 80-100 mc QRS 120 mc). MNpur3Haky neperpysku
nesoro npepcepnus. NpusHakm cybaHpokapananbHon nwemun. QT 420 mc, QTc 424 Mc.
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cp. AJl— 109/65 MM pr. ct. OpTocras (15 MuH): cuHy-
COBBIH PUTM C NIpPU3HAKaAMH TPEABO30YKICHUS KEIy-
noukoB (Beipaxkennbie ST-T napymenust), UYCC cp. 83
yi/muH, cp. AJl — 108/72 mm pt. ct. [Tocie nepeBona
B OPTOCTA3 PErUCTPUPOBAINCH KPATKOBPEMEHHBIE ATIH-
30161 cHkeHUS AJl 1o 80/40 MM pT. CT. (KITUHHYECKH
HezHaunMble). Ha 16-if MuHyTe oprocrasza y peOeHka
OTMEYasioCh Pa3BUTUE MPEICHHKONIATBHOTO COCTOSHHS
(cmabocTh, MOTEMHECHHE B TIa3aX, OJICMHOCTh KOKHO-
TO TIOKPOBa), BO BpPEMsI KOTOPOTO 3aperHCTPUPOBAHO
BeIpakeHHOe cHIKeHue AJl mo 40/15 mm pt. cT. (6e3
camkenuss YCC 68-78 yn/mun). Ilocne mnepeBona

<
L7

0=

B KJINHOMOJIO)KECHUE U BJIBIXaHUS NAPOB HAIIATHIPHOTO
CIHPTa OTMEYAJIOCHh MOCTENEHHOE YAYYIICHHE Camo-
YyBCTBHSI (B TEUCHUE 3 MUHYT COXpaHsUIaCh TUIIOTOHUS,
60-75/35-50 MM pT. cT.). BoccranoBnenue: cHHyCO-
BB PUTM C IIPU3HAKAMU HPEABO30YKACHUS JKEITy104-
koB (BelpakeHHble ST-T napymenus), HCC cp. 65 yn/
muH, A/l cp. — 84/48 MM pT. cT. YacTble 0OAMHOYHEIC
Ha/DKEITYJ0YKOBBIE SKCTPACHCTOIIBI, 3AJIIT HA/KEITyI04-
koBoit Taxukapauu ¢ UCC mo 118 yn/mun (ux 6 K/11) —
knuHnueckn He3HaunMble. 3AKJIFOYEHUE: TIlpo-
0a ToJIOXKHUTENbHAs — Ba30JCTPECCOPHBI BapUaHT
PedIEKTOPHOTO MPEICHHKOIATBHOTO COCTOSHHUSI.

BLIC HALKCAVI0MKOBLIC IKCTPAcHCTOAL! (25 anp 18:17:48)

Iy
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Puc. 2. ®PparmeHTbl XMIKI. MapoKcmnambl cynpaBeHTPUKYIAPHOW TaXMKapaum,
rpynnoBble CYNPaBeHTPUKYIIAPHbIE 3KCTPACUCTOJbI
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Jlabopamopuoe ob6credosanue. OOMMI aHamU3
KpPOBH M MOYM — 0e€3 MaToliornu. bruoxmMuueckuii
aHaJM3 KpOBU: 00U OeJIOK, MOYEBHHA, KPEATHHHH,
MoOueBas KHUCIIOTa, XOJECTePUH, TPUTIUIEPUIBI, Kpe-
aTHHKWHA3a, mejodHas docdaraza, OmaupyonH (00-
IIUH, CBSI3aHHBIN, CBOOOIHBIN), HATPUH, Kalluii, KaJlb-
uuii — 0e3 matonoruu. HarpuitypeTuueckuii menTuja
B IIpefiesiax HOpMbI. [IoBbIlIEHNE YPOBHEHN acnapruH-
tpanchepassr (ACT) 122 ME/n (nmpu HOpMe mo 40
ME/n); ananunTpancdepassr (AJIT) 450 ME/n (mpu
HopmMme 1o 45SME/m), nakratneruaporenassl, 1 267 En/n
ipu HopMe 110 450.

YauTeiBasg MpPENNoiaraéMblii  METaOOTWUSCKUI
xapaktep KMII, cTparudukamnus prucka BHE3AITHOU
cepreuyHoil cMeptu ¢ nomouneio moaenu HCM-RISK-
score He MpoBoAuIack. BMecte ¢ TeM, yuuThIBas dKc-
TpeMalibHyto runeptpoduio, aupQysHbiii Gudpos
neBoro xeryaodka (10 39 %) nmo manueiM MPT, cun-
KOTIaTbHOE/TTPECUHKOMATbHBIE COCTOSHHS, a TaKXkKe
HEYCTOMUYMBYIO CYIPaBEHTPUKYIISIPHYIO TaXUKAPIHUIO,
KOTOpasi MOXKET SBISATHCS MHAYKTOPOM SKH3HEYTPO-

JKAKoIEH apuTMHH, ObUT MPEAIIONI0KEH BBICOKHI PUCK
BHE3AIHOM CEPJICUHON CMEPTHU, B CBSI3U C 4eM OOJIb-
HOW PEKOMEHIOBAHO TPOBeIeHNE MHBA3UBHOTO DDU
U UMIUTAHTAIlUA  KapauoBepTepa-aehuopuiusiTopa
C 1IEJIbI0 MEePBUYHON MPO(QUIAKTHKN BHE3AITHOM cep-
JIEYHOU CMEPTH.

NmmnnanTtanust  kapauoBepTepa-nedudpusuisiTopa
(dHAOKapIMaIBHBIN J0CTYyI): ycTpoiicTBo Medtronic
Evera MRI S VR SureScan (PMZ622039S). XKeny-
JIOUKOBBIM AJIEKTPOJ C OZHOW LIOKOBOM CHUPAJIbIO
¢uKcupoBaH B 001acTH BEPXYLICYHOH TPETH MEXK-
JKelnynoukoBoi neperopoaku. MKJ[ 3anporpamMmmu-
poBaH B pexume VVI ¢ 6azoBoit wactoroit 40 nmm/
muH. [IpoTokosiom ctumymsiuuu Burst nHaynupoBana
ycToiunBas GUOPUIIISIIIKS KEITYJOUYKOB, KyITUPOBATh
paspsaom UK/ 20, 35 Ik He ynamock. ®XK kymnupo-
BaHa pa3psioM HapyKHOro nepudpumistopa 250 JIx.
ITpoBenena 3amMeHa 3IEKTPOA Ha BIEKTPOJ C ABYXIIO-
KOBOH crnimpaibio Medtronic 6947. DnekTpon ¢ukcu-
poBan B obnactu cpeaneid Tpetu MXKII. [Iporokonom
crumyJsinuu Burst unaynuposana ycroiunBas DX,

Puc. 3. 9xoKI no kopoTKoi ocu. AxoKI 4-kamepHasa no3uuus

MMnepTpoduryeckasa KapAMOMNONATUSA C MOParKEHNEM 0BOMX HeNYA04YKOB, MaKCMMaribHOW TONLWMHON
MUOKapaa 4o 33 MM Ha YPOBHE nepefgHecenTanbHOro 1 3agHenatepasnbHOro CEFrMeHTOB U HannymeM gm-
HaMuyeckol ob6cTpykumm B BT/THK no 30 MM pT. CT. B NOKOe 1 o0 39 MM pT. CT. nocne Harpy3kuy, B BT
00 8 MM pT. cT. MTpanbHaa HegocTaTo4HOCTb +3. TpUKycnnpanbHasa HegocTaTovyHocTh +1. HeogHo-
POOHOCTb 9XOCTPYKTYpPbl MMOKapaa 060MX Kenygo4KOB C HalIMYNEM PacnpoCTPaHEHHbIX 30H YCUNTEHWA
curHana (pubpoa). AncdyHKunA MrUoKapaa 060uX WenyaodukosB no 2 Tuny. [MobanbHaa CUCTONMYECKaNA

dYHKLMA MMOKapda He HapyLueHa.

Tom N2 3 ‘ 2 ‘ 2023‘

115



paspsn 20 JIxx — 6e3 addekra, KynmupoBaHa pa3psioMm
UK/ 35 Tx.

IIpu xoutponpHoM XMOKI' 3apeructpupoBan
MapOKCH3M MOHOMOP(HOH JKEIyJI0UYKOBON TaxuKap-
nuu ¢ YCC 136 ya/MUH TPOJOIKUTEITBHOCTRIO 5 CEK,
B CBSI3M C 4YeM J103a OeTa-aJpeHo0I0KaTopa METOIpO-
nona ysenudeHa o 125 mr/cyt (2,6 mr/kr/cyT), npu
KOHTpoibHOM XMDOKI' KemyJ0YKOBBIX HapyIIeHUN
pUTMa HE 3apETruCTPUPOBAHO.

l'enemuueckoe mecmuposanue. BblsBieH pa-
HEe ONHMCAHHBIM B JINTEpAaType BapHaHT B TreTEpo-
3UTOTHOM COCTOSIHMHM B 3K30HE 5 M3 9 JK30HOB I'eHa
LAMP2, npuBomsmmii K MNPHOOPETEHHUIO TIPEXK-
NEBPEMEHHOTO  cToml-KomoHa.  X:g.119581719G>A
ENST00000434600.2: ¢.718C>T. Myrauus Bepudu-
uupoBaHa mo Conrepy. Y oTHa M MaTepu MyTalHi
HE BBISIBJICHO.

[Ipomomkena tepanus OeTa-apeHOOIOKATOPOM
merorpoon (1,5 mr/kr) 37,5 mr X 2 pasa B JieHb, C I1e-
7b10 TpodUIaKTHKN (HUOPO3000pa30BaHUsI HA3HAUCH
AHTArOHUCT aJIbJOCTEPOHOBHIX PELENTOPOB CIIMPOHO-
nakToH (1 Mr/kr) 50 Mr B CyTKH.

[Ipn oOcnenoBaHuM B IMHAMHUKE Y€pe3 oI camo-
YYBCTBHE YIOBJIETBOPUTEIBHOE, CHHKOMAJIBHBIX CO-
CTOsSIHU, cepaneOuenuii ve obut0. [apamerpsr DxoKIT
6e3 uzmenenuii. [1pu koutpose cuctemsl UK/ uepes 6
n 12 MecsaneB HapyUIeHU B paboTe HE BBISIBICHO, XKe-
JTyJOYKOBBIX HapyLICHUH PUTMA U SIU3040B cpadaThl-
Banusa UK]/I He 3apeructpupoBaHo.

OBCYXKAEHUNE

bonesnp JlaHoHa sBisieTCS NPUUYMHOM TSKEION
I'KMII, xauHMYecKH XapaKTepusylolencs dKc-
TpeMajbHO BBIPAXKCHHOH rumnepTpodueii Muokap-
Ja, HApYyUOICHUSMH CEpASYHOr0 pPHUTMa, BBICOKOU
CMEPTHOCTBIO OT HApyIIEHUH CEpAEYHOI0 PUTMA
WM TIPOTPECCUPYIOUICH CepAeyHON HEeI0CTaTOYHO-
ctu. JlanHoe HaONMIOACHHE JIEMOHCTPHUPYET PaHHHM
ne6roT Oosiesnu [lanona y nmeBouku. Hacriencteen-
HOCTb HE OTAIOLICHA, YTO 3aTPYyAHSJIO JUArHOCTHU-
Ky 3aboneBanus. JJomuHupoBanu npusHaku ['KMII,
OTCYTCTBOBAJIM MHUONATUYECKUH CHUHJIPOM U KOT-
HutuBHble HapymeHus. Ha OKI' BeisiBieH cunapoM
MPEIK3UTANNH HKETYA0YKOB, KOPOTKHE AMU30ABI (70
6 KOMIIJIEKCOB) CYyNpPaBEHTPUKYISIPHONH HETOCTOSH-
HOW TaXMKapJuu MPU CyTOYHOM MOHUTOPHUPOBAHUH,
OJTHAKO MPUCTYIBI MapOKCU3MAJIBHON CyNpaBEeHTpPHU-
KyJSIPHON TaxuKapJuu OTCYyTCTBOBaiu. Pesynbra-
161 DDU BepudUIUpOBaAIN HOMO-BECHTPUKYISAPHBINA
TPaKT, OJHAKO TaXMCUCTOINYECKUE HAPYyIICHUS PUT-
Ma He ObUIM MHAYLHMPOBAaHBI, B CBS3U C 3THM paju-
o4yacToTHasi a0usuus He npoBoamiack. OCHOBHBIM
KJIMHUYECKUM TPOSBICHUEM 3a00JICBaHUS SIBISITUCD
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MPECUHKOMAIbHBIE W CHHKOMAJIbHBIE COCTOSHUA.
OHHM O CBOMM KJIMHHUYECKHUM NPOABJICHUSAM (T10-
CTEMIEHHOE Hayallo, sipKas BeTeTaTUBHAs OKpackKa)
ObLTH OOJIee MOX0XKU Ha BazoBaralibHbIe. [IpoBeneHne
THJIT-TECTa T[O03BOJUJIO BepU(UIIMPOBATH Ba3oje-
MPECCOPHBIM XapaKTep CHUHKOMAJbHBIX COCTOSHUU.
Bwmecte ¢ TeM He HCKITTOYaIach BO3MOKHOCTD TOCIIC-
JYIOIIETO Pa3BUTHS U KapAHNOT€HHOT0/apUTMOT €HHO-
ro cuHkonajbHoro coctosinus. JJanasie OxoKI" BbIs-
BUJIM 3KCTPEMAJIbHYO THIEPTPO(YUIO MUOKAP/IA, YTO
YBEIUYUBAJIO PHUCK PA3BUTHUS KHU3HEYTPOKAIOIIHX
apuTMui. JJis OLIEHKM CTENEeHU PUCKA apUTMOIEH-
HBIX COOBITHII ObLITa TPOBEACHA MAarHUTHO-PE30HAHC-
Hass ToMmorpadus, BBISBHUBIIAS PaCIPOCTPAHESHHBIN
(hbubpo3, YTO YBEIMYUBAJIO PUCK IKEITYTOUKOBOH Ta-
XUKapauu. B manHOM ciydae cuctomudeckas (yHK-
Ml MUOKap/a Oblila He HapyIleHa, IO KINHUYECKUM
JaHHBIM OTMEUAJHUCh JHUIIb YMEPEHHbIC MPU3HAKU
cepreuyHoil Hepoctarounoctu Il A kmacca, HaTpuii-
YpEeTHYECKUN NEeNTH] B Ipeaesnax Hopmel. Bmecre
C TEM, pPE3yJbTaThbl CIUPOIPrOMETPUMU MPOJEMOH-
CTPUPOBAJIU BBICOKUI PUCK MPOTrPECCUPOBAHUS CEP-
JICYHOW HEJOCTATOYHOCTH B JAaJIbHEHIIIEM (CHI)KCHHE
TOJICPAHTHOCTH K (PU3UUECKOH HArpy3Ke, CHHKCHHE
MOTPEOJICHNST KHUCIOPOJa Ha MaKCUMyME Harpy3Ku
1 Ha aHadPOOHOM TTOpOTe).

VYuutbiBasi BBICOKUM PUCK pa3BUTHS BHE3AMHOM
cMepTH (IKCTpeMajbHasi TUNEPTPOQUS, CHHKOMAIb-
HBIE COCTOSIHUS, PacHpoCTpaHeHHBIH QuOpo3), ObLia
MIPOBEICHAa UMILIAHTAINS KapauoBepTepa-nehuopui-
JATOpA C MENBI0 MEePBUYHON MPO(UIAKTHKHA BHE3AI-
HOU cepaeuHoit cMepTu. CrnenyeT MoA4YepKHYTh, UYTO
KYIHUPOBaTh WHAYIHPOBAHHYI YCTOHYHMBYIO (pu-
OPUILITSITTUIO JKETYTOUYKOB YIAJIOCh TOJIBKO KapIHOBEP-
TepOM-ZIe(PUOPUILIATOPOM C HKETyINOYKOBBIM DIICKT-
POZIOM C JBYXIIOKOBOH CITMPAIIbIO, YTO OOYCIIOBJICHO
JKCTpEMabHON runeprpodueit Muokapia.

VYyureiBas TOT (HaKT, 4T0 PEHOTHIIUYCCKUE TIPOSIB-
JIeHHsI TTOpakeHus cepAana npu Oone3nn Jlanona ume-
0T OYCHb MHOI'O CXOJIHBIX XapaKTEPUCTHUK C IEPBUY-
Hoit 'KMII na done myTanuu reHoB, KOAMPYIOLINX
CHHTE3 OCJIKOB CApKOMEPHOT0 KOMILIEKCca, HEOOXOu-
MO MPOBEAEHUE TeHETHYeCKON auarHoctuku. Ilokaza-
HUEM JUIA TIPOBENIEHUS] TeHETUIECKOTO 00CIIeIOBaHuUS
¢ omnpeneneHueM myrtauuu B reHe LAMP2 sBnstorcst
BBIPa)XCHHAsI KOHIICHTPUUECKasi THIEPTPOdUs MUOKap-
Jla, THTAaHTCKHUM BoJbTaxX QRS KoMITIekca B coueTaHUU
C CHHIPOMOM MPEIK3UTALNHN KEITYIOYKOB W/WUIH MBI-
IIEYHOH c1a00CThI0, N3MEHEHHUSMU B OMOXUMHUYECKHIX
nokasarensix [3, 5, 11]. iMmeHHO reHeTH4YecKkoe TeCTu-
pOBaHME TO3BOJMIO B JJAHHOM cliydae Bepu(UIUpo-
BaTh JMAarfHo3 «o6ose3np JlaHOoHa». YUHUTHIBasS OTCYyT-
CTBUE MYTalUU Y POJUTENIECH, B JAHHOM CIy4yae UMEET
MECTO BO3HUKHOBEHHE MYTaIluH de novo.
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PE3IOME

Beenenue. Dnucnagus — KpaiiHe peakoe 3a0oieBaHue, y KCHIIMH BCTpedaercs B 5—6
pa3 pexe, yeM y Myx4yuH. Yacrora >keHcKoW smucnaauu komebnetcs ot 1 Ha 160 000
10 480 000 »xuBopokAeHNN. E€ MOXHO AMarHOCTHPOBATH MMYTEM TIIATEIFHOIO OCMOTPA T0-
JIOBBIX OPraHoB. JleueHMe snucnaguy TOJIBKO XUPYPru4ecKoe, KOTOPOE JOBOJIBHO CIIOXKHO
u TpeOyert omnbiTa. JIuTeparypa, B KOTOpOil 00Cy)aaeTcs *KEHCKask SNUCIAAusl, O4eHb Orpa-
Hu4eHa. B 3Toll cTarbe Mbl X0TeIH Obl COOOIIUTE O XUPYPTUUECKOM JICUCHUH U30JIUPOBaH-
HOM snucnianuu y Aesouku 3 get B HMULL um. B. A. Anmasosa.

OnucaHue KINHUYECKOT0 ciay4asi. 3-JIETHSS J€BOYKA IMOCTYIHIIA C OCHOBHOW Kaio0oi
Ha HeZep KaHUe MOYM C POXKACHUS, B THEBHOE M HOYHOE BpeMsl. Hexepskanue Mmoun He ObLIO
BBI3BaHO (DU3NYECKOW aKTUBHOCTBIO M HE YCYTYOJsIIOCH IPUEMOM HMHIIH/TIUThS. OU3HKaIb-
HOe 00ciefioBaHNEe TOKa3ajo, YTO HAapy)KHBIC INOJOBBIC OpPIaHbI MAIMEHTKH MMEIOT HEZo-
pa3BUTbIE MaJlble IOJIOBBIE I'yObl, IATOJOIMUYECKYIO YPETPY, Pa3IBOCHHBIN KinTop. Jlabopa-
TOPHBIEC PE3yJbTaThl ObUIM B IpeAeaax HOpMbl. MUKIIMOHHAS LHUCTOypeTporpadus BbIIBHIIA
MOATEKAaHHE MOYH BO BpeMs a3bl HarmomHeHrs. CTeHKa MOYEBOTO ITy3bIps ObL1a HOPMaJIbHOM,
My3BIPHO-MOYETOYHUKOBOTO peditokca He OblI0. BonbHOM BEIITOTHEHO OJJHOMOMEHTHOE OTle-
paTUBHOE BMEIIATENHCTBO, 3AKIIOYAIOIIEECs B TUIACTHKE YPETPHl M PEKOHCTPYKLIWHU MICHKH
MOYEBOTO ITy3bIpPsl, INIACTUKE KJIMTOPa U MaJIbIX IOJIOBBIX T'y0. IHTpaonepaunoHHbIX U OCTIe-
OIIEPaLMOHHBIX OCIOKHEHUH He Obuto. IIpn ocMmotpe uepes 1 Henenmo u 6 Mecses HaOIO-
JICHMSI y TTALIMEHTKHU TIOCTUTHYTO yAepKaHUe MOYH, OTIepal[MOHHas paHa 3aKHja MepBUYHO.

O06cy:kaeHue. Dnucnagus — peakoe 3aboaeBaHne, KOTOPOE MOXKET IMPOTEKATh B pa3iInd-
HOH CTEeneHHU, OT JIETKOH 0 TsKenou. B Tskenol cTeneHu NpouCcXoauT pacllenIeHUue Beel
YPETPHI C BOBJICUCHUEM IIEHKH MOUYEBOTO Iy3bIPsi, BHI3BIBAIOIICE MOCTOSIHHOE HEJCP:KaHUE
Mour y manuenta. Ciaydau dMUCIaIuy JOBOJIBHO CIOKHO AUATHOCTHUPOBATh. Bpau momkeH
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pa3BeCTH OOIIBIIINE TTOJIOBEIC I‘Y6I>I " THIATCJIBHO NPOBCCTU MC,Z[I/II_II/IHCKI/Iﬁ OCMOTP. OO0Bek-
TUBHBIMHU HECJIAMU XUPYPrui4€CKOro JCUCHUS SMUCTIa AN ABJIAOTCA JOCTUIKCHUC YACPIKAHUA
MOYH, BOCCTAaHOBJICHHUC aHATOMHUH, q)YHKHI/II/I 1 KOCMETHUYECKOI'o BuJa YpEeTphbl U TCHUTAIHNM.
OIIHOSTaHHaSI PEKOHCTPYKI A ABIACTCA COBPEMCHHBIM XUPYPIrud4CCKUM METOIO0M, UCIIOJIb-
3YEMBIM IJ1s JICUCHUSA HSOHHpOBaHHOﬁ SMUCIanun y )KCHIIVH.

3akioueHue. DTUCTAAUs Y KEHIUH SIBJSCTCS PEIKON BPOKACHHON aHOMaueH, KOTOPYIO
JIOBOJILHO YaCTO HE BBISBIISIIOT B JIETCKOM Bo3pacte. JJisi u301MpOBaHHON ANUCIA uN Y Jie-
BOYKH B HACTOSIIIIEE BPEMSI IPEANIOUYTUTEIbHA OJHOATAHAS XUPYPruyecKasi KOPPEKIUs.

KiroueBble cJI0Ba: )KCHCKAs onucnaaus, yperpa, srmucraaus.

Jns yumuposanus: Kaeanyos U.M., Konopamvesa E.A., Koxpeuose H A., Komauuenko 2.B.,
IHepsynuna T.M. Oonosmannas xoppekyus snucnaouu no Macedo y desouxu 3 nem. Poc-
CUTICKUTL JHCYPHAT NEePCOHATUIUPOGAHHOU Meduyunbl. 2023;3(2):119-126. DOI: 10.18705/2782-
3806-2023-3-2-119-126.
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ABSTRACT

Introduction. Epispadias is an extremely rare disease. Epispadias in women is 5-6 times less
common than in men. The incidence of female epispadias ranges from 1 in 160,000 to 480,000
live births. Epispadias can be diagnosed by a thorough examination of the genitals. Treatment
of epispadias is only surgical, which is quite difficult and requires experience. The literature
that discusses female epispadias is very limited. In this article, we would like to report on the
surgical treatment of isolated epispadias in a 3-year-old girl at the Almazov National Medical
Research Center.

Clinical case. A 3-year-old girl presented with the main complaint of urinary incontinence since
birth, during the day and at night. Urinary incontinence was not caused by physical activity and
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was not aggravated by eating/drinking. Physical examination showed that the external genital
organs of the patient have underdeveloped labia minora, abnormal urethra, bifurcated clitoris.
Laboratory results were within the normal range. Voiding cystourethrography revealed urine
leakage during the filling phase. The bladder wall was normal, there was no vesicoureteral reflux.
The patient underwent simultaneous surgical interventions, consisting in plastic surgery of the
urethra and reconstruction of the bladder neck, plastic surgery of the clitoris and labia minora.
There were no intraoperative and postoperative complications. After 1 week and 6 months of
observation, the patient achieved urinary retention, the surgical wound healed primarily.

Discussion. Epispadias is a rare condition that can vary in severity from mild to severe. Se-
verely, splitting of the entire urethra occurs, involving the bladder neck, causing permanent
urinary incontinence in the patient. Cases of epispadias are quite difficult to diagnose. The
doctor should dilute the labia majora and carefully conduct a physical examination. The ob-
jective goals of the surgical treatment of epispadias are to achieve urinary retention, restore the
anatomy, function and cosmetic appearance of the urethra and genitals. One-stage reconstruc-
tion is a modern surgical technique used to treat isolated epispadias in women.

Conclusion. Epispadias in women is a rare congenital anomaly that is often not detected in
childhood. For isolated epispadias in a girl, one-stage surgical correction is currently preferred.

Key words: epispadias, female epispadias, urethra.
For citation: Kagantsov IM, Kondratieva EA, Kohreidze NA, Komlichenko EV, Pervunina

TM. One-stage correction of epispadia to Macedo in a girl 3 years old. Russian Journal for
Personalized Medicine. 2023;3(2):119-126. (In Russ.) DOI: 10.18705/2782-3806-2023-3-2-

119-126.

BBEOAEHUE

Onucnanus — 3TO COCTOSIHUE, TPU KOTOPOM ype-
TpaJbHas IJIACTUHKA MIUPOKO OTKPHITA MO TOPCalb-
HOM TOBEPXHOCTH, @ OTBEPCTHUE Y PETPHI PACTIOTIOKEHO
B aHOMabHOM MecTe [1, 2]. Y meBodek Mearyc oObId-
HO pacrioyiaraetTcsi MeXJay KIUTOPOM M TIOJOBBIMHU
ry0amMu Wiy HaxonuTcst B oOyactu xkuBota [2]. Cy-
MIECTBYIOT PAa3IUYHBIC CTEMEHH AIUCIANNU. DTHUC-
Majiisi MOXKET BCTPEUYAThCA M30JMPOBAHHO WIIH TIPH
AKCTPO(UH MOYEBOTO MY3BIPs. Y JKEHIUH C JIHCIIa-
el MOYKHO OOHAPYKHUTh Pa3IBOCHHBINA KIUTOP, OT-
BepCTHE Biarajuniia, CMEIIEHHOE B MIEPEJHION0 YacTh,
HETIPOXOANMOE OTBEPCTHE YPETPHI, OTCYTCTBUE WIIH
aHOMabHYI0 (hopMy JIOHA, HEAep)KaHWEe MOYH pa3-
JIMYHOM cTereHu [2].

Onucnagaus — peakoe 3aboneBanue. Pacrpoctpa-
HEHHOCTb OIIEHUBACTCs MpuMepHo B 1 cimyuait Ha 10
000-50 000 xwuBopoxknenuit [1]. Onucnaaus y xeH-
IIUH BCTpedaeTcss B 5—6 pa3 pexe, 4eM y MY>KUHH,
n coctaBuseT 1 cmyuaii Ha 160 000—480 000 >xuBo-
poxaennii [3]. bonee 60 % ciydaeB OpUXOTUTCS

Ha U30JIMPOBAHHYO Anucnanuo [4]. s uckinroueHus
AHOMAaJIMH B IPYTUX OpraHax MpH dMHCHalnn He00X0-
JIUMO TIPOBEAECHHE JOMOJHUTEIBHBIX HCCIEOBAHMIM,
Takux Kak Y3/ M0O4enoysioBoii CUCTEMBI U MHUKI[MOH-
Has nuctoypetporpadus [1]. Jledenune snmcrannm xXu-
pypruveckoe, KOTOpO€ JAOBOJIBHO CIOKHO M TpedyeT
onbITa. LlensiMu onepanuu SABAAIOTCS PEKOHCTPYKITUSA
u obecriedeHre ONTUMAIBLHON (PYHKIIMH TIOJIOBBIX Op-
TaHOB M ypeTpsI [1].

TpyaHo HalTH JIUTEpaTypy, B KOTOPOU H30JIUPO-
BaHHO 00Cy>K1aeTCsl )KeHCKast anucnanus. B ocHoBHOM
3TO CTaThbM O KIMHUYECKUX cllydasx. B psae oTyeToB
PEKOMEHIOBaH ONTUMAJIBHBIN MOIXO0/ K JISYEHUIO U30-
JTUPOBAHHOHN SMHCTIANNK Y JKeHIIUH [5—9]. Pexomen-
JIyeMbIM XHUPYPrUYeCKUM METOJIOM JICUCHHS SIBIISICT-
Csl OJTHODTAaIlHAsl IUIACTHKA YPETPbI, PEKOHCTPYKIIUS
HIEHKH MOYEBOI0 IMy3bIpsl M MepuHeoriacTuka [5, 9].
B »T01i cTaTbe MBI XOTeIH OBl COOOIINUTH O XUPYprude-
CKOM JICYEHU U W30JIMPOBAHHON DIUCTIAINH Y JEBOYKHU
3 net. MBI HazeeMes, 4TO Oyiaroiaps OMUCAHHUIO STOTO
cilyuas MccleoBaTelld CMOTYT pacllMpUTh CBOM 3Ha-
HUS O JISYEHUH KEHCKOM ATHUCTIaJINH.
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JeBouka 3 jeT mocTynuia ¢ OCHOBHOH >KajoOoi
Ha HeJepXKaHUe MOUYU C POXKICHUS, B JHEBHOE U HOU-
Hoe BpeMs. Henepkanue MouM He BbI3BIBAJIOCH AKTHUB-
HOCTBIO M HE yXYALIAJIOCh IPU MPUEME IHIIU/TUThSI.
B anamue3e He ObLIO MOBBILICHUS TEMIIEPATYPhI, My T-
HOW MOYH, TeMaTypuH, AU3ypUH U 0oJel B OOKY U JKH-
Bote. [lanuenTka BeinuBana okosno 600 M1 KUIKOCTH
B JICHb U ITOCTOSIHHO HOCHJIA MOATY3HUKH. LIBeT Moun
OBLI SIPKO-XKENTHIM, 00EM MOYH OLICHUBAJICSI TPUMED-
HO B 600—700 mui/cyTku, Aedekaius Oblia HOPMAJIb-
HOW. TpaBMBI IMO3BOHOYHHMKA B aHAMHE3€ HET. DIHC-
Majius BIIEpBBIE ObLTa JUArHOCTHPOBaHA B 1 rom mpu
OCMOTpE JIETCKUM YPOJIOTOM IO MECTY >KMTEIbCTBA.
3aTtem ee B Bo3pacTe 3 snet Hampasuwiu B HMUILL um.
B. A. Anma3oBa 111 peKOHCTPYKTHBHOM ONepalny.

@dusukanbHOEe 00CIIEIOBAHKUE BBISBUJIO HENOPA3-
BUTBIE MaJlble I1OJIOBBIE I'yObl, aHOMAJbHBIH MOYEHC-
MyCKaTeNbHbIM KaHaJl, PaclICIUICHHBIH KIUTOp (pHuC.
). Y mauvieHTKH HOpMaJIbHOE TMOJOXKEHUE aHyca, HET
00pa3oBaHUi MIIN IPYTUX aHOMAJIUH, CBUJICTEIBCTBY-
IOUIMX O TaTOJOrMM IHO3BOHOYHHMKA. JlabGopaTopHble
pe3yabTaThl ObLIM B penenax HopMmbl. OJHAKO B aHa-
JU3aX MOYH OOHAPYKEHO: JIEUKOIUTHI 6—8, SpUTpOLIU-
1o 0—1, 6aktepun (1), pH 8,5. XoTst GakTepun u ObLITH
MOJIOKHUTETBHBIMH, 3TO HEIb3s1 OBLIO JHArHOCTHPO-

I I . KIIMHWYECKWE CJTYHA | CLINICAL CASES

BaTh Kak UMII, nockonbKy nelikonuTapHas 3cTepasa
ObLTa OTPULATEIBHOM, U Y MALMEHTKHA He OBIJIO KIIH-
Huueckux cummnromo MMII [10].

breuto BeimonaeHo Y3U Bceil OpromrHON MOJOCTH,
KOTOpOE IMO0Ka3ajJo HOpMaJIbHYI0 (GopMy u pasmep
MpaBod M JIeBOH MOYKH. Takke ObLIa MpoBeneHa Lu-
CTOCKOIIUA, KOTOpas BbIABUJIA, YTO HAPYIKHOEC OT-
BEPCTHE YPETPhl PACIOIOKEHO Oojee BEPTHKAIBHO,
a 1IelKa MOYEBOro IMy3bIps LIMPOKO OTKphITA. I1o naH-
HBIM MMKIMOHHOH LHCTOypeTporpaguu HempepbIB-
HOE TIOATEKaHWEe MOYM HaOJI0Janoch BO BpeMs (asbl
HATOJHEeHHS 1ociie BBefeHns 80 MJI KOHTPACTHOTO Be-
mecTBa. CTeHKa MOYEBOTO ITy3bIpsi HOpMaJIbHAs, 0e3
Ie(QEeKTOB HAMOIHEHUS, Iy3bIPHO-MOYETOYHHKOBOTO
pedarokca HeT.

Xupypruueckas ornepanusi B 00beMe PeKOHCTPYK-
LMY 3MUCHAJNN U IIEHKU MOYEBOTO I1Y3bIPs I10J] CUM-
¢uzom nmo Macedo. IlanmeHTka ynokeHa B JTUTOTO-
MHUYECKOE TIOJIOKEHUE. XUpypruyeckas MpoLeaypa
HayaJlach C pa3pe3oB Ha JIOHE C BBIKpPAaUBAaHHUEM POM-
6oBuaHOrO JOCKyTa. Jlanee paspe3 OKalWMIISIT MeaTyc
10 BEHTPaIhHOHN MOBEpXHOCTH Ha 6 "acax. [locme oT-
KJIOHEHUS JIOCKYyTa KHHU3Y OTKPBUIMCH ITy3bIPHO-JIOH-
HBIE CBS3KH, KOTOpPBIE OBLIM pacceyeHbl, 4TOObl OOHa-
KUTH IIEWKY MOYEBOro My3bIps. Pa3zpes npomoikanu
JI0 CIIU3UCTOH 000JIOUKH U CEPO3HO-MBIIIEYHOI'O CJIOS
MOYEBOIO Iy3bIps. BhINOJHEHA PEKOHCTPYKIUS LICH-

Puc. 1. MaumeHTKa 3 neT c anucnapuen, BuUA A0 onepauum

Figure 1. Patient 3 years old with epispadias, view before surgery
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KM MOYEBOT'O ITy3bIpsi, IyTEM €€ TOQpUPOBaHUS y3I10-
BbIMH mBaMu PDS 5/0. Yanunenue yperpsl ObUIO BbI-
MOJTHEHO METOAOM TYOYNSIpU3alUU 10 BEHTPATBHOU
MTOBEPXHOCTH (IIIOB yPETPHI HAa 6 Yacax) Ha CHITMKOHO-
BoM KareTepe 8 Fr. B mampHelmem mpoBeneHa MOOH-
JU3alus PACUICIUICHHBIX HOKEK M TOJIOBKH KJIMTOPA,
KOTOpBIE CBEACHBI U CIIUTHI HaJ ypeTpol. [IpoBenena
IJIACTUKA MaJIbIX MOJIOBBIX T'y0, Bukpuia 6/0 (puc. 2, 3).
Bo Bpems onepanuu KpoBOT€4EHUE ObLIO MUHUMAJIb-
HBIM, MHTPAOIICPALIMOHHBIX OCJIOKHEHHH HE OBbLIO.
[ocnenyromee HaOMIOAEHWE MPOBOAMIOCH uepe3 |
Hezemto, 1 mecsn u 6 MmecsneB nocie onepanuu. [la-
LIUCHTKA UMEET HOpMaJIbHOE MOYEHUCITyCKaHHE U YAep-
KaHHE MOYH.

OBCYXKAEHUNE

Dnucnaaus y SKEHIUH BCTpedaeTcs B 5—6 pas
pexe, 4yeM y MYX4uH [4], ¢ "dacToTOi mpuMepHO |
Ha 484 000 >xuBopoxaenuit [11], onHako uccienoBa-
Hue Allen u coaBTOpOB IMOKa3ajo, 4TO M3-3a MPOMY-
IMEHHOI'0 AuarHo3a snucnagvusa y KCHIIUH BCTpCUa-
eTCcsl B TPH pasa dYaiie, YeM IPe/Ioaraioch, TO eCTh
1 Ha 160 000 xuBOpOXKIeHHBIX AeBouek [3]. Ha uzo-
JUPOBAaHHYIO BMHCHAANI0 Tpuxomutcst Oosee 60 %
ciyuaeB [12]. DMOpuoreHe3 U OpraHoOreHe3 >KEHCKON
MOUYEIIOJIOBOM CHCTEMBbI CIIOXKHBI. [Ipobiema, BO3HH-
Karomasi B Iporecce 3MOpHUOreHe3a, MOXKET BBI3BaTh
AHOMAIIbHOE Pa3BUTHUE MOYEBBIBOMSIINX M TIOJOBBIX
nytei [5]. Dnucnaaus MOXKeT pa3BUTHCS U3-3a HEmpa-
BHUJIBHOT'O IIOJIOKE€HHA I'€HHUTAJIBHOI'O 6yropKa, qToO
CIIOCOOCTBYET HETOTHOM TyOynsipru3aiu ypetpsi [13].

Onucnaaus MOXKET BCTpeuaTbCs B PazIUYHOM
CTEeNeH! BbIpakeHHOCTH. COrjacHo KiIacCUQHUKAINH
Davis, snucnaanio MOXKHO pa3feiIuTh Ha JIETKYIO
U TsoKenyro creneHu. Ilpu jerkoil cremeHu paciie-
IJIEH TOJBKO Mearyc ypeTpsl. llpu cpenneil crenenu
uMeeTcs J0pcajbHOE pacUICIJICHUE YPEeTphl, a IMpH
TSIKEIOW — paculenyeHrue MPOUCXOUT Ha BCEeH ype-
TPpe M 3aTParuBaeT IIEHKYy MOYEBOrO IIy3bIPs, BbI3bI-
Bas y MalMEHTA IOCTOSIHHOE HEAep)KaHue Mouu [7,
14]. OgHako B OJHOM HCCIEIOBAaHUU TOBOPHTCS 00
OTCYTCTBHHM KOPPEJISIIUN MEXKIY aHaTOMUYECKHUMHU
QHOMAQJIMSIMHU U CTENEHbIO HEAEp)KaHUS MOuu, IIOo-
CKOJIBKY KOPPEJISILIUS MEX 1y aHOMATHSIMHU COUHKTEPA
¥ aHOMaJIMSIMH YPETPBI HE sIBJIAeTCsl a0COMOTHOH [3].
AHOMaJNH KN MOYEBOT'O ITy3bIPsl, HU3KAsl EMKOCTh
MOYEBOT'0 My3bIPs WJIM HU3KOE YpeTpalbHOE JaBICHUE
ABJIIOTCA YacTbIMU NPUYMHAMHU HEIEPXKaHUS MOYU
MIPHU W30JIMPOBAHHON dMHCTIa Uy y skeHIuH [15]. Tla-
LUEHTHI C SMHUCIAANEH U HelepKaHHEeM MOYH MOTYT
MMETh KOXKHBIC BBICHITIAHUSI BOKPYT IPOMEKHOCTH H3-
3a TIOCTOSIHHOT'O MCIIOJIB30BAHUS TIOATY3HUKA [9)].

Ciyuau snucnaguy JOBOJIBHO CJIOKHO AUATrHOCTH-
poBaTh, Korga HET aHOMAJIHMH Ta3a WJIM MO3BOHOYHHU-
Ka. Bpau goikeH pacKkpbITh OONBIINE MOJOBBIE T'yObI
U TIIATEIBHO MPOBECTH (Pr3MKaIbHOE 00CIeIOBaHNE,
YTOOBl HE IPOIYCTUTh H30JIMPOBAHHYIO >KEHCKYIO
snucnaauio [9]. Ilpm wu30mMpoBaHHOW SHUCTAIHH
Y J)KCHILMH BJIarajIHIle U BHYTPEHHHUE ITOJIOBBIE OPTaHbI
00BIYHO HE U3MEHEHBI. PeHTreHonorn4yeckoe oocieno-
BaHWe (MUKIIMOHHAS ITUCTOYpeTporpamMma) HeoOXo-
JuMa JUJIsl OLCHKHU PeIroKca U UCKIIIOUCHMS IPYTUX
IPUYMH HeAepKaHus Mouu. L{uctoyperpockonus uin

Puc. 2, 3. MauueHTKa 3 neT ¢ anucnaguein: COCToaHMUe Ha 7-e CYTKM nocsie onepauum
Macedo

Figure 2, 3. A 3-year-old patient with epispadias on the 7th day after Macedo surgery
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LIUCTOCKOIINS TaKXe HEOOXOAUMBI AJISI OLCHKH €MKO-
CTH MOYEBOT'0 My3bIpsl U YCTHEB MOYETOUHHUKOB [7].

Ha ocHoBanum kiaccudukanuu Davis npepcras-
JICHHBI HaMU clly4ali MOYKHO OTHECTH K TSIKEJIBIM,
MIOCKOJIBKY HMEJIO MECTO HOPAKEHHE IEHKH MOYEBOT0
y3bIps U HeAepkaHue Moun. Hamu Obliia BbITOJIHEHA
OHOMOMEHTHAsI OTIepalys 0 BOCCTAHOBJICHHUIO SITUC-
MaJNH U PEKOHCTPYKIUH IIEHKNA MOYEBOTO TYy3BIPSL.

OOBEKTUBHBIMHA TEISAMH XHPYPrUUECKOTO Jiede-
HUS SMUCTAJUU SIBISIOTCS JOCTHIKCHUE yICpKaHUS
MOYH, BOCCTAHOBIICHHE aHATOMHH, (QYHKLIUU M KOC-
METHYECKOI0 BUJIa YPETPBI U reHuTaIuil. Paznuyaror
JIBA BUJIa XUPYPruUYeCKUX METOMIOB DIUCIIAIUU: JIBYX-
STAlHYI0 M OIHOITAIHYIO PEKOHCTPYyKuHI0. CaMbIM
CTapbIM METOJOM Obljia ABYXATAIlHAsl PEKOHCTPYKLHUS,
pa3paborannas Young B 1908 roxy [9]. Texnuka Oblia
monudunupoana Dees u Leadbetter [30]. TexHuka
Young-Dees-Leadbetter siBrsieTcsl IIMPOKO HUCIIONB3Y-
€MBIM METOJIOM U 30JI0TBIM CTaHIAPTOM JJISl PEKOH-
CTPYKLUMH IIEHKH MOYEBOro Iy3bIps. TexHuKa ome-
panuu MMeeT Mmokasareiu yaepxaHus Moun oT 60 %
1o 85,5 % [15]. Tem He MeHee, 3TOT METOI YMCHBIIIAET
€MKOCTh MOYEBOTO Iy3bIPsl, U TPYJHO HOOUTHCS yuep-
KaHMSI MOYH NIPH MaJOil EMKOCTH MOYEBOT'O Iy3BIpSl.
[TosTOoMy onepanusi Obula OTIOKEHa Ha TOT BO3PACT,
KOIJIa JIETH MOTYT IPUHATH HEOOXOIUMBIE MHCTPYK-
MU TI0 MPUYYCHHUIO K TyajeTy, a MOUYEBOH MY3bIPb
HMEET JOCTAaTOYHYI0 €MKOCTh A1sl onepauuu [15, 30].
[ozxxe Gearhart mpeaIoKuia NPOBOAUTH PEKOHCTPYK-
LU0 yPETPHI U MOJIOBLIX OPTaHOB B Bo3pacte 1,52 ner,
a PEKOHCTPYKIIMIO MIEHKH MOYEBOTO MTy3bIPsi — B BO3-
pacte 4-5 net [15]. XoTsa 3TOT MeTOnM OOECTIeUMBaET
xopouee ynaepkanue B 87,5 % ciaydaeB, oH TpeOyer
HECKOJIBKMX CEAaHCOB XHPYPrHYECKOro BMEIIATelb-
CTBa M CBs3aH ¢ OoJyiee BBICOKOH 3a00JI€Ba€MOCTBIO
[5]. ImeroTcst n npyTHe METOABl PEKOHCTPYKIIMH TPH
SMUCIAANM, TaKUE KakK IIy3bIPHO-ypeTpasibHas MOI-
BECKa, TPAaHCBarvHaJbHAsl IUIMKALMS WM IPOLETYPbI
JIOCKyTa MOYEBOTO Iy3bIPs, B TOM YHCJIC U METOAHMKA
Macedo [14-29].

B HacTosimee BpeMsi NPUMEHSEMBIM XHUPYpru-
YEeCKMM METOJOM IPH H30JIMPOBAHHOM »NHCHAINH
y )KEHIIIMH SIBJSETCS OJHOMOMEHTHAS PEKOHCTPY KLIHSI
[5]- BoccTanoBieHue ypeTpsl U peKOHCTPYKIIUIO MO-
YEBOTO MY3BIPSI BBITIOJNHSIOT 32 OMHY omeparuio [9].
[lepBy10 OOHO3TAIHYIO PEKOHCTPYKLHUIO MPEATIOKHUIT
Hendren. On coyeTan npoMeXHOCTHBIN U TPAHCBE3U-
KaJIBHBIM JOCTYI C peMMILIaHTAllUeHl MOYETOYHWKA
[29]. OtoT MeTon TpedyeT OOIIMPHOTO pacceueHus
TKaHeld, MMEET [UIMTENbHYIO IIPOAOIKHUTEIBHOCTD
OIlEpaLMM U JaeT yIOBJICTBOPUTEIbHbBIC PE3YIbTATHI.
C tex mop ObuI0 pa3paboOTaHO MHOXKECTBO MOAU(H-
Kallui OJIHOATAIIHOW PEKOHCTPYKIuU. Bribop Mme-
TO/a OJHOPTAITHON PEKOHCTPYKIIUU OCHOBBIBAETCS
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Ha TPEINOYTCHUSIX XUPYpra M COCTOSHHMH IMalHeH-
ta. [Iporenypy nmpoMeKHOCTHOTO JOCTYIIa HE PEKO-
MEH/IyeTCsI BBIIIOJIHATH y HMAaIlMEHTOB C PEQIIIOKCOM,
HYKJIAIONINXCSI B PEUMIUIAHTAIlMM MOYETOYHHUKOB.
B Oonee Tsokensix cinydasx TpeOyeTcs Oojee panu-
KaJIbHasl TEXHHUKA JJIs1 JOCTHUIKCHHUSI JTYUIIETO Pe3yilb-
TaTa yAepKaHUs MO4YHU. [l 3TOrO MalueHTa Mbl BBI-
TIOJTHHUJIM OJTHOATAITHYIO PEKOHCTPYKIUIO SMHCIANN
U PEKOHCTPYKLHMIO MIEHKH MOYEBOTO MY3bIps depes
MPOMEKHOCTHBIN JOCTYTI, CIIEAYsl METOAMKE, YIIOMSI-
HyTOH Macedo u coaBTOpamH.
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PE3IOME

B cratee mpeacTaBieH ciydail KIMHAYECKOTO HAONMIOAeHHMsI peOeHKa C TUIaTallMOHHOMN
kapauomuomnarueit (KMII) B cTpykrype nporpeccupytomieit mpimedHon auctpoduu (IIMJ])
Bekkepa, OCIOKHEHHOW XPOHMYECKOW CEepIeuHON HEAOCTATOYHOCTHIO. OTpa)KeHbl 3THOJO-
rusi, TaTOreHe3, KIWHUKA, JMAarHOCTUKA, OCOOCHHOCTH TU(PEPEHIIUANIBHON IHMarHOCTUKH
Y HOBBIC TIOIXOJIbl K JICUEHHIO MMPOTPECCUPYIOIINX HEHPOMBIIIEYHBIX TUCTPO(UH, aKTyab-
HBIX B JE€TCKOM KapJAHOJOTUYECKOM MPAKTUKE.

KuioueBblie ¢jioBa: BocmnaneHue, JETH, KAPAUOMHUOIATUHN, HAPYLICHUSI pUTMA U MPOBOIUMO-
CTH Cep/illa, HACJIeICTBCHHBIC 3a00JIeBaHUS, HEHPOMBIIICUHBIC 3a00JICBAHUS.

Jna yumuposanus: Agonuna A1, Bacuuxkuna E.C., Kocmapesa A.A., Bepwununa T.JI.,
Hepeynuna T.M., Anexceesa /I.10. [Juramayuonnasn kapouomuonamus 6 Cmpykmype npozpec-

cupyrowel mvluteunoti oucmpoguu bexxepa. Poccutickuil JCypHAn NepcoHAlu3upO8aHHOU
meduyunwvt. 2023, 3(2):127-138. DOI: 10.18705/2782-3806-2023-3-2-127-138.
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ABSTRACT

A case of clinical observation of a child having with) dilated cardiomyopathy in the structure of
Becker’s progressive muscular dystrophy, complicated by chronic heart failure of the second
A degree, the second functional class. The etiology, pathogenesis, clinic, diagnostics, features
of differential diagnostics and new approaches to the treatment of progressive neuromuscular
dystrophies, which are relevant in pediatric cardiology practice, are reflected.

Key words: cardiomyopathy, children, hereditary diseases, inflammation, muscular
degenerative diseases, rhythm and conduction disorders of the heart.
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Cnucoxk coxkpamenuii: AJIT — ananuHamu-
HotpaHcepasza, ACT — acmapraTaMHHOTpPAHC-
(depaza, KD — kemyaodkoBas 3KCTPACUCTOIHSA,
UAII® — WHTHOUTOPHI AaHTHOTCH3WHITPEBPAIIIAIOIIIC-
ro depmenta, K/IO — KOHEUHBIA AUACTOIMYCCKUN
o0bvem, K/IP — koHEUYHBIN MUACTONWYECKUN pa3Mep,
KMIT — kapanomuonartus, KCP — xoHeuHslit cucTo-
nudeckuii pasmep, KOK — kpearundocdoknna-
3a obmas, KOK MB — xpeatnndochokunaza MB,
JIAI' — nakratneruaporenasa, JIJK — neBblil xe-
nynouek, MPT — marauTHO-pe3oHaHCHast TOMOrpa-
¢usi, MCKT — mynbsrucnupaibHas KOMIIBIOTEpHAs
tomorpadust, HBITHIIT" — Henoxnast 610kaa mpaBoit
HOXXKH TTydka ['mca, HM3 — HelipombItieunbie 3200-
neBanus, OPBU — ocTpas pecniupaTopHast BUpyCHasl
ungexuus, [12K — npassrii xxenynouex, [IM/] — npo-
rpeccupytomas Mpimeunas aucrpodus, IMLIP — mo-
nuMepasHas memHas peakius, [19T — mo3uTporHO-
smuccronHas tomorpadus, CMOKID — cyTtouHoe
mouutopupoBanue IKI, Y31 — ynsrpa3BykoBoe uc-
cienoBanne, ®B — ¢dpaxuus Beidopoca, DK — dyHk-
uoHaNbHEIHN Ki1ace, XCH — xponudeckas cepaedHas
HeJI0CTaTOYHOCTh, YJI — vactora npixanus, DK —
anekTpokapauorpadust, IxoKI" — sxokapauorpadusi.

BBEAEHUE

Heiipompimeunsie 3a0oneBanus (HM3) — kmuHU-
YECKU U TeHETUYECKH IeTepOreHHast TpyIa BPOK/IeH-
HbIX 3a00JIeBaHUM, XapaKTePU3YIOIAsACS IMPOTpec-
cUpylolleld MBIIIEYHOH cnabocThio, JaucTpoduei
u arpodueit MBITIIeYHON TkaHu. Ha mepBoM gecsTuie-
THUU JKU3HU JIEOIOTUPYET OONBIINHCTBO KIMHUYECKUX
¢dopm IIM/1 1 amuoTpoduii, IMEIOLIIMX MPOTPEIUEHT-
HOE TEUYCHHE W HA CETOMHSLIHUYN ICHb HEU3ICUUMBIX.
K 2001 romy cMepTHOCTH OT CEPICIHO-COCYTUCTRIX Ha-
PYIICHU BHINIUIA Ha TEPBOE MECTO MpH BcexX (hopmax
MbIedHbIx auctpoduii [1]. Bmecte ¢ Tem B mocien-
HEe NECSITUIICTUE NOCTUTHYTHI 3HAYUTENbHBIC YCIEXU
B U3yYEHUHU MOJICKYJISIPHBIX MEXaHU3MOB HACJIEICTBEH-
HBIX HEHPOMBIIIEYHBIX 3a00JIEBaHUM W WX TepaIrnu
C TpUMEHEHHEeM METOJIOB TeHHOW WHxeHepuu. s
OOJIBIITMHCTBA OMMCAHHBIX KIIMHHYECKUX (OPM HEHUpO-
MBIIIIEYHOM TMATOJIOTUU BBISIBICHBI T€HBI, TATOTCHHBIC
BApUAHTHI B KOTOPBIX ACCOIMUPOBAHBI C PA3BUTHEM
3aboneBanus. [Ipu 3TOM B CHIEKTpe HEHPOMBIIICTHON
MaTOJIOTUN CYIIECTBYeT MHOXKECTBO aJUIEIBHBIX (popM
3a00JIeBaHU, MTPU KOTOPBIX MYTAIlMA B OJHOM M TOM
K€ TeHE aCCOIMUPOBAHBI C PATMYHBIMHU KIMHUYECKH-
Mu hopMaMu HEHPOMBIIIICTHON TTATOJIOTHH (BPOXKICH-
HbIE MUOIIATHH, MHUOAMCTPO(HHU, TONUHEHPOTIATHH).
B T0 e BpeMs o/1Ha 1 Ta ke KiIuHrYecKas Gpopma 3a00-
JICBaHUs, HApUMEpP, BPOXKICHHBIE MHOIMATHH, MOXET
OBITH 00YCJIOBJICHA MTAaTOTCHHBIMHA BapUAHTAMH IIEJIOTO

psina renos [2, 3]. Tak, MHOTHE U3 HOPM BPOXKICHHBIX
MHUOTIATHH ¥ MHOAUCTPO(UI UMEIOT B KauecTBE MpPHU-
YUH BO3HHKHOBEHHS MyTalUM B T'€HAX, OMHUCAHHBIX
B CBSI3U C Pa3BUTHEM Pa3IMUYHBIX (HOPM KapAHOMHUOIA-
TUNA — AWIATAUOHHOU, PECTPUKTUBHON, apUTMOICH-
HOU |, pexe, rurneprpopudeckoit [4].

[IpoGnema mopakeHUsI cepAeIHO-COCYIUCTON CH-
crembl pu HM3 akTyanpHa, MOCKOJIBKY JE€TaJbHbBIN
MCXO/I MHOTHX U3 HUX OOYCJIOBJICH HMEHHO BOBJIEYE-
HUEM cep/lia B naTojoruieckuii nmpouecc. Cepaeunas
MBIIIIIA TOpakaeTcs MEepBUYHO BCIEACTBHE Aehuin-
Ta TOrO K€ O€JKa, KOTOPOro HET B CKEJIETHOM MBbIIL-
1€, MTOCKOJIBKY CTPYKTYypHasi OpraHn3aius MUOLUTOB
U KapAAMOMHUOLIUTOB BO MHOTOM CcXOAHa. B HacTosiee
BpeMsI HE BBI3BIBACT COMHEHHUH, UTO OOJBIIUHCTBO
TIM/T conpoBosxkaercs passutueM KMII, u Hepenko
ne0I0T MHONATHM HAauYMHAETCsl MMEHHO C KapauoJo-
THYECKUX MPOSIBICHUN (HarlpuMep, ¢ OJIOKaabl HOXKEK
nyuka ['uca no OKI, ¢ quacronnyeckoi TucyHKIHH
MHUOKapJa 1o JaHHBIM dxokapauorpaduu (3xoKI)),
B TO BpeMs KaK CHUMITOMBI MOPaXKEHUSI CKEIETHBIX
MBIIIII MOTYT OBITh MACKUPOBaHHBIMH [3, 6].

HecmoTpss Ha KIMHHYECKYIO MpPEICTaBICHHOCTD
W TporHoctuyeckyro 3HadyumMocTh KMII y GonbHBIX
TIM/I, nopaxeHue cepala I0JIroe BpeMs 0CTaBaioch
«3a KaJlpoM» IPOSIBJICHUN MHOJUCTPOPUUECKOTO CHH-
JapoMa. ToBKO ¢ BOCBMMJAECATHIX T'OAOB IPOIIJIOrO
CTOJIETUSI UCKJIIOUEHUE cTajia cocTaBusaTh [IMJ] Jlro-
IIEHHA, TTPU KOTOPOW pPaHbIlle BCET0 CHCTEMHO Hadaln
M3y4aThbCsl CEpIEYHO-COCYAUCTBIE HapyleHus. [s
nuctpodunonaruii J[romeHHa n bekkepa xapakTepHO
pasButue nunatauronnoit KMII ¢ panueit cepneunoi
JIEKOMIICHCALlMEH, HAPYILICHUSIMU PUTMAa U HUIIEMHEH
MHOKapZia CO CTEHOKAPAUTHYECKHM CHHIPOMOM (Y
6 % u 8 % OOIBHBIX COOTBETCTBEHHO) [7—8].

ITarorenes IIM/I pa3nuueH B 3aBUCUMOCTU OT KJIH-
HUYECKOM (OPMBI M KOHKPETHOTO T'€HETHYECKOTO Jie-
tdexra. Kaxnas dopma muommuctpoduu oOycnoBieHa
OTAEIbHBIM TOYEUHBIM I'€HETHYECKUM Ie(EeKTOM, Ha-
PYLIAIOIIMM CHOCOOHOCTb MBIIICUHBIX KJIETOK CHHTE-
3upoBarh HeoOxoanMmble Oenku. CylIecTBEHHOE 3Ha-
yeHHe B MaHH(ecTauuu 3a00eBaHMs MPUHAIIICKHUT
OCTPBIM M XPOHHYECKHM HH(EKIHSIM, TpaBMam, aju-
MEHTapHBIM AUCTPODUAM, GU3UIECKAM Teperpy3Kam
U ApyruM (pakTopaM BHEIIHEH Cpeabl, KOTOPbIE MOTYT
ABJISITbCA TPUTTEPAMM JJISL Pa3BUTHS U TPOrPECCH-
pOBaHUS HACIEICTBEHHO IETEPMUHUPOBAHHOTO IPO-
necca. Tounass Ho3oj0rMYeckas aguarHoctuka I[IMJI
HEBO3MOKHA 0e3 HCIIOJIb30BaHUSI COBPEMEHHOIO apce-
Hajla MOJIEKYJIIPHO-TEHETHUECKUX METOJI0B, METOOB
UMMYHOOHOXMMHYECKOT0, HMMYHOTUCTOXUMHUYECKO-
ro aHalu3a W, B PAJE CIydaeB, IEKTPOHHONH MHUKPO-
ckonuu. OnHAKO, yYWTBIBas OIPAaHUYEHHBIN IOCTYII
K MPOBEJECHUIO BBICOKOTEXHOJIOTHYHOIO T€HETHYECKO-
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ro CKPWHHHTA, IOCTOBEPHAsI MOJIEKYJISPHO-TeHEeTHYe-
CKasl IMarHOCTHKA B PsJE CIydaeB BCE elle He Mpef-
CTaBJseTCS BO3MOXKHOM. IloaTOMy U1t TMAarHOCTUKU
PaHHUX TPOSIBJICHUH MPOTrPECCHPYIONIMX MBIIIECUHBIX
mucTpoduit m aMHOTpoduit HEOOXOTUMO HCIIONIH30BA-
HUE TIEPBUYHOTO AJITOPUTMAa KIMHUYECKOTO 00CIeno-
BaHUSl, BKIIOYAIOIETO0 KIMHUYECKHH OCMOTP, CIIEKTP
a0OPaTOPHBIX TOKa3aTee (MapKepbl MHOITUTOIN3A:
kpearuapochoknnaza (KOK), kpearundocdokmHaza
MB (K®K MB), nakratnerunporenasa (JI/II'), ypoBenb
TPOMOHKHA), ONPEeJICHNE HMMYHHOTO U THPEOHTHOTO
cTaTyca W Mokaszaresieil KkoaryjaorpamMmbl. MHCTpyMeH-
TaJbHOE 00CIIeI0BaHUE TAKUX MAIIHEHTOB 00s3aTEIBHO
nomxHO BKItouaTh DKI, OxoKI, cyTouHoe MOHUTOPH-
poBanue OKI' (CMDOKT'), pentrenorpaduio rpynHoit
KJIETKH C OINpelelieHueM KapaIuOTOPaKaJbHOTO WH-
JieKca, yiasTpa3BykoBoe nccnenoanue (Y3M) opranos
OPIONIHOI TIOIOCTH, NEKTPOHEHpOMHUOTpaduIo, MO3BO-
JISTFOIIYFO BBISIBUTH «(DEHOMEH TTOJIOKUTEIFHBIX OCTPBIX
BOJIH», MarHUTHO-pe30HaHCHYI0 ToMorpaduio (MPT),
MO3UTPOHHO-IMUCCUOHHYO ToMorpaduto ([19T) cepn-
1a, MPT wmbimiir, OHOTICHIO MBI (HEPBHO-MBIIIIETHOTO
JIOCKYTa) C TOCIICAYIOIUME CBETOBOW M 3JIEKTPOHHOU
MHUKDPOCKOMHUSIMH,  yJIBTPa3BYKOBYIO  JIOMILIEPOTpa-
¢uro, IymiIeKCHOe CKaHWPOBaHHE, JCHCHTOMETPHUIO
KOocTell W uccienoBaHne (YHKIMU BHEIIHETO JbIXa-
Husi. OnpeneneHre TOYHOro TeHeThdeckoro nedekra,
ocobeHHO Tipu mMuomucTpodusax [lromenna, bekkepa,
Omepu-/peiidyca, a Takke npu muoguctpodun Bepa-
nura-l'oddmana, ABIsSETCS KIIOUEBBIM HCCIICIOBAHIEM,
TaK KaKk UMEHHO IPH ITUX 3a00JICBAHUSAX ITONYUYCHBI
TeHHO-TEPANeBTUYECKIE IpenapaTsl HITH UMEIOT MECTO
MHOTr000€NIaIue JaHHbIe 00 uX pa3padboTke [9—12].
B xadectBe mpuMepa K3 KIMHUYECKOH MPAKTUKU
MPUBOJMM CITy4ail AMHAMHYECKOTO HaOIOICHHS B Te-
yenue 1,5 net 3a nanuerToM K. 12 et ¢ gunaramuos-
ot KMII B crpykrype [IM/] bekkepa (3ameHa B rene
muctpopuna R141 P (NM 004009:exon6:c.G422C,
chrX-32834681, HG7)), 0CIIO)KHEHHOH XPOHUYECKON
CepIeYHON HEAOCTaTOYHOCTHhIO 2 A cremenu, I OK.
ComyTCTByIOIIAsT TATOJIOTHSI TIpeICTaBIeHa TUChYHK-
LUEld CHUHYCOBOTO Y3Jla, PEIOKOM >KEeIyAOYKOBOM 3KC-
TPacUCTONUEH, XPOHUYECKUM TOH3WIIJIUTOM B CTaJuu
KOMIIEHCAIUH, TUCKUHE3UEN KETUEBBIBOJSAIINX Ty TEH.

Kaunudeckoe Hadoionenue. [Ipu mepBom o0Opa-
meHuu B otaenenue neguatpun OI'bY «HMUL[ um.
B. A. Anma3oBa» MuH3npaBa Poccun manieHT npeab-
SIBJISLT %KaJIOOBI HA CHIDKEHHUE TOJIEPaHTHOCTH K (pusu-
YECKMM Harpys3kaM, [OBBIIICHHYI YTOMJISEMOCTb,
MUAJITUHU, NPEUMYIIECTBEHHO B [BYIVIABBIX MBIII-
Hax IJjie4a, UKPOHOKHBIX M 3aJHCH T'PYINE MBIIII
Oeqpa, BO3HUKAIOIIKNE, KAaK MPaBUIIO, Tocie (usmue-
CKHMX HAarpy3ok (XoabObl B YMEPEHHOM TEMIIE, TOIb-
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ema 1o jectHuie). Hapsiay ¢ 3TumMm — 0oiu B JieBOr
MOJIOBUHE T'PYAHON KIJIETKH KOJIIOIIETO XapakTepa,
yamie Mpu TIIyOOKOM ABbIXaHWH, BO3HUKAIOIHME 0e3
YETKOW MEPUOMYHOCTH, BHE CBS3U C (PU3HUCCKUMHU,
TICUXO3MOIIMOHATBHBIMA ~HArpPy3KaMHu, H3MEHCHHEM
IIOJIOKCHHUA TEJiIa B OTCYTCTBI/IG I/IppaI[I/IaHI/II/I, KOTO-
pbie KYIHPOBAJIUCh CaMOCTOSTEIbHO. [leproanuecku
OTMEYallach MAaCTO3HOCTh T'OJICHEH B BeuepHee BpeMs
B T€UCHHE TMOCIEIHUX 6 MecsIeB. 3a 3 Mecsua a0 00-
pamenus B Haw LIeHTp MOSBUINCH OTpaHUYCHHS 00b-
eMa JBHKCHHS U YCUJICHHE 0O0JISBOTO CHHAPOMA B JIie-
BOM KOJICHHOM CYCTaBe, IIPOrPECCUPYIONICE CHUKECHHE
TOJICPAHTHOCTH K (U3HUUCCKON HATPy3Ke, COXPAHCHUE
00JIEBOI'0 CHH/IPOMA B JICBOU TIOJIOBUHE I'PYAHOM KJIET-
KM aHAJIOTUYHOT'0 XapaKTepa.

OO6pamraeT Ha ceOst BHUMaHUE, YTO pEOSHOK MPeThb-
SIBIISLT JKa00bl Ha MUAJITHH B HIJKHAX KOHEYHOCTSX,
00111yI0 C1ad0CTh ¥ YTOMIISIEMOCTh C PAHHETO BO3pac-
Ta, OJTHAKO POJAUTEININ PACIICHHBAIHU 3TO KaK 0COOEHHO-
CTHU IIOBCACHUSA U CTpeMI/IJ'II/ICB HpI/IOGHII/ITB MaJIbYUKa
K 3aHATHSIM QU3HIECKON KYIBTYPOH U CIIOPTOM.

JKanoOw1 Ha oy mieHne nepedoeB B paboTe ceparia,
HaJIMYUe CUHKOMAJIBHBIX ¥ MTPECHHKOIAIBHBIX COCTO-
STHUM, SMIU30/bl TIUXOPAJKU OTPULIAET.

AnamHe3 ku3nu. PebeHok ot 1-if GepemMeHHOCTH,
mpoTekaBlIell Ha (OHE TOKCHKO3a MEPBOH M BTOPOM
MOJIOBHUHBI, HEOJHOKPATHBIX yIpo3 npepbiBanus. Ha-
CJIEZICTBEHHOCTb, CO CJIOB, HE OTsATOIIeHa. Ponurenn
BpefHbIe MPUBBIUKN OTpunaroT. [IpodeccnonanbHbix
BPEIHOCTEH HE 3aperucTpupoBaHo. MaTh Ha BHYTPHY-
TpoOHBbIe MHpEKIUU He oOcienoBana. Ponbl nepsbie,
nyTeM ollepaluu KecapeBo ceueHue, Ha 39/40 Hene-
Jie, TI0 BBITHCHBIM JOKYMEHTaM — 0€3 TIaTOJOTHH.
3akpuuall cpa3y, Macca Tena npu poxiaeHun 3240 r,
nuHa — 54 oM. Onenka no mkane Anrap — 8/9 6ai-
noB. EcrecTBeHHOE BCKapMiIMBaHue 10 S5 Mecsiues. Poc
W pas3BUBaJics 1Mo Bospacty. [Ipu anamuse mMenuuuH-
CKOM JTOKYMEHTAIIMX B BO3pacTe 3 JIET NepeHec BeTps-
HYIO OCITy, B 6 JIET — T'pbDKECeUeHHUE IO/l HAPKO30M,
OPBU — 3—4 paza B roa. HaGmogancs oTonapunro-
JIOTOM TI0 TTOBOJTY XPOHUUYECKOT0 KOMIIEHCHPOBaHHOT'O
TOH3WJUINTA; TaCTPOIHTEPOJIOTOM — B CBSI3H C JH-
CKMHE3HEH KeITYeBBIBOASIINX MTyTEH TI0 CMEIIAHHOMY
tuny. Pu3znveckoe pazBUTHE CpeaHEe, TAPMOHHYHOE.
Hanuuue cynopor 10 HacTosIEro BpeMeHu MaTh Ma-
[IUCHTa U caM pebeHOK oTpunaT. CeMeiHbIi aHaM-
He3 o Hanuunto HM3 He otsaromen. Bropoii pebeHok,
JIEBOYKa 6 JIeT, 37I0pOBa.

AHaMHe3 3a0oJsieBaHusl. B Bo3pacte 10 net npu
MIPOBE/ICHUY JMCIIAHCEPHU3AIMH B IIIKOJIC BIICPBhIC Ha-
MPaBJICH K KAPAUOJIOTY B CBSI3U C BbIABIEHHOU 110 OKT
HEMoJIHOW OJIOKaJod mpaBol HOXKKM myuka ['mca
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(HBITHIII"), uTo Ha TOT MOMEHT OBIJIO PACIEHEHO KaK
BapuaHT HOpMEL. [1o pe3yipraramM ocMOTpa BEICITYIIaH
CHCTOJIMYECKHH IIyM cepaua 0e3 dKCTpakapIuaibHO-
r'o MPOBEJICHHUSI, HE3HAYUTEIILHOE YBEINUYCHHUE IICUCHH
(+ 1,0 cm). OxoKI" — He IpoBOaUIIACE.

I[lo mamapMm OKI' ot HosOps 2015 roma (10,4
roga) — coxpanenue HBITHIIT, obparano BHumanue
nosiBJieHne riryookoro 3y6ma Q B I, avL, avR, V4-V6.
ITo pesymsratam DOxoKI — BBIpakKCHHAsI ITHJIATAITUS
neBoro xenmynouka (JIDK) m peskoe cHmxeHue ¢pak-
uuu BeiOpoca (PB) JIDK: koHEUHBIH AMACTONUYECKHIA
pasmep (KJP) JIDK — 60 MM (z-score 6.24), koHEeUHBII
nuactonudeckuit ooveM (KJO) JDK — 180 mu, ®B
JDK — 40 % mo CumricoHy, 30HBI THIIOKHHE3a C -
CKMHE30M BEPXYIIKH, MUTpPAIIbHAs, TPHUKYCITUIAIbHAS

peryprutanuu 1 crernenu (radn. 1). IlpusnakoB ru-
nepTpogun MUOKapzaa He BbisiBIeHO. CrycTs 1 mecsin
TOCIUTAIM3UPOBAH B IJIAHOBOM TIOPSIAKE B OT/CICHUE
JETCKON KapIIMOPEBMATOJIOTUH 110 MECTY KHUTEIbCTBA.
IIpy moctymiieHHH: OTMEYAJOCh HapacTaHUE AMJIaTa-
un JDK — K/IP 62 mm, iporpeccupytoliee CHUKEHHE
COKpaTUTENbHOM criocodHocTn Muokapaa — DB JIK
25 %; muddysnbrit runoknnae3 creHok JIXK, moBblime-
HUE JIaBJICHUS B JITOYHOM apTepuu 10 32 MM PT. CT.,
MUTpasibHasi peryprutanus 1 crermenu (tadm. 1). [Ipu
nposeneHnn CMOKT: cpeansis UHCC — 85 B MUHyTY,
makcumanpHas YCC — 115 B MUHYTY, MUHUMAaJbHAS
UCC — 58 B muHyTy (B ITHEBHBIC Yachl) M COOTBET-
cTBEHHO 57, 81 11 50 B MUHYTY B HOUHBIE YaChl. DKTOIH-
YyecKasi akTUBHOCTD NpeJCTaBieHa 57 MOIUMOPQHBIMH

Ta6nuua 1. lJuHaMuKa axoKapanorpadpu4ecKux nokasarenem

AorocnutanbHbi .
s1an | rocnutanusauumsa Me)<rocnurtanbHblA nepuop,
Honbpb Hekabpb | Main 2016 | VioHb MapT Mionb CeHTA6pDb
2015 . 2015 r. r. 2016 r. 2017 r. 2017 r. 2017 r.
60 62 59,2 58,1 60,9 61,5 59,6
KOP JIXK, mm (Z-score (Z-scoreb. | (Z-score (Z-score (Z-score (Z-score (Z-score
6.24) 6.99) 5) 4,65) 5.36) 5.49) 4.7)
180 175 167 186 190 177
KOO JIXK, mn (Z-score (Z-score (Z-score (Z-score (Z-score (Z-score
4.34) 3.88) 3.66) 3.98) 3.81) 3.36)
®B (T) 30 % 38 % 32,3 % 33,7 % 27 %
®B (S) 40 % 25 % 27 % 35 % 30 % 36 % 30 %
7,3 6,3 6 8 7,3
MM, MM (Z-score (Z-score (Z-score (Z-score (Z-score
0.17) -1.07) -1.55) 0.66) -0.21)
8 9 75 7.2 77
3CJIK, MM (Z-score (Z-score (Z-score (Z-score (Z-score
-1.47) -2.85) 0.59) -0.01) -0.58)
31,8x 37,9%
M, mm 37 x 40 33 x 37 367 446 44 x 46
11 14 9
TAPSE, mm (-6.35) (462 | (703)
MK per. lct lct lct lct lct lct lct
TK per. lct lct lct lct lct lct
Hasnerne 32 25 24 24 25 26
B JIA, MM pT. CT.

Mpumedvanusa: KOP JIK — KoHeYyHo-gmacTonmndeckuin pasmep nesoro wenypouka; KOO JIXK — KkoHeu-
HO-OMaCTONMNYECKN 06beM neBoro wenynodka; ®B (T) — dpakuma BbiGpoca no Tenxonbl,; OB (S) —
dpakuma Boibpoca no Cumncony; M — MmexikenypodkoBas neperoponka; 3CJ/IK — 3agHAA CTeHKa
neBoro xenypouyka; JlMN — nesoe npepncepaune; TAPSE — Tricuspid Annular Plane Systolic Excursion; MK
per. — peryprutauusa MuTpasbHOro knanaHa; TK per. — peryprutauma TPUKyCnMAaanbHOro KianaHa;

JIA — nero4Has apTepun.
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KEJTYZOUKOBBIMHU 3KCTpacucToiaaMu. [1o Mecty sxurens-
cTBa ObLI YCTaHOBJICH AUAarHo3: AujaranuonHas KMII,
XCH 2A 1I ©K. Haznauena Tepanusi CeleKTUBHBIMU
OeTa-0okaTopamMu (OGHCOIIPOJION B CYTOYHOH 103¢ 2,5
MT/CYTKH TIOCTOSTHHO), MHTHONTOpamMmu AllD (sHana-
IIPUJI B CyTOYHOH J103€ 5 MI/CYTKH IIOCTOSIHHO).
Bnepsble rocnurtanusuposad B ®I'bY «HMUIL»
uM. B. A. AnmazoBa Munsznapasa Poccuu B Bo3pacre 11
neT. Ha ocHoBaHMM %a1100, aHAMHECTUYECKUX IaHHBIX,
Pe3yabTaTOB KJIMHUKO-T1a00PaTOPHBIX M MHCTPYMEH-
TaJbHBIX MCCIEIOBAaHUI COCTOSIHUE OBLIO PacIEHEHO
kak KMII nunatanmoHHOTO ()eHOTHIA, TPUIHHOMN KO-
TOPOH, KpOME TEeHETUYECKON, MOT' OBITh BOCTIAJINTEIb-
HBIN nporecc B Muokape. Kpome toro, ¢ yuetom nosia
U paHHero nedrTa 3a00JeBaHUsl, a TAaKXKe XapaKkTep-
HBIX KaJ100 Ha YTOMJISIEMOCTh U MBIIICYHYIO CIa00CTh
B IuddepeHIHaNbHbIi psia Obuin BKIFOYeHB! HM3.
[To pe3ynmpTaTaM MPOBEACHHBIX 00CICIOBAHUN: B KJIH-
HUYECKOM aHaiu3e KpoBH — Oe3 matonoruu. Ilpm
OLICHKE OMOXMMHYECKUX TOKa3areield KpoBH oOpa-
I1aJ10 BHUMaHUe HaJU4Yie BbIPa)KEHHOT'O MOBBIILICHUS
Kapnuocnenuduieckux GepMeHTOB MPU HEOTHOKPAT-
HO IIPOBOJMMOM JIMHAMUYECKOM KOHTpOJIE (JlaKTaTIe-
rugporenassl (JIJI') mo 704 —> 802 —> 747 En/m nipu
Hopme 710 220 En/i; kxpearnngochoxnnazst MB (KOK
MB) no 194,9 — > 340,9 —> 377,9 —> 115,5 En/n npu
HopMme 10 24 En/m; Tpomoruna I o 0,0750 —> 0,0657
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HIr/™Ma 1pu HopMme 10 0,0340 Hr/mun), a Tak)ke 3HA4YU-
TEJIBHOE TIOBBILICHNE MUOTEHHBIX MapKEPOB — OOILEH
K®K 10 4 267 —> 13 882 Exa/n npu Hopme 10 200 En/n
(tabm. 2). TecTsI CTPENTOKOKKOBOW CEPOJIOTUH OTPH-
narenbHble. [lokazarenu TupeonaHoro craryca — 6e3
narosioruu. IIpu uccinenosanuu kposu meronom I[P
Ha BUpYCHl OmmiTeiHa-bapp, IUTOMEraioBupyc, BH-
pyc repreca 6 TUIa NOJy4€Hbl OTPULIATEIbHBIC pe-
3ynbraTthl. 1lo maHHBIM MMMyHOrpamMMmbl 00paiano
BHUMaHHE MOBbIIeHHE ypoBHs CD45+numdonnTtos
10 2 739 xn/mMka ¢ HapactanueM 10 2 819 kii/MKI npu
KOHTpoJIe B AuHaMuKe. OcTalbHbIe TOKA3aTEN HMMY-
HOI'PaMMBI, BKJIIOYasi YPOBHU UMMYHOITI00ynInHOB G,
Mu A, KOMIIJIEMEHTa, OCTAaBAJIUCh B IIPEAEIax HOPMBI.
ITo nanubM Ox0KI" — coxpansiach BeIpakeHHas IU-
naTanus JeBbix kamep cepana (KJP JIXK 60 mm, neBoe
npeacepaue — 37 x 40 MM); COKpaTUTEIBHAS CITOCO0-
HocTh JIK pesko cHmxkeHa (OB nmo Cumncony 27 %,
no Teiixonby — 31 %) (puc. 1, Tadn. 1). Jlanusix 3a
BPOXKICHHBIN IIOPOK cepaLa He nosyuyeHo. IIpusHakos
rUIepTpoPHH MUOKAP/IA HE BBISBICHO.

[To manaeiM CMOKI, cpenuss UCC — 70 B mu-
HyTYy, MakcuMasibHasi YCC — 106 B MUHYTY, MUHU-
ManpHast YCC — 48 B MUHYTY B AHEBHBIE Yachl U 53,
106 u 47 B MUHYTY B HOYHBIC Yachl COOTBETCTBEHHO,
nay3 — 85, muurenbHocThio 0T 1 504 mo 1 760 mc 3a
CYET CHHYCOBOH apUTMHUU. DKTONHNYECKAsi AKTUBHOCTD

- LVPWs
B -LVIDs
T _IVSs
- LVPWd

1.08 cm
5.14 cm
1.08cm
0.864 cm
KAP MK 6.05 cm
- IVSd 0.821 cm
EDV (MM-Teich) 183 ml
LV Mass (Cubed) 201 g
IVS/ILVPW (MM) 0.950
IVS % (MM) 31.5%
ESV (MM-Teich) 126 mi§
FS (MM-Teich) 15.0 %]
EF (MM-Teich) 31.1 %"
LVPW % (MM) 25.0 %

Puc. 1. Pe3synbTaTbl aXxokapauorpadum (napactepHanbHas No3nLnUa No AJIMHHOWN OCH):
M-peXuM, CHMKeHne cokpaTuTenbHou cnocobHocTu JIXK, punatauma NnosocTn neBoro

eJlyao4Ka)
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npeacTaBiieHa 54 OAMHOYHBIMM  KEJTyIOYKOBBIMH
skctpacucronamu (JKD). Ha pentrenorpamme rpyn-
HOU KJIETKM — 0€3 WHQHIBTPATUBHBIX W3MEHECHUH.
ITo pesynbraTam Y3U OpromrHO# MOJOCTH NTAHHBIX 32
rernaTocIICHOMETaluio He nosydeHo. C ydeToM Io-
JYYCHHBIX JAaHHBIX, OBLIM ONpEACICHBl MOKA3aHMS
Kk nposeneHuro MPT cepaua u MynbsTHCIUPAaIbHOU
kommbioTepHoi Tomorpaduu (MCKT). Ilo pe3yinbra-
tam MCKT naHHBIX 32 HaJTMYHUe BOCTIAJICHUS HE TIOJTY-
4eHo, BeIsiBNeHa quiaramnus JIK (puc. 2).

[Ipu nposenennu MPT ¢ BHyTpUBEHHBIM KOHTpa-
crupoBanuem maunatanus JOK (KAP JDK — 55 mwM,
KOHEUHBIN cuctonuueckuii pasmep (KCP JIK) — 48
MM), BBIPAaXEHHOE CHMKCHHME COKPATUTEIbHOM CIIO-
cobnoctu Muokapaa (OB JIDK — 27 %, ®B npasoro
wenynouka (1K) — 35 %).

[IpuHrMas BO BHUMaHHE PE3KO BBHICOKHE IOKa3aTe-
T KapAHOCTIEIM(PHYECKUX W MBIIIEYHBIX (DEPMEHTOB,
B ToM uncie KOK, pesynasrarel [IOT u MPT cepaua,
peOeHKyY BBIIIOIHEHA dIEKTpOHEHpoMuorpadusi, o pe-
3yJbTaraM KOTOPOH yOemUTeNIbHBIX JaHHBIX 3a TOJIHU-
HEHpPONaTuio IMOJy4yeHO He OBUIO, OAHAKO OBLI 3ape-
TUCTPUPOBAH MbleuHbIM nartepH. [lo nanasim MPT
MSTKHX TKaHeH TojieHH, Oeapa y peOeHKa TakKe Hellb-
351 OBUIO UCKJIIOYUTH HAJIMYKE MBIIIEYHON JUCTpOodUH
(CHW)KEHHME TONIIMHBI TUaMeTpa MBI Oexep, roie-
HU, CTOIBI, YMEpPEHHas W BBIpAXCHHAs JIeTeHepalys
BBILICTIEPEUUCICHHBIX MbIMIEUHBIX Ipynn). C mesbro
Bepupukau HM3, acconunpoBaHHOTO ¢ MOPaKeHU-

€M CepJICYHO-COCYTUCTON CHCTEMBbI, OBLIO MPOBEICHO
TEeHETHUYECKOE HMCCIICOBAHME, MO MOTYYCHUH Pe3ylib-
TaTOB KOTOPOTO 3allUIaHMPOBAaHA OMOIICHS CKEJIETHBIX
™Mb, Ha manHoMm stare peOGeHOK OB BBIMHCAH IO
HaOJIO/ICHNE KapAHOJIOTa U HEBPOJIOTA IO MECTY HKH-
TENbCTBA, HA (DOHE MMOJIMKOMIIOHEHTHOW Tepanuu cep-
Je4HOl HepocTatouHocTh (MHrnouTopsl AIl®, crimpo-
HOJIAKTOH, MOYCTOHHBIC U OeTa-0JI0OKaTopHI).

Uepes 3 mecsria mociie BEITUCKH, TTPA 00cIenoBa-
HUU TI0 MECTY JKUTEIhCTBA, HA (DOHE MPOBOJUMON Te-
panuu oTMe4all CyObeKTHBHOE Yy UIICHUE IEPESHOCH-
MOCTHU (PU3UYICCKUX HArPy30K, YMEHBIIICHUE IITHU30/I0B
1 WHTCHCHBHOCTH MHUanTuil. Ilo pesymsraram Onoxmu-
MHYECKUX TOKa3aresieil B JUHAMUKE — IOBBIIIICHHE
AJIT o 92,0 En/n pu Hopme 1o 55 En/m; ACT no 97,0
En/n npu vopme 1o 34,0 Ex/n (npu oTpuuareabHbIX
pesyabpTaTax ucciaenoBanus Kposu Ha HBS Ag, HCV).
Hapsny ¢ aTuM oTMeuanoch THHAMHYECKOe CHUKEHHE
nokazareneit JI/II" (747->399 En/n), oomeit KOK kpo-
BU (13 882 —>5 476 En/n) npu yMepeHHOM HapacTaHUH
ypoBust KOK MB no 155,2 En/n (tabm. 2).

[Tpu noBTropHO# rocniutanuzaiuu B OI'BY «HMUILL
uM. B. A. Anmazoa Munszapasa Poccun uepes 1,5 rona
COCTOSIHHE PACLIEHEHO KaK CpelHEel TSKECTH, CaMOUYB-
CTBHEC YIOBIECTBOpHUTENbHOE. lloNmokeHnEe akTHUBHOE,
OMOIMOHATLHBIA (HOH TTONIOKUTETHHBIA. [IpaBHIIBHOTO
TEJNOCIOKEHHUS, YIOBIETBOPUTENbHOTO THTaHusA. O0-
palnajgo BHUMaHHE HAJIMYME THIIOTOHYCA MBIIII] HUAXK-
HUX KOHEYHOCTEH, OTPAaHUUYCHHE MOABMKHOCTH KOJICH-

Puc. 2. MCKT ceppua: gunatauua NosioCTU IEBOIro0 XenyaodKa
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HOTO CycTaBa NPH aKTHBHBIX IBIKEHUsX. [lanbrnanus
MBI JOCTYMHBIX Ipynn — Oe30ose3neHHa. Ilymbe
apUTMUYHBIN 55-64 B MUHYTY, CHMMETPHUYHBIH, yIOB-
JICTBOPUTEILHOTO HanojaHeHus. AJ]— 90/60 mm pT. CT.
ITaronoruyeckux mynbcalluii HE 3apErUCTPUPOBAHO.
[lepkyTOpHO — pacIIMpeHHE TPaHHIl CEpAla BIEBO.
Tonbl cepnua mpurtymieHsl, aputmuyHbsle. Jeduu-
Ta mynabca He 3adukcupoBaHo. CUCTONMUYECKUI LIyM
C DIUIIEHTPOM B TOUKe boTknHa-Ipba, 0e3 aKcTpakap-
nuanbsHoro nposeneHus. Y[ — 18 B munyTy. B nerkux
JbIXaHUE BE3UKYISIpHOE, 0e3 y4yacTusi BCIIOMOIaTellb-
HOW MYCKYJIATypbl M JIOKAJIBHOTO OCIa0NIeHHUs, MPO-
BOJIUTCS BO BCE OT/AEIbBI, XPHUIIOB HE 3a(pHKCHPOBAHO.
JKUBOT MSATKWN, AOCTYIEH TIIyOOKOH MaNIbITallik BO
Bcex otnenax. [leduens He yBenuueHa. Kpait nmpu nanib-
Manuy IUIOTHBIN, MOBEPXHOCTh Majkasd. Cele3eHka
HE NalbNupoBanack. J(u3ypruueckue sBICHUsS peOSHOK
Y MarTh nanuenTta orpunand. [lepudepraecknx oTexoB
He Obuto. Cryn 1 pa3 B cyTku, opopMieHHbIH, 6e3 ma-
TOJIOTMUECKHUX MpUMECEN.

[Ipu oOcnenoBaHNM B OTAETICHUN B KIMHHUYECKOM
aHaJu3e KPOBH U KoaryjorpamMme — 0e3 MaTOoJOTHH.
[Ipu ananu3e OMOXUMHYECKUX TTOKa3aTeIe KPOBH —
B JIUHAMHUKE OTMe4aeTcs HapacTaHue ypoBHed AJIT
u ACT no 238 En/n u 156 Ef/in coOTBETCTBEHHO, a TaK-
K€ MapKepoB MHUOIMTOJIN3A 110 CPABHEHHUIO C JIAHHBI-
mu ot aBrycta 2016 roma (JIAI 399 En/m — 743 En/m,
obmeit KOK 5 476 — 16 704 En/n, KOK MB 155,2
En/m — 313, 2 En/n) (Tadn. 2).

[To OKI" — purm cunycossiii ¢ YCC 58 B Muny-
Ty. MeCTHbIE HapyILEHUs] BHYTPUXKEIYyJOUYKOBOH IPO-
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BOIMMOCTH. Hapymienus mporeccoB penoyspu3aui.
ITo pesynsraram OxoKI' coxpaHeHue auinaranuu Jje-
BBIX KaMep cepana. MUHUMaIbHOE YITyqIIeHHe COKpa-
TUTEIBHON CIIOCOOHOCTH MHOKAp/Ia JIEBOTO M TPaBOTO
JKEITyZI0YKOB II0 CPaBHEHUIO C JaHHBIMH OT aBTycTa
2016 roga (®B JIK no Cummncony — 30 % -> 36 %,
o Teitxombiry — 32,3 % —>33,7 %, TAPSE — 11 cm
—> 14 cm) (Tadm. 1). [Ipu3zHakoB runepTpodun MHOKAp-
Jla He BoIsiBIIeHO. B xone nposeaenuss CMOKI — yme-
peHHas OpaguKapaus B TEUEHHE CYTOK. DKTOMHYECKOH
JKEITyJOYKOBOM aKTUBHOCTU HET. [lapokcu3manbHbIX
HapyIIeHUl CEepIEeYHOTO PHUTMA, 3aMEIJICHHs aTpho-
BEHTPUKYJISPHOH TPOBOAMMOCTH, HIIEMHYECKHX W3-
MEeHEHMH He 3apeructpuposano. Ilo pesynsraram Y3U
OpIOIIHOI MOJOCTH AAHHBIX 33 TE€NaTOCIIICHOMET aIHIO
He nonydeHo. IIpu npoBeneHUU KOHTPOJIBHOW 3JIEK-
TpoHEHpOMHOTpapUU B THHAMUKE COXPAHSIIOTCS Iu]-
(dy3HBIE MHOTEHHBIE HM3MEHEHHs, C MpeodiaaHueM
B HI)KHUX KOHEUHOCTSIX. BhimonmHeHna Ouorcus 1eBoi
MKPOHOKHOW MBIIIIIBI, TIOTY4€HbI JaHHbIe 32 HM3.
ITo pe3ympraTaM TeHETHUECKOTO OOCIEIOBAHUS
B mccuexyemom obOpasie JIHK oOnapyxkena 3ameHa
B rere muctpopuna R141 P (NM 004009:exon6:c.
G422C, chrX-32834681, HG7), 4uTo mo3BOJIsIET rOBO-
pUTh O HAaNWYMH Yy ManueHrta auiaranmuonHoil KMII
B CTPYKType HACIEICTBEHHO JIETEPMHHHUPOBAHHOTO
HM3 — muctpodunonarnu bekkepa. C ygeroM momy-
YEHHBIX PE3YJIbTaTOB, PEOCHKY CKOPPEKTUPOBAH 00bEM
Tepanuu, MpUHUMas BO BHUMaHHE OTCYTCTBHE IIPO-
TpeccUpOBaHMs XPOHUYECKON CepaeuHOi HEeJ0CTaTOu-
HOCTH, YMEHBIIICHA /1033 ANYPETHIECKUX MPETaparToB.

Ta6nuua 2. iluHaMnKa na6opaTopHbIX NOKasaTteneu

JlabopaTopHbie .
| rocnutTanunsauua MexxrocnuranbHbii nepuopn

nokasarenu
ACT, Eg/n 131 223 288 64 97 91 238 125
ANT, Eg/n 110 180 287 102 92 86 156 100
:Ef;ﬁ”"'” g 0.0750 | 0.0169 | 0.0227 | 0.0657 0.0690 | 00713 | 0.1294
K®K, En/n 13 882 5476 6 192 16 704 8137
K®K MB, En/n 340 377 115 155 183 313 190
nar, Eo/n 704 802 747 399 398 743 494
NTproBNP, 1334 502 556 588
nr/mn

Mpumeyvanusa: ACT — acnapTaTaMuHoTpaHcoepasa; AJIT — anaHuHamuHoTpaHcdepasa; KOK —
KpeaTuHpocdoknHaza obuwan; KOK MB — kpeaTtnHdpocdokmHaza MB; JIOIT — naktatoerngporeHasa;
NTproBNP — N-TepMuHanbHbIl dparMeHT HaTpUnypeTUYeCKOro nponenTmnoa MO3roBoro.
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B Teuenme mociemyrommx 7 MecsIeB COCTOSHHE
MaUeHTa CTPEMUTENBHO YXYALIMIOCH 3a CYET Ha-
pacTaHMsi TPU3HAKOB CEpIEYHONW HEIO0CTaTOYHOCTH
II0CJI€ MEPEHECEHHON pecnupaTOpHOM BUPYCHOW HH-
(dexmuu. B Bo3pacte 14 net Ha poHE pecrmpaTopHOIH
BHPYCHOW MH(EKIUHU MAIUEHT MOTU0 OT JeKOMIIEHCa-
uun XCH B cranmoHape 1mo MecTy KHUTelIbCTBA.

OBCYXKAEHUE

[IM]] bekkepa oTHOCHTCS K MEIJIEHHO MpOrpec-
CUPYIOIIMM (OpMaM H SIBISIETCSI aJIeIbHBIM 3a00-
neBaHueM ¢ wmuonucTpodueit [romenna. Cremyer
OTMETHTH, UTO 00¢ (popMBbI 00yCIOBIICHBI nedeKkTamMu
reHa guctpoduna (DMD), nokanuzoBannoro B Xp2l.
O0a 3a0oneBaHUsT HACICAYIOTCS MO PELECCHBHOMY
THUITYy, CUEIJIECHHOMY ¢ X-xpoMocomoi. Tem He MeHee,
npu MuoauctTpoduu JioneHHa B CUITy CTPYKTYPHBIX
ocoOeHHOCTEH TeHeTHYeCcKoTo neexTa cmaTe3 OelKa
JUCTPO(HHA CYNIECTBEHHO HAPYIICH, YTO OMPEIeIIs-
€T paHHIOI MaHH(ECTANIO U BEIPAKEHHYIO CUMIITO-
MaTHUKY CO CTOPOHBI MBIIICYHOW CUCTEMBI B paHHEM
Bo3pacrte. [Ipu muommcTpoduu bekkepa BermeacTBHE
MeHee 3HAYMMOro (DYHKI[MOHAIIBHOTO XapaKTepa My-
TallMd CHHTE3 AMCTPO(HHA MOJHOCTHIO HE MpeKpa-
iaeTcs, CHHTE3UPYIOTCSl TaKKe IPYTUe ero ppakiuu
C HHU3KOH MOJIEKYJISIPHOM Macco, 4TO U ONpeAeIIsieT
Oonee MOOPOKAYECTBEHHBIM XapakTep 3a00eBaHMS
o cpaBHeHUIO ¢ mMuomuctpoduein lromenna. [1oa-
ToMy MuonucTpodus bekkepa B oTiiMuue OT Opyrux
[IM/] iposiBiisieTCSI OTHOCUTEIIBHO MO3HUM JICOF0TOM
(mocie 5-10—15 net) u MaTkuM TeuenneM. Hapymenune
WHTEIJIEKTa HE XapaKTEepHO /ISl TaKUX TaI[UeHTOB,
W MBIIICYHAs ¢1a00CTh, MOBBILICHHAS YTOMIISIEMOCTD
nocye GU3NYECKUX Harpy30K, KapJuaiabHbIe Tpooie-
MBI HE CTOJIb BBIpa)keHbI. YacTo IMarHo3 Heyb3s Mo-
CTaBHUTHh JO TOJPOCTKOBOTO BO3pacTa WIW FOHOCTH,
HaIrpuMep, KOra MOJIOJIbIC JTIOAU 3aMeUaroT yXy/IIIe-
HUE NePEHOCUMOCTH (PU3MUECKUX HATPy30K, MBIIIEY-
HYI0 CJIa00CTh Ha yPOKax PU3KYJIBTYPHI B IIKOJIE UITH
BO BpeMsl BOGHHOM IOJATOTOBKHU. bosibHBIE 1OCTATOU-
HO JOJTO COXPAHSIOT pabdOTOCIOCOOHOCTH, HO, TEM
HE MEHee, yPOBEHb CMEPTHOCTH OCTAETCs MO-IPEKHE-
MY BBICOKHM. 3a00JIeBaHHE HOCHT IPEUMYLIECTBEHHO
CEMEHHBIN, peXe — U30JUPOBAHHBIN CIIOpaAUYECKUI
xapaxTep, X-CIeTUICHHOe HACJe0OBaHUE, U B3POCIbIe
MY>KYWHBI, UMEIOIINE TeHETHUECKUil AedeKT, depes
J0Yb MOTYT TIepeaBaTh ero BHYKY («dPQeKT nenar)
[13].

CrnemyeT OTMETHTH, 4TO X-CIEIJICHHAS AUIaTalln-
onnass KMII, accouuupoBaHHas ¢ MyTaluedl B reHe
nuctpoduHa, — penkasi, ObICTPO MpOrpeccupyomas
MATOJIOT U, XOTsl Y OONBIIMHCTBA JieTel 3a00IeBaHue
MIPOTEKAET OTHOCUTEIIBHO 0ECCUMITTOMHO JI0 MTO3AHEH

craaun. [Ipu 3ToM y manueHToB HaOmrogaeTcs HOp-
MaJbHBIH JTUCTPOPUH CKEJETHBIX MBIIII, HO OTCYT-
CTBYET 3KCIIPECCHUSI B CEPACYHOU MBIIIIE, YTO MPHU-
BOIUT K Gubpo3y u arpodum mmokapma. Ilpu stom
TSOKECTh U pa3Butue nuinataunonnoit KMII e koppe-
JUPYIOT C THIIOM MyTanuu reHa aucrpoduua. MPT
¥ MOJIEKYJISIPHO-TEHETHYECKOE TeCTHPOBAHNE UTPAIOT
KJIFOUEBYIO POJIb B TUATHOCTHKE 3a0oneBanus [14].

B mpencraBneHHOM ciydae BBICOKHE YPOBHH MHU-
OLIUTOJIUTUYECKUX (DEPMEHTOB B CHIBOPOTKE KPOBH
M COXpaHEHHE TMOCIEeIHUX TPHU HEOTHOKPATHO MPO-
BOJAMMOM JHWHAMUYECKOM KOHTPOJIE B COYETAHUU
¢ npusHakamu nporpeccupyromeid KMII co chuxke-
HueM ®B 1 oTcyTCTBHEM KIMHUYECKHX U JJabopaTop-
HO-WHCTPYMEHTAJIbHBIX JAHHBIX 32 BOCHAJIUTEIbHBIN
MIPOIIECC MTO3BOIMIIN 3armono3puTh Hannune HJI3, aro
MOJATBEPAUIIOCH PE3ybTaTaMU T'€HETUUYECKOr0 HCClie-
JIOBAaHUS M J1aJI0 BO3MOXHOCTH OINPEAEIUTHCS C Tak-
TUKOM BEJEHUS MalUEHTA U Ha3HAYUTh JieyeHue. Tak,
COTJIACHO JIAHHBIM CHCTEeMaTh4yeckoro ob3opa Gaspar
1 COaBTOPOB, OBLIIO 0OHAPYIKEHO 6 CITydaeB pa3BUTHS
nunataunoHHo KMIT y Mononsix nronei, y KOTOphIX
BIocieAcTBUU Obuta quarnoctuposana [IMJ] Bekxke-
pa. Y OONbIIMHCTBA MAIlMEHTOB M3HAYaIbHO HAOIIO-
JAJINCh CHUMITOMBI 3aCTOMHOM ceplaedyHol HenocTa-
touHocTH (5/6, 83 %), a cpenusiss ®B JIXK cocrasmsiina
23 %, 1 TONbKO uepe3 1-6 JeT MOSBUINCH CKEJeT-
HO-MBIIIEYHble CUMITOMBI. [Ipy 3TOM TpaHcmiaHTa-
st cepaia Oblia Hanboliee paclpoCTpaHCHHBIM Ba-
puaHToM JiedeHus [15].

B HacTosimuii MOMEHT IOBCEIHEBHAsi Tepamnus
TaKUX IalMEeHTOB HAaNpaBleHa TJIaBHBIM 00pa3oM
Ha O0opbOy c ocinoxHeHUsIMU. COBpEeMEHHBIC CTaH-
JapThl JeUYeHUs BKIIOYAIOT B ce0s HCIOJIb30BAHUE
TIIFOKOKOPTUKOCTEPOUIOB, HYTO CIHOCOOCTBYET CO-
KpPAlllCHUIO0 BOCHAJCHUS B CKEJIETHBIX MbIIIIax. Tem
HE MeHee, Ha3HaueHUe TNIIOKOKOPTUKOCTEPOUIOB Ya-
CTO TMPUBOAUT K PA3BUTHIO TSAKEJBIX JOJITOCPOUHBIX
mo609YHEBIX AP PekToB (OBICTPHIN HAOOP Beca, yXyaIIa-
romuit reuenne KMII, 3aMenienue TeMIoB pocTOBBIX
nokasaresiel, I0J0BOT0 CO3pEBaHNUsl, yTpaTa KOCTHOU
MAacCChl, YTO KpailHE HeKeNaTeJbHO B JIETCKOW IOMY-
nanun). K ToMy ke HazHaueHWe CTEPOMIOB JOJKHO
OBITH PETYISIPHBIM U TOCTOSTHHBIM. AHa0OJIWYEeCKHe
CTEPOUJbI, IIHUPOKO MPUMEHSBIIUECS 10 HEIABHETO
BPEMEHU NP MBIIICYHBIX AUCTPOPUIX, eme Oonblie
YBEIWYMBAIOT TOBPEXKICHHUS MBIIIEYHBIX BOJOKOH.
Hapsany ¢ »TuM — npuMeHEeHHE AHTHUOKCUJAHTOB,
AHTUTUIIOKCAHTOB, AHTUXOJMHACTEPA3HBIX U METa-
0O0IMYECKUX MEIMKAMEHTO3HBIX CPEICTB OKa3bIBAaeT
cUMIITOMaTUYeCcKoe JeiicTBue. Bce 3To moOyxkimaer
K TIOMCKY HOBBIX METOOB JIEYCHHS W KOMOMHAIWN
MpenapaToB, CIIOCOOCTBYIONIUX 3aMEJICHHIO TIPO-
rpeccupoBaHms 3a00JICBaHNS U CHIIKEHUIO PUCKA pa3-
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BHTHS KU3HEYTPOKAIOIIUX OCIOKHEHUN CO CTOPOHBI
CEPACUHO-COCYAUCTON U ABIXaTeNbHOU cucteM [16—
18]. B paborax O. C. I'po3noBoii, B. B. UepHukooi
W COaBTOPOB IOJIYYCHBI JaHHBIC, TOBOPSIIUE O TOM,
YTO paHHEe Ha3HAYeHHWEe WHTHOWTOPOB AHTHOTEH-
3WH-TIpeBpaniarmiero pepMerTa u 6era-0JI0KkaTopoB
MOJKET 3aMEIJINTh TOBPEKICHUE CEPIECYHON MBIIIIIBI
npu [IM]] bekkepa. Jleuenne KMII u comyTcTByIO-
IHUX CEePACYHO-COCYIUCThIX HapyueHud npu [IM]]
OCYIIECTBISICTCS 0 Pa3BUTHS CHMIITOMOB CEPIeYHON
HEIOCTATOYHOCTH (MHTMOMTOPOM aHTMOTEH3MH-KOH-
BepTupytomiero gpepMenra, 6era-010karopamu, npej-
HU30JIOHOM B HHU3KHUX JI03aX) W/WIM KIMHUYCCKUX
MPOSIBIICHUH HapylIeHUM pUTMa M MPOBOJUMOCTHU
cepana (AHTHAPUTMHYECKHUE TTpenapaThl UJIU UMILIaH-
Talus OAHOKAMEPHOTO AJIEKTPOKAPAHOCTHMYJISTOPA),
YTO JOCTOBEPHO MPUBOJUT K YBEIMYCHUIO BEIKIBAC-
MOCTH O60pHBIX [8, 18-21].

B namem cirydae muarsos manueHTy ObLIT YCTaHOB-
JIEH I0CTAaTOYHO MO3/IHO, a TePaIlus Ha3HaYeHa yKe To-
ClIe Pa3BUTHS CEPACYHON HEOCTAaTOYHOCTH, YTO HE MO0-
3BOJIMJIO B3SITh MO/ KOHTPOIIb TEUEHHE 3a00JICBAHHUSI.

Emte omHuM mepcrieKTUBHBIM HAIIPaBIICHUEM JIede-
HUSI TaKUX MAIMEHTOB MPEICTABISETCS TeHHAs Tepa-
nus. Tak, Ha JaHHBI MOMEHT CTpaTEerHy pernapanuu
muctpoduHa npu aucTpodun JlromeHHa BKIIOYAIOT
B ce0sl HOHCEHC-CUMTBIBAIOINIYIO TEpPaIuio, BEKTOP-
HO-OTIOCPEIOBAHHYIO JIOCTABKY T€HOB M TMPOITYCK K-
30HOB C IOMOLIBIO CHHTETHYECKHUX AHTHCMBICIOBBIX
OJIUTOHYKJICOTH/IOB MJIM pPEJaKTHPOBAHWUE TEHOMA.
Tem He MeHee, MHOTHE M3 3THX METOJOB JICUCHHUS BCE
eIIe HaXOATCSA B CTAIUU TOKIUHUYECKON pa3padoTKu
WITM TIOKa HE JIOKa3aHO WX TOJOKHUTEIBHOE BIUSIHHE
Ha CepAeUHYI0 Mblny [22].

SAKJTIOHEHUNE

Taxum 00pa3oMm, TaHHBIN KIMHAYECKHUH CITyvaii 1e-
MOHCTPHUPYET, UTO Ienaecoo0pa3Ho Bkiroyenne HM3
B auddepeHInaIbHy0 JHarHOCTUKY Y MAIUCHTOB
¢ npuszHakamu KMII co cuuxenHoit @B u BbicOkuMU
YPOBHSIMH MHUOIHUTOIUTHYCCKUX (PEPMEHTOB B CHIBO-
POTKE KpOBU IIPU OTCYTCTBHH MPU3HAKOB BOCTIAJICHHS
1o 1abopaTOpPHBIM AaHHBIM. THiaTenbHOE KOMILIEKC-
Hoe o0cieoBanne pedeHKa ¢ MPUBJICYEHHEM K padoTe
JETCKOT'0 KapIHOoJIora, HEeBPOJIoTa, MEAUITMHCKOTO Te-
HETHKA U IPYTUX NPO(UIBHBIX CHEIHATICTOB MO3BO-
JIUT CBOEBPEMEHHO U B 0OOJiee paHHUE CPOKHU BBISIBUTD
noteHnuanbabie HM3 u oTtoOparh 100pokayecTBEH-
HbIe (HOPMBI, TPH KOTOPBIX BO3MOXKHO 3aJ€pPKaTh MPO-
rpeccupoBaHue, Mo00paB aeKBaTHYIO TEPATUIO JUTS
Ka)KJJOr0 KOHKPETHOT'O CITyyasl.

Kpome Toro, HeoOxonuMo HanpasiIsTh Ha 00cIeno-
BaHWE XCHIIMH Ha CTaJMU IMJIAHUPOBAHHS OCpeMeH-

I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

HOCTH Ha HAJIM4YHUC IIAaTOJIOT'MYCCKHUX I'CHOB, onpez[ensl-
IOIUX Pa3BUTUE MUOAUCTPOHII, 0COOCHHO B CiIydae
HaJIMYWS TaHHBIX 3a00JIEBaHUH Y pOJACTBEHHHUKOB, KaK
0 TMHUY MOTEHUIUAJIBHON MaTepHy, TaK U oTLa. BBUIy
CYLLECTBOBAHUS pPa3JIMYHBIX BapUaHTOB HACJEI0Ba-
HUs 3a00JICBaHUs, TAKTUKA IUIAHUPOBAHUS OyyIien
OCpEeMEHHOCTH TOJDKHA PEIIaThCsl CTPOTO WHIUBHUIY-
abHO B KaXJOM KOHKPETHOM ciydae ¢ 00s3aTelb-
HBIM [IPUBJICYEHUEM MENULIMHCKUX T'€HETHUKOB.
TonabkO KOMIIJIEKCHBIM IMOJXOM K OIEHKE COCTOSI-
HUSL CEpPACUYHO-COCYJIMCTON CHCTEMBI, C OINpPEIEICHU-
€M CTENEeHU MOpaKEHUs HEHPOMBIIIEYHOTO armapa-
Ta, JaeT BO3MOKHOCTH HA3HAYWUTH IMATOINCHETHUYECKU
A CUMIITOMAaTH4YeCKH OOOCHOBAHHOE JIEYEHHE, BKIIIO-
Yasi MEJIMKAaMEHTO3HYI0 TEPaIui0 U peabuIuTalluOH-
HOE JICUCHUE C yIeTOM (POPMBI, TSHKECTH M XapakTepa
Te4YeHHs 3a00JIeBAHNS M COMYTCTBYIOIIEH TaTOJIOTUH.
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PE3IOME

B crarbe mpeacraBiieH peAKHMi Cilydail coueTaHWs aHOMaJdMM ODOIITEHHA W TEPBHYHON
KapJIMOMHUOMATUH y noapocTka 14 ner. Kinunnueckuit ciyyail 1eMOHCTpUPYET TPYIHOCTH H-
AarHOCTHUKH, OOYCIIOBIEHHOW HEOOBIYHON KIIMHNYECKON KapTUHOMW, a TAaKXKe CII0KHOCTU B MH-
TEePIPETANH U BEIOOPE JICUCOHON TaKTHUKH.

KonioueBsie ciioBa: anomanus J0mTeiiHa, BpOXKICHHBINA TIOPOK cepala, AeTH, KapJuOMHOIIa-
TS, TPAHCTUIAHTAIIHSL.

Jna yumuposanua: Bacuukuna E.C., Bepwununa T.JI., Mopozoe A.A., @edomos 11.4., Ko-
sanvyyk 1.C., Anexceesa /[.FO., I pexos E.B., Ilepgynuna T.M. Knunuyeckuii ciyuaii covema-
HUSL anomManuy J0uwmerina u eeHemuyecki 0emepMuHUpOSanHol KapouoMuonamuu y peoet-
Ka, nompebosasuieli mpancnianmayuu cepoya 8 demckom eozpacme. Poccutickuul scypran
nepconanuzuposannoil meouyunvt. 2023;3(2):139-147. DOI: 10.18705/2782-3806-2023-3-2-
139-147.
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ABSTRACT

The article presents a rare case of a combination of Ebstein’s anomaly and primary cardio-
myopathy in a 14-year-old teenager. The clinical case demonstrates diagnostic difficulties due
to an unusual clinical picture, as well as difficulties in interpretation and choice of treatment
tactics.

Key words: cardiomyopathy, children, congenital heart disease, Ebstein’s anomaly, transplan-
tation.
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Cnucoxk cokpamenmii: AB-Onokaga — arpuo-
BEHTPUKYIsIpHas Onokana, AB-coenqunenue — arpuo-
BEHTPUKYJIIpHOE coeanHeHue, Ao — aopra, AD —
aHomanua O60mreitna, BIIC — BpoXIeHHBIH MOPOK
cepana, JKMIT — nunartanyoHHasi KapIMOMUOIATHUS,
JIMIIT — pgedexr MexnpenacepaHoil Imeperopo-
ku, JAHK — ne3okcupubonykinenHoBasi KHUCIOTA,
JIDKC — nomonHuTensHble My TH poBeaeHus, KO —
kemymoukoBast dkcTpacucronusa, 3CIDK — 3amuss
CTEHKa JIeBOro xenyaouka, K/IP — koHeuHblid quacTto-
nnueckuit pasmep, KMIT — kapauomuonarus, KCP —
KOHEYHBII cuctoinnueckuit pasmep, KTU — xapau-
oTopakalibHbli uHzekc, JIDK — neBblid Kenymouek,
JIIT— neBoe npencepaue, MXKIT — Mexokeny1oukoBas
neperopoaka, MPT — MarHUTHO-pE30HAaHCHAs TOMO-
rpadusti, MCKT — mynsTucninpaibHas KOMIbIOTEpHAs
tomorpadust, [DK — npasbrit sxenynouex, [T — npa-
Boe mipeacepaue, [P — monumepaszHas 1enHas pe-
aknust, PYA — pagmodacroTHas kaTeTepHas adiamms,
CMOKI" — cyrounoe MmoruropupoBanue IKI, TK —
TPUKYIICUAATBHBIN KianaH, B — ¢paxuus BeiOpoca,
OK — dynkumnonanbublii knace, XCH — xporndeckas
cepaedHas HemoctaToaHocTh, YCOK — wacroTa cokpa-
meHnii sxenynodkoB, DKI' — snmekrpokapauorpadus,
9Hn0-OPU — sHAOKapAMaIbHOE 3IEKTPO(U3NOIO-
rudyeckoe uccienoBanue, IOxoKIT — sxokapamorpa-
¢ust, WPW — cunapom Bonsda-Ilapkuncona-Yaiira.

BBEAEHUE

Anomanus D0mreitHa (AD) — BpOXKICHHBIN MTOPOK
cepana (BIIC), mpu koTOpoM oTMEJaeTCs almnKaIbHOE
CMEIIEHUE CEeNTAILHOW M 3aJlHell CTBOPOK TPUKYCIIH-
naneHoro KianaHa (TK) B momocts mpaBoro xemyaod-
ka (IDK), uro Bemer kK HapylIEHHIO 3amUpaTelbHON
¢ynkiun TK ¢ hopmupoBaHHEeM aTpHaIM3UPOBAHHOTO
yuactka IDK u ymeHbllIleHHEM €ro MoJiocTH pa3iud-
HOM CTETIeH! BBIPAKEHHOCTH. YacToTa BOSHUKHOBEHHUS
nmanHoM maTtoyioruu coctasisieT oT 1 Ha 200 000 HOBO-
POXIeHHBIX, B 0011el cTpyktype BIIC — menee 1 %
[1, 2]. Kmuandeckas kapTHHA MOpOKa pa3HOOOpa3Ha,
9TO OOBSICHAETCS aHATOMO-(PU3NOIOTHIECKIMH OCO-
OcHHOCTIMHM 3a0oneBanus [3, 4].

AD Hepenxo coyeraetcs ¢ apyrumu BIIC (medext
Mexmpencepaaon neperoponku (IAMIIID), nedekr
MEXOKENTYJIOUKOBOM  MEPEropojiIki, CTEHO3 JIETOYHOU
aprepun (JIA) u np.) [4-6]. BonpmuHCTBO ciydaeB
AD SBIAIOTCS CHOPAAWYECKHMHU, CEMEHHBIE (OPMBI
BCTpEUaroTCs JocTarouHo penko [2]. Takke B autepa-
Type OINHMCAHBI CIy4yan codeTaHusi AD ¢ TeHeTHYeCKH
JNeTEPMUHUPOBAHHBIMU KapauoMmuonarusmu [2, 3, 7,
8], B OCHOBHOM C HEKOMIIAaKTHBIM MHOKApJIOM JIEBOTO
xenynoudka (JIXK), uto, mo nanueim Pignatelli u coaBro-
poB, BcTpeuaetcs B 16,4 % [2, 3, 8].

B HacrosimieM COOONIGHMHM MBI IPEJICTABIISIEM
peaKuil KIMHUYECKUH ciaydait coueranus AD ¢ re-
HETUYECKU JIETEPMUHUPOBAHHOW KapAuOMHUONATHEN
y pebenka, moTpeOoBaBIel TpaHCILIAHTAIIUN CepAla
B JICTCKOM BO3pacTe.

KJIMHWYECKWIA CNYYAI

PeGeHok oT TpeTbelt OepeMeHHOCTH, MPOTEeKaBIIeH
Ha (poHE TOKCHKO3a, YTPO3bI IPEPhIBaAHMS OEPEMEHHO-
CTH Ha paHHEM CPOKE, TPEThUX CPOYHBIX POJIOB ITyTEM
OIlepaLUY KecapeBa CEYEHUs 110 aKyIIEePCKUM [10Ka3a-
HUSIM (TIONIEpEeYHOE MOJIOKEHUE TUI0Ja, 3-KpaTHoe 00-
BUTHE YTIOBUHOM BOKPYT 1wien). [Ipu poxaenun ouex-
Ka 1o 1mkaje Anrap: 7/7 6amio, nqauHa Tena 51 cM,
macca tesa 3 300 .

Ha 2-e cyTtkm mocne poxiaeHHs y peOeHKa BO3-
HUK MApOKCH3M CYIPaBEHTPHUKYJISIPHON TaxuUKapIu,
noTpeOoBaBIINK TMEpeBoia B JACTCKOE KapAHOJIOTH-
YecKoe OTJCNICHHE JJIsl J000CIeIOBaHUS U JICUCHHS,
B pe3yibsTaTe KoToporo Owur muarHoctupoBad BIIC:
AD u cuaapom WPW, manudectupyrommii tur. [la-
pOKCH3MalIbHAsI OPTOJIPOMHAsI aTPUOBEHTPUKYJISIpHAS
(AB) peunnpoxnas taxukapaus. [IpoBonuincs noxpdop
MPOTEKTOPHON aHTHAPUTMHYECKOH Tepanuu, Ha (poHe
KOTOPOH HapOKCHU3MBbl TaAXUKAPAUU PELUIUBUPOBAIH
(puc. 1). B Bo3pacTe 7 net peGEHOK BIEpBEIE OBLT TO-
cnutanusuposad B ®I'BY «HMUILL um. B. A. Anma-
30Ba» MuH3zapasa Poccuu [uist mpoBeeHus H10Kap-
JHUAJIBHOIO AJIEKTPO(U3UOIOTNYECKOTO UCCIICIOBAHHUS
(>HI0-DPUN) 1 paarodacTOTHON KaTeTepHOH abianun
(PYA) nononuutensHbix myTei nposeaenus (AIKC).

[lo maHHBIM OOTMEPAIIIOHHON 3XOKapAHOrpapuu
(OxoKI') BbIABIEHO YBENWYEHHE IPABOTO IIpPEICep-
nust (I1IT) no 44 mm (Z-score = 3,41), 3a cUeT 3HAYH-
MOT'0 CMEUICHUS CEeNTaNbHOU U nepeaHeil ctBopok TK
B nosiocth [1K (mo 60 mm), ¢ popmupoBanuem na TK
peryprutanuu jgo II crenenun; JMIII nuamerpom
3,5 MM C JIeBO-TIpaBbIM cOPOCOM, KOHEUHBIH AMACTO-
nmudeckuit pasmep (K/P) nesoro xenymouka (JIDK) —
32 MM (Z-score = -2,42), 3aguss crenka (3C) JIDK —
6 MM (Z-score = -0,67), MeXIKEITyJOIKOBAs TEPEro-
ponka (MXII) 6 MM (Z-score = -0,99). ®pakmus BbI-
opoca (®B) no Tetixonsi 59 %. B xome nposeneHus
sH10-DDPU 1HarHOCTUPOBaHBI MHOKECTBEHHBIE CYO-
snukapananbHele 3agHe-centanbHbie JJIDKC. Ilocie
CEepUM PaJMoOvYaCTOTHBIX BO3JIEUCTBUM MTPU3HAKHU MPO-
BeneHust no HITXKC coxpaHsiauch, OgHAKO OTMeua-
JUCh U3MEHEHUS DJEKTPOPHU3NOIOTHYECKHX CBOMCTB
(ycranoBnensl Hu3kue cBoiictBa JIDKC, cxonmnbie
co cBoiictBamu AB-coennnenus). [Ipuctymnsr cympa-
BEHTPUKYJISIPHOW TaXUKApIUU HE HHIYLHPOBAJIUCH.
C y4eToM pucka oclIoXkHEHUH co cTopoHbl AB npose-
JeHus npu nponoskeHnu PUA, TpyaHocTeil Tonude-
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ckoil nuarnoctuku [ITKC, orcyTcTBUs TaxuKapauu
MIPUHSATO pPelIeHre 00 OKOHYaHHUH OTIepaIUH.

[Ipn xoHTpodBHOM OOCHEAOBaHMHM uepe3 | rofg
o JaHHbIM DX0KI™ — 6€3 cyIecTBeHHOH TMHAMUKH,
COKpaTHTENbHAs CIOCOOHOCTh MHOKapaa COXpaHeHa,
KJIMHUYECKHE IMPOSBICHUS CEPJICUHON HEOCTATOYHO-
cTH 0TCyTCcTBOBaNU. C YUETOM KIMHUYECKOW KapTUHBI
n gaHHbIX OXoKI, mpuHATO pemenne o mpoaoIKeHn!
TUHAMHUYCCKOTO HAOTIOMCHUS peOcHKA.

B nanpheiinieM pebeHOK HaOIIOmANICS HEPETYIISIp-
Ho. [Ipu konTponsHOM Dx0KI' B Bo3pacte 12 net ot-
MeueHo Hapactanue quiaranuu HIT no 58 mm (Z-score
5,13), menocrarounoctu Ha TK mo III ct., [DK — 25
MM (Z-score 1,01), mmameTrp JIA — 24 mm (Z-score
1,24), KAP JIXK — 32,4 MM (Z-score = -3,3), MXKIT —
8,2 MM (Z-score 0,34), 3C — 7,7 mm (Z-score 0,36),
OB JIK — 63,3 %. KoppekTHo onieHuTh pazmepst JIDK
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I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

HE yJaioch, B cBsi3u ¢ TeM, uro JIOK Obu1 mojmaBieH
U CMCIICH YBEJIIMYCHHBIMU MPABBIMU OTACIAMU CEPJI-
1a. C y4eToM OTCYTCTBHUS KJIUHUYECKUX MPOSBIICHUN
XCH, HeoOXOmWMOCTH pENmpOTE3UPOBAHMS KJlarma-
Ha 10 Mepe pocta pedeHKa, OBIII0 MPUHATO pelIeHHe
0 MIPOJIOKEHU Y KOHCEPBATUBHOT'O JICYCHHSI — TIPOBE-
neHa koppekuus repanun XCH.

B Bospacte 14 neT pebeHOK TroCHUTATIA3UPOBAH
B ®I'BY «HMMUII um. B. A. AnmazoBay MuH3npasa
Poccun ¢ sxamo6aMu Ha OZIBITIIKY, CHHYKEHUE TOJIEPAHT-
HOCTH K (PU3MYECKNM Harpy3Kam, NOsBIICHUE [IHAHO3a
HOCOTYOHOTO TpPEYTroJbHUKAa TpH OBICTPOH Xoan0e,
PEIMANBUPYIONINE TPECHHKOTAIBHBIE COCTOSHMS, Ya-
ctheie TojioBHbIe Oonu. [1o manabiM DX0KI' BBISABICHO
HapacTaHHe TUJIATalluH MPaBbIX Kamep cepana, [111T—
68 x 112 MM (Z-score 6,65), IDK — 45 mMm (Z-score
3,35), JIA — 30 MM (Z-score 3,18). JleBblit xemynoueK
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Puc. 1. Anektpokappuorpasoua. CuHgpom WPW, maHudectTupyowmii Tun.
MapokcuamanbHaa opTOAPOMHARA aTPMOBEHTPUKYNsApHas (AB) peuunpoKHana Taxukapausa

Puc. 2. 9xokappauorpadusa. JIXX — neBbivi xenypouek, MK — npaBbin enypouek,
MM — npaBoe npeacepave, TK — TpukycnupanbHbIA KnanaH, TP — TpukycnupanbHana

peryprutauma, Ao — aopTta

142

Tom N2 3 ‘ 2 ‘ 2023‘



KIIMHWYECKWE CITYHAW | CLINICAL CASES . I I

MOA/ABICH U CMEIIEH AUJIATUPOBAHHBIMH IPABBIMH
KaMepaMHM, B CBSI3W C Y€M pa3Mep HE ONpenestsuics,
COKpaTHTeNbHasl COCOOHOCTh MHOKapHa COXpaHeHa,
OB JIXK 64,8 % (puc. 2). Ilo manasim CMOKI y pe-
OCHKa BIIEPBBIC 3apPETUCTPUPOBAHA OAMHOUYHAS JKe-
mymoukoBas dkcTpacucronus (1,5 TeIC/CyTKH (TLIOT-
HOCTh apuT™muu 1,9 %) u 30u304bl KEITYTOUYKOBOTO
HEYCTOHYHMBOTrO MOJIMMOP(HOr0 YCKOPEHHOTO pHUTMA
¢ UCXK 92 yn/mun. C y4eTOM MpPOTPECCHPOBAHMUS
3a00JeBaHNs ObUIM ONPEAETICHBI MOKA3aHUs AN XU-
pyprudeckoro neuenus BIIC. Onnako, npuHHMast BO
BHUMaHUe Hannune peHomena WPW, naxe HecMoTps
Ha OTCYTCTBHE KIWHUKH TapOKCU3MAJIbHOW Taxu-
Kapauu, ObUIO MPUHATO PEIIEHHE O MPOBEICHHUH II0-
BropHoii PYA JIITJKC, xotopast Obu1a 3¢ ¢deKTHBHOM.
[lo naHHBIM KOHTPOJBHOTO MHCTPYMEHTAaJIBHOTO 00-
CJIEZIOBAHUS HA 2-€ CYTKH ITIOCIJIE ONEepali OTMEYEHO
nosiBiaenne AB-0mokane! 2 crereHn 2 THIIA ¢ MaKCH-
MaJIbHOM May30i puT™Ma 2 716 Mcek 1 4acToM sKenya0u-
KOBOH 3KcTpacucronueii (8 343/cyt, mnoTHocts 8,3 %).
Uepes 2 mecsiiia BO BpeMs MOATOTOBKH K IIPOBEAECHUIO
XUPYPIUYECKOTr0 BMEIIATEIBCTBA HA OTKPBITOM CEep/-
1€, Y HAlIMEHTKHU OTMEUEHO PE3K0e yXyILUIEHUE COCTO-
SIHUSI B BUJIC HapacTaHUs CUMIITOMOB CEpACYHOM He-
nocrarounocTH. [lo nanasiM DX0KI BEIsIBIEHO pe3koe
CHUXCHHE COKpaTuTebHOi criocoonoctu JIXK 10 ®B
JIK mo Cummicony — 25 %, mo Tetixonbi 27 %, TH-
nokune3ust 3C JIK, auckunHe3us aTpuain30BaHHO-
ro yuactka MXKII ¢ mapagokcaibHbIM JBHUIKEHHUEM
B cuctony; runokunesus 3C JOK; IMIIIT 6 mm, cOpoc
ClleBa HANpaBo; Cemapanus JUCTKOB Nepukapaa 3a
npaBeIMHu Kamepamu 4—5 MM. [lo pe3ynpraram peHT-
reHorpaguu U KOMIBIOTEPHOH TOMOrpaduu rpyaHOM
KJIETKH OTMEYaeTcs BBIPaKCHHOE YBEIMUCHHE Kapiu-
oTopakajapHOTO HHACKCa 10 78 % (puc. 3).

a

C uenbio BBIABICHHUS TPUYUHBI OBICTPO MpOrpec-
CUPYIOUIEH CepIeYyHOW HEJOCTATOYHOCTHU IIPOBEICHO
KOMIUIEKCHOE WHCTPYMEHTaJIbHO-Ta00opaTopHOE 00-
CJIEZIOBAaHME, IO pe3yJbTaTaM KOTOPOI'O IAHHBIX 32
TEUYEHUE OCTPOr0/IOAOCTPOro BOCHAIUTEIBHOTO IPO-
recca B MUOKape KaK MPUYMHBI CHHKEHHS €ro Co-
KpaTUTEIbHOIH CIOCOOHOCTH TMOTyueHo He ObLio. [1po-
BECTH MarHUTHO-pe30HaHCHYyI0 Tomorpaduio (MPT)
cepAla MalueHTKe He YAaJIoCh, B CBA3M C YAaCTOU Ke-
JyJOYKOBOW 3KCTPACUCTOIHEH, KOTOPYIO HEBO3MOKHO
OBLIO KyTMPOBATh AaHTHAPUTMHUYECKUMU ITperapaTamMu
B CBSI3W C HAJMYHEM MPOTHMBOMNOKa3zaHnii — AB-010-
KaJbl 2 CTENEH! 2 THUIA. [[1s HCKIIFOUeHU T Hapy IEeHUs
KOPOHApHOI'0 KPOBOTOKA BBINOJIHEHA KOpPOHApOrpa-
¢us, mpu KOTOPOH MaTOJOTMH HE BBISBICHO (pHC. 4).
[TpoBeneHa KOppeKIUsi MOJTUKOMIIOHEHTHOW Teparnuu
XpOoHHYeCKol cepmeuHoil HemoctatodHocTu (XCH),
0e3 3HaYMMOT0 TOJOKUTENHHOTO d(dekTa. C yueTom
KJIMHUYECKOM KapTHHBI 3a00J€BaHMSI, OTCYTCTBHUS
JaHHBIX 32 BOCHAJIMTEIBHBIA MPOIECC B MHUOKap/e
ObLTa 3a110/103peHa TIePBUYHAS KApIHOMHOIIATHS, C 11e-
JIb10 BepU(PHUKALIMH KOTOPOH BBIIIOJTHEHO FEHETHYECKOE
oOcnenoBanue. [Ipu cTaHAapTHOM LUTOTCHETUYECKOM
aHanM3e KapuoTHUIa, aHAJTN3Ee M3BECTHBIX XPOMOCOM-
HBIX JIOKYCOB C IIeJIbI0 HCKITIOUEHH ST YACTBIX MUKPO/Ie-
JIELUH XPOMOCOM, YJIBTPACTPYKTYPHOM XPOMOCOMHOM
aHanu3e (CpaBHUTENIbHAs TI'CHOMHAs TUOpPUAN3ALHUS
Ha JIHK Mukpoumnax) 3Ha4YMMBIX T€HOMHBIX Iepe-
CTPOEK BBISIBIICHO HE OBbLIO, OHAKO B XOAE CEKBEHU-
pOBaHUs HOBOTO TIOKOJIeHUS 110 CoHTEepy 0OHapy’kKeHa
MyTanus B reHe muomnaimimaanHa (MYPN c.458A>G
(p-Lys153Arg). [lannas myrtanus B 6a3ze ClinVar pa-
Hee OblIa ONMcaHa Kak MaTOreHHAs B Pa3BUTHUU -
nataronHor kapauomuonaruu (https:/clinvarminer.
genetics.utah.edu).

Puc. 3. a) PeHTreHorpadusa rpygHon knetku, KTU 78 %; 6) KomnbloTepHaa Tomorpadusa

rpyAHOMN KNEeTKU, PEKOHCTPYKLMUSA
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B centsa0pe 2016 roma, B Bo3pacte 15 yet mamu-
entka ¢ BIIC, AD, ¢ reHeTHuYecKku MOATBEPKACHHON
KapIMOMHUOIIATHEH, C Tporpeccupyromei, pedpak-
TepHOH K monmkommoHeHTHoU Tepanmuu XCH (x 3To-
My BpPEMEHH MHUHUMAaJbHbIe (U3NYECKHE HATPY3KH,
TakHe Kak Xop0a o KOMHaTe, OieBaHue, TIEPEeHOCHIIa
C TPYAOM, HaONIOJATHCh SMTU30bl OTEYHOCTH TOJICHEH
W CTOII, Pe3KOe CHIDKEHHE almeTHTa), Oblila BKITIOUYeHa
B JINCT OXKUJAHUS TPAHCILUIAHTALUH Cepaa. 3a BpeMs
OXXKHJIaHWS TPaAHCILUIAHTaTa COCTOSTHUE peOeHKa Mpo-
IPaJUEHTHO yXyAIIaI0Ch, HECMOTPSI HA MaKCUMaJIbHO
BO3MOXKHYIO KOHCEPBAaTHUBHYIO Tepanwuio. [lanueHTke
TpeOOBAIHCH YACThIE TOCIUTAIU3AIUY JIJIsl CTA0HIIN-
3auuu cocTosgHus. Uepes 7 Mecs1eB MOCIe BKIOYCHUS
MAUECHTKY B AKTUBHBIH JIUCT OKUAAHUS ObljIa pOBe-
JICHA olepanusi — OPTOTOMHYECKask TPaHCIITIaHTALUS
cep/ua 1o OMKaBajgbHONH METOJIMKE.

Ilpu orieHke ayTONCHWHOrO MaTepualia: Macca
cepaua 340 r, cepaue yseauueHo, AD cO cMELIeHUEM
3anHeit u neperopopounoii ctBopok TK (TK — nByx-
crBopuateiii) B IIDK. CtBopku TK He cMmbikarorcs,
YTOJIIIIEHBI 10 TUHUHM CMBIKAHUS 10 2 MM 3a c4eT (u-
Opo3a. Muokapa Ha pa3pe3e He n3MmeHeH. llepumerp
MHTpAJIBHOTO KjanaHa — 8 cM. Kitanman aopTel He 13-
meHeH, ctenka [DK — 0,1 cm, JIZK — 0,9 cm. TIpaBoe
ymko — 8 X 5 cM, neBoe ymko — 2,5 x 1 em, [DK —
6x6cMm+5x5x6cm. [lo TaHHEIM THCTOIOTHYECKO-
T'0 MCCTEeIOBAHUS MTPU3HAKOB MUOKapANTa HeT. BbIsiB-
JieHa TUNepTPOdUs U AUCKOMILICKCAHMS MBILICYHBIX
BOJIOKOH.

Janee mamueHTKa TMojydana CTaHIAPTHYIO HM-
MYHOCYIIPECCUBHYIO TEpaIuio: WHAYKIUS THMOTIIO-
OyJIMHOM, C NEPEXOJOM Ha KOMOMHUPOBAHHYIO HM-

I I . KIIMHWYECKWE CJTYHA | CLINICAL CASES

MYHOCYIIPECCUBHYIO TEPANUi0 (METHJI-TIPEIHU30JIOH,
TaKpOIUMYC, MUKO(EHOIOBAs KUCIIOTa). DKCTYyOUpo-
BaHa Ha 2-e CyTKH ITOCIie onepanuy. Tedenne paHHero
ITOCIICOTIEPAIITHOHHOTO TIEPHOJIa OCIOKHSIOCH HEBPO-
JIOTUYECKUMHU HAPYIICHUSIMU (CYJOPOTH MBIIII] HUXK-
HHUX KOHEYHOCTEH), KOTOpbIE OBLIIN KyIMUPOBAHBI KOP-
peKIeit ypoBHS AJICKTPOJIUTOB, a TaAKXKe dMHU30/JaMU
CTOMKOH THIIEPTEH3UH, YTO TOTPeOOBAJI0O HAa3HAUCHNE
AHTUTUIIEPTEH3UBHON TEPANIUH B JATbHEUIIIEM.

Ilocne mnpoBeACHHOTO ONEPATUBHOIO JICUCHUS
OBLJIM HUBEIUPOBAHBI BCE KJIMHUYCCKUE IMPU3HAKU
CeplIeYHON HeOCTATOYHOCTH, YIYUIINIIOCh KaueCTBO
JKW3HH, TCUXOIMOIIMOHAIBHOE COCTOSHUE, JeBOYKa
BEJIET OOBIYHBIN 00pa3 KU3HH, MOCENIaeT y4eOHbIe
3aBEJICHUS.

B nHacrosmuii MOMEHT TpOBOASATCS IUHAMHYE-
CKoe HaOJIo/IeHNe, PeryIspHbIe TOCTTHTANN3ANN 15
OlIEHKW (DYHKIIMHM TPAHCILIAHTHPOBAHHOTO CEpIIa,
a TaK>Ke KOPPEKLHUHU 103 UMMYHOCYIIPECCUBHOM U CO-
MMyTCTBYIOIIEH Tepamiu B paMKax MPOTOKOJIa BEJCHUS
JAHHOW TPYTIIBI MallHEHTOB.

OBCYXAEHUE

AD SBISICTCS OTHOCUTEIBHO PEAKON BPOXKICHHOM
MaToJIOTUEN cep/ilia, KOTOpas MOXKET COMPOBOXK/1ATh-
Csl Cepbe3HBIMH MPOOIEeMaMHt MPH JIEYCHUN KaK C Te-
MOJIMHAMHUYECKOW, TaK M C JIEKTPOPU3HOIOTHIECKOM
TOUYEK 3pEHUs. AHATOMUYECKUU Je(EeKT, XapaKkTepu-
3YIONIUHCS amuKaTbHBIM CMeleHueM CcTBOpok TK
n arpuanuzanuer [DK, npuBoauT x nuchyHKIum mpa-
BBIX OTJAEJIOB CepAlla U TPUKYCIHUAAIBHOM HEZOCTa-
TOYHOCTH pa3Iu4yHON cTenenu [1].

Puc. 4. KopoHaporpadusa. BapuaHT HOpMbI
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B onucaHHOM HaMM KJIMHHUYECKOM CJydae aTu-
nuyHas kaptuHa TedeHus BIIC: OvicTpo mporpeccu-
pyiomasi cepAeyHas HeJIO0CTaTOYHOCTh, B TOM YMHCIe
JIEBOKEITYZIOUKOBasi, O0YCIIOBHJIA JajibHEiee 1000-
CJeI0OBaHNE NAMEHTKU Ha HAJTMYUE BO3MOXHBIX MPU-
YUH Pa3BUTHS JAHHOTO COCTOSHHUS: TIOATBEPIKICHIE/
HCKJIIOUEHHE BOCHAJIMTEIBHOIO MpoLecca B MUOKap-
Jie; TIOUCK COMYTCTBYIOIIEW HAcleJICTBEHHOM MaTo-
soruu cepamna. CnenyeT OTMETHUTh, YTO y MAIUEHTKH
He HaOIfOajoCh CBA3M CHUMIITOMOB W JKallo0d ¢ Tie-
peHeceHHO ocTpoil uHpexkuuei. Pesynwsrar I[P
Ha KapAHOTPOIHBIE BHUPYCHI OBbLI OTPULIATEILHBIM,
TaKXe He ObLIO BBISIBJICHO TIOBBIIIEHHE MAPKEPOB BOC-
nanenus. MPT cepilia ¢ KOHTpacTUpPOBaHHUEM IPOBE-
CTU HE YIaJoCh M3-3a YaCTOM >KENyA0UKOBOM AKCTpa-
cucToinuu. B xone nanpHelero BeieHUs MallMeHTKN
JAHHBIC 32 MUOKApIUT HE OyIyT MOJyYeHBI U 10 pe-
3yJbTaTaM THCTOJOTHYECKOTO HCCIEIOBAHMS TIOCIHE
TPAHCIJIAHTALMU CEPALA.

VYunTeIBas OTCYTCTBHE JaHHBIX 32 OCTPBIN U MOJ0-
CTPBII MHOKapAHT, pepakTepHOCTh K Tepanuu, mpo-
IrpecCUpOBaHUE CEPACYHON HEJOCTATOYHOCTH, OBIIO
MPOBEJICHO TEHETHYECKOe OOCIIeIOBaHNE U BBISBIICHA
myTtanus B rene MYPN.

Briepeeie 0 MYPN cooluiunu B CBSI3U € ayTOCOM-
HO-JIOMUHAHTHOM JAMJIATallMOHHON KapAuOMHONATHEN
(AKMIT) B 2008 romy [9].

MyTauuu MuoOnajaJuHa BbI3BIBAIOT Pa3IUYHbIC
($opMBI KapaIMOMHUONATHH TOCPEICTBOM Pa3IMUHBIX
0eNoK-0eIKOBBIX B3aUMOACHCTBHM, TaKUX KakK Hapy-
neHne MUOGUOPHILIIOTeHe3a W SITCPHBIX YeTHOYHBIX
IBWKCHWH, W TIPUBOAST K aHOMAJILHOW COOpKE TEPMH-
HaJIbHOTO Z-AMCKa B KapAHAaJIbHOM MEPEXOIHOM COE-
JTUHEHUH U BCTaBOYHOM Jucke [10].

Tak, B KMTaliCKOM MEPEKPECTHOM HCCIENOBAHUHU
ObLJ10 TTOKa3aHo, 4To MyTarus B reie MY PN sBiseTcs
npuunHoi pazsutus JIKMII B 9 % ciyuaes [11].

JAKMII xapakrepusyerca nunaranuei JIOK u Ha-
PYLICHUEM CHCTOIMYECKOH (YHKIMH W SBISCTCS
OCHOBHOW MPUYMHON CEpIeYHON HEN0CTAaTOYHOCTH
[12], mpuBOasAIIEeH B TSHKETBIX CIyYasx K IMepecaake
cepaua [13].

VY Hamiell manuMeHTKH pa3BUIIACh TAXKesas cepred-
Hasi HEJIOCTaTOYHOCTh, KOTOPYIO HEBO3MOXKHO OBLIO
KOHTPOJIMPOBATh C TOMOIIBIO JIEKApPCTBEHHBIX TIpe-
napaTtoB. TpaHcniaHTauus cepAlua B JaHHOM Cllydae
ObLJ1a €IUHCTBEHHO BO3MOKHBIM BapUAHTOM JICUCHUSI.
Tax, Wang c coaBTOpamu onucajn KIMHUYECKUH CITy-
yail Tsokenmoi u ObicTpo mporpeccupyromeit JIKMIT
¢ myrarnueit B rene MYPN y pebenka 3 eT, KOTOpBIT
yMep OT pe(paKkTepHO CepAeYHON HEJOCTaATOYHOCTH
[14]. Cnenyer OTMETUTH, YTO TPAHCIUIAHTALUS CEpI-
1[a Ha JaHHBI MOMEHT SIBIISIETCSI OOIICTPU3HAHHBIM
30JI0THIM CTAaHAAPTOM MpPH JIEYCHUH TEPMUHAIBHOU

CepIIeYHOM HEOCTATOUHOCTH [15], B TOM UmCIe pa3Bu-
Baromeiica nmpu kapauomuonatusx u BIIC. K coxaine-
HHI0, OOJBIIMHCTBO JETaIbHBIX HCXOA0B HAOJI04aeT-
Csl B TEYCHHE OJTHOTO T'0JIa TIOCTIE TIEPBOTO O0paIeHUs
MaIyenTa 3a MEIUI[MHCKOM TOMOIIBIO, YTO CBU/ICTEIb-
CTByeT o HI/I3KOI71 BBISIBJIACMOCTHU 336OHeBaHI/Iﬂ B Ha-
YaJbHOU CTaguH. Y OOJIBIINHCTBA HALIMEHTOB JUArHO3
HE CTaBUTCS BILIOTH JI0 PA3BUTHUS TEPMUHAIBHOMN CTa-
nuu 6oie3nu [16].

SAKJTIOHEHUNE

Takum 00pa3oM, MpeNCTaBICHHBI KIMHHYECKAN
Clly4ail IEMOHCTpUpPYET, uTo atunnyHoe Teuenue BIIC:
pa3BuTHE OBICTPO TPOTPECCUPYIOIEH pedpakTepHOi
K TEpaIrvu CepJeYHON HEeIO0CTAaTOYHOCTH, CIYKUT TIO-
BOJOM ISl TIIATEJIBHOTO 1000CIEIOBaHMS IALMEeHTa,
BKJIIOYAs, B TOM 4HCJe, U reHeTuueckoe. Heobxomumo
OpUEHTHPOBATHCS HA MEXKIAUCLUIUIMHAPHOE BEACHHE
narueHToB ¢ BIIC, 94To MO3BOIUT B KpaT4alIiue CpOKU
OIIPENENUTHCSL ¢ TAKTUKOW BEAEHUsS U BBIOpATh ONTH-
MaJIbHOE JieueHHe. TpaHCIaHTalus cepiua Ha JaH-
HBI MOMEHT SIBJISIETCS €JUHCTBEHHBIM pPaJUKaJIbHBIM
METOJIOM JICUEHHSI MAIEHTOB C TSDKENIOW pedpakTep-
HOM K Tepaluu cepieYHON HEA0CTATOYHOCTBIO.
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PE3IOME

3a001eBaeMOCTh MUOKApAUTOM Y AeTeit koneonercst ot 0,026 1o 2 ciydaes Ha 100 000 meteid.
M3BectHO, uTo ipumMepHO 0,05 % Bcex TocHUTanU3aluil IeTei CBsi3aHbl ¢ MuokapautoM. O6-
asi CMEPTHOCTP JIETel OT MHOKapAWuTa B OCTpOM mepuose mocturaer 7—17 %, a mpu ¢ymb-
MuHaHTHOM TeueHnn — 110 30 %. B Hacrosiiiee Bpemsi oTMeqaeTcs TeHICHIINS K CHUKEHUIO
JIETaJIbHOCTH, YTO CBS3aHO C IMOJYYCHHUEM HOBBIX 3HAHWN M BHEIIPEHUEM HOBBIX METOJIOB Jic-
YECHUSI MUOKAPJIUTA TI0 COBPEMEHHBIM KJIMHUYECKMM PEKOMEHIanusaM. B 1aHHOM cooOIeHnn
MIPEACTaBIIEH CITydail 6JaronpusTHOTO HCcXoAa (pyJIbMHUHAHTHOTO MUOKAPIUTA Y IeBOYKH 13 steT
4 mecsreB, 3a0omeBiiei ocTpo. Onrcanbl KIIMHAYECKUE IMPOSBICHUS Hadasla 3a00JIeBaHMsI, BO-
ripockl auddhepeHIaIbHON JUarHOCTUKH, TAKTUKY JICYCHHUS Ha dTalax MapiipyTH3aIHH.

KuroueBsble ciaoBa: aetu, nuddepeHnnanbHas JUarHOCTUKA, JICYCHUE, MapIIpyTH3aINs,
METOJIbI MCCIICI0BAHUS, (PyIbMUHAHTHBIA MUOKAP/IHT.

Lna yumuposanus: Pasuosa P.P., Huxonaesa U.E., Axoenesa JI.B., Xabubyinun U.M. Onvim
yenewnozo nevenus QyibMuHaHmHo2o muokapouma. Poccutickuil scypran nepcoHanusupo-
sannou meouyunwt. 2023;3(2):148-157. DOI: 10.18705/2782-3806-2023-3-2-148-157.
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ABSTRACT

The incidence of myocarditis in children ranges from 0.026 to 2 cases per 100,000 children.
It is known that approximately 0.05 % of all hospitalizations of children are associated with
myocarditis. The total mortality of children from myocarditis in the acute period reaches
7-17 %, and in the fulminant course — up to 30 %. Currently, there is a tendency to decrease
mortality, which is associated with the acquisition of new knowledge and the introduction of
new methods of treatment of myocarditis, according to modern clinical recommendations.
This report presents a case of a favorable outcome of fulminant myocarditis in a 13-year-old
4-month-old girl who became acutely ill. Clinical manifestations of the onset of the disease,
issues of differential diagnosis, treatment tactics at the stages of routing are described.

Key words: children, differential diagnosis, fulminant myocarditis, research methods, rout-
ing, treatment.

For citation: Rayanova RR, Nikolaeva IE, Yakovleva LV, Khabibullin IM. Experience of
successful treatment of fulminant myocarditis. Russian Journal for Personalized Medicine.
2023;3(2):148-157. DOI: 10.18705/2782-3806-2023-3-2-148-157.
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Cuncok cokpamenuii: AJl — aprepuaibHOE 1aB-
nenue, JOK — nessiit sxxenynouek, CH — cepneunas
HezocTaTouHOCTh, YCC — yacToTa cepiedHbIX COKpa-
mennit, OKI' — snekTpokapnuorpamma, IxoKIm —
IXOKapAHOT paQusL.

BBEAEHUE

MHuOKapIuT — BOCHAIHUTEIBHOE MOPAKECHHE MHO-
Kapaa WHQEKITHOHHOHW, TOKCHYIECKOH, aJNIepTHIeCKOMH,
ayTOMMMYHHOH MJIM HEM3BECTHOM 3THOJIOTHH C HIMPO-
KHM CHEKTPOM KJIMHUYECKHX MPOSIBICHUH OT OeccruM-
MITOMHOT'O TEYEHUSsI JI0 MPOSIBJICHUI: CEpACIHOMN HE10-
crarounoctu (CH), KH3HEYTpOXKAIOMTUX HAPYIICHUH
pUTMa W MPOBOJAMMOCTH, KapIHOTEHHOTO IIIOKa, BHE-
3amHO# cepaeuHoi cmepTu (BCC) [1]. Knuaunucramu
LIMPOKO HCIONB3YeTCsl KIMHUKO-MOP(OIOTUYECKHUH
MOAXOA K KJIACCHU(PUKAIIMA MHOKAPIUTOB, B KOTOPOM
paznmuuatot QyIbMUHAHTHBINA (10 7—14 mHEH), ocTphIit
(o 6-12 Hen. ot Hauasa 3a00JIeBaHUs), OAOCTPHIN (OT
6 "Hen. 10 6 Mec.), XpPOHUYECKUN aKTUBHBIM U MEPCU-
CTUpPYIOIUHU (CBBINIE 6 Mec.) Muokapautsl [1, 2]. Ju-
arHOCTHPYETCSA TI0 COBOKYITHOCTH THCTOJOTHYECKHX,
MMMYHOJIOTHYECKHX ¥ HWMMYHOTHCTOXHMHYECKHUX
KkputepueB. Exxeromnas 3aboneBaeMOCTb MHOKapau-
TOM y JeTeit koseosierces ot 0,026 o 2 ciydaes Ha 100
000 meTeit [3, 4]. Oxomno 0,05 % Bcex rocuTaTU3aAUH
JIeTel cBs3aHBI ¢ MHOKapauToM. OOmmas cMEepTHOCTh
JETeH OT MUOKApAHTa B OCTPOM IEPHO/E IOCTHTAET
7-17 %, a ipu pyapMUHAHTHOM TeueHHH — 110 30 %.
OTMmeuaeTcss TEHACHIUSI K CHH)KEHUIO JIETATBHOCTH,
BEpOSITHO, ATO CBSI3aHO C TIOJyUYE€HHEM HOBBIX 3HAHHUH
Y BHEJIPEHUEM HOBBIX METOJIOB JICYEHU S MUOKaPIUTA.

OynbMUHAHTHBIM ~ (MOJIHHMCHOCHBIM)  MHOKap-
JUT — 3TO TsKenask GopMa BOCIAIUTEIBHOTO Mopa-
YKSHHSI MUOKap/ia, pa3BUBAETCSI CTPEMUTENBHO B BUJIE
cepaeunoit HemocrtarouHocTu (CH), KapaumoreHHOTo
IOKa WJIM YKU3HEYTPOXKAIONINX HAPyIICHHH pUTMa
U MPOBOAMMOCTH cepaua. et 3aboneBanus Bcer-
Jla BHe3anHbli. Yallle HaunHaeTcs: He ¢ CeplIeYyHO-CO-
CYIIMCTHIX, @ C TAKUX CHMIITOMOB, KaK pBOTa, 0OIb
B KHBOTE, KallIelb 1 00MOPOK, (heOprutbHas TUXOpa-
Ka. B mepBble HECKOJIBKO CYTOK BEJIMKa BEPOSTHOCTD
omunbouHOro nuarHosa. CBs3b KapAHaIbHBIX CHMIITO-
MOB U XaJio0 ¢ MepeHeCeHHOU OCTpoi nHDEKIuei (3a
HECKOJIBKO JHEH — 2 Hemelb 10 MaHu(pecTallun MH-
okapauta). [lo sxokapnuorpadun (3xoKI') xapakrep-
HO 3HAaYMTENbHOE CHIDKeHUE (ppakunu BeiOpoca (PB),
OTEK MUOKap/ia, OTCYTCTBHE BHIPAKEHHOHN TUJIATAIINH
kamep cepana. Mcxons! GyTbMHHAHTHOTO MHUOKAPIH-
Ta: MOJTHOE BRI3ZOPOBIIEHNE U BOCCTAaHOBIIEHNE (QyHK-
uuii JIK; OsicTpoe mporpeccupoBanue CH; croiikas
TUTIOTOHHMS; JIETAlbHBIM HMCXOX (MOXKET JOCTUIaTh

50 %) [5-7].
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CUMIITOMBI MUOKapauTa pa3HoOOpa3Hbl M YacTo
HecrelUpUIHBI, MOTYT UMUTHPOBATh Apyrue 3abo-
JIEBaHHUsI, OCOOECHHO B e€0I0TE, B CBS3U C YeM HEO00-
XOIUMO MPOSIBIATH KIMHUYECKYIO HACTOPOKEHHOCTD
B OTHOIICHUH MHOKapAuTa Y MAlUEHTOB AETCKOTO
Bo3pacTa. Knunnyeckas kapTHHa MHOKapJuTa BapHua-
OellbHA: OT ACHMITTOMHOTO T€UCHHS JI0 Pa3BUTHUA Kap-
JUOT€HHOI0 II0Ka U BHE3AITHOM CepIeyHON CMEPTH; BO
MHOI'OM 3aBHCHUT OT 3THOJIOTHH U BO3pacTa peOeHKa.

BapuaHThl KJIMHHYECKOTO TEYEHHUsS OMHUCHIBAIOT-
CS1 Ha OCHOBAaHWU JIOMHHHUPYIOUIUX KIWHHUYECKHUX
CUMIITOMOB M BKJIIOYAaIOT B ce0sl pecnupaTOpHBIi,
KapaualbHbI{, runonep@y3uoHHbI M a0IOMUHAb-
HBIIA. AOZOMUHAJIEHBIN BapuaHT ¢ OOJISIMHU B )KMBOTE,
TOLIHOTOM, PEXe CO PBOTON M KUJKUM CTYJIOM pas-
BuBaeTcsa y 10—13 % GONbHBIX ¢ MHOKapAUTaAMH, YaIle
y nereit mumanme 10 net. CummnromaTuka o0yciaoBieHa
runonepgys3uei KenyaouHO-KUILIEYHOI'0 TPAKTa B pe-
3yJbTaTe MHOKapAHAIbHON TUchyHKINN. ApTepHab-
Has TUTIOTOHUS 3aIlyCKaeT MEXaHU3M CHMITaTHYEeCKON
AKTUBALUU C MOCJIEAYIOUUM Pa3BUTHEM JIOKaJIbHOU
BA30KOHCTPUKIMHN M HMILIEMHH PA3JIMYHBIX YyYacCTKOB
KeNyoYHO-KUIIeYHoro Tpakta. Ha ¢done moxasan-
HOW KUIICYHOW WH(EKINH, MEXaHU3M MOBPEKICHHUS
MHOKapaa OOYCIIOBJIEH MPSMBIM KapIHOTOKCHYECKUM
BO3/ICMCTBHEM BO30YAHMTENS W TOCIEAYIOMEH HMMY-
HomaToJorudyeckon peakuueit [8, 9]. Jlanee Mbl npu-
BOJUM KJIIMHUYECKHI TPUMEP MHOKapAHTa, B ACOIOTE
KOTOpOro Tpeobnamanyd abJoOMUHATBHBINA (TOIIHOTA,
pBOTA, 3al0p — AMCHENTHYECKHUE SIBJICHUS, CBS3aH-
HBIC C 3aCTOEM KPOBU B ME3CHTEPUAJBHBIX COCYyIax
Y 3aCTOHHBIM TaCTPUTOM) M THIIONEPPY3UOHHBIN CHH-
JIPOMBI C SIBJIGHUSMH KOPOHApHUTA.

KopoHnaput mpakTruecKkyn HUKOTa He pa3BUBaETCA
HEPBUYHO, OOBIYHO 3TO OCIOKHEHUE UITU IIPOSIBIICHUE
JOpYTrOoi NaToJIOTHy, C MOPAXEHUEM KaK MEJKHX, TaK
U KpYyNHBIX BEHEUHBIX apTepuil. lloBpexaeHue co-
CYJIOB MOJKET BO3HUKATh Ha ()OHE BOCHAIUTEIHHOTO
HOPAKEHUsI 000JIOUEK CepAlla — MHOKapAuTa, Nepu-
KapauTa, SHAOKapAUTa HHPEKIMOHHON HIIM HeUH(EK-
UOHHOM 3THONOTUHU (TpaBMa, MOCTHH(ApPKTHOE co-
crosinue). BHecepieunble MHGEKIIMOHHBIE MPOLECCHI,
Kak cKapyiaTUHa, CPHIII, TyOepKyse3, cupuiuc, Tugd,
MaJIsipusi, MOI'YT ObITb IPUYUHONW KOPOHApUTa, KOrAa
NaTOreHHbIE MHUKPOOBI C TOKOM KPOBH IPOHUKAIOT
B BEHEUHBIC COCYIbl, 00pa3ys HOBbIE ouarum HH(EK-
nuu. llpu cenTHyeckoM NOpakeHUU aTEPOCKIEPO-
trdeckor Omsamku Ha doHe MBC Takxke BO3MOXKHBI
KOpoHapuThl. IIpy cucTeMHBIX 3a00/I€BaHUSX, KOTAa
ayTOMMMYHHBIE MPOLECCHl TMOTEHIIMUPYIOT BOCIMA-
JIeHNE BEHEYHBIX apTepui, pa3BUBAIOTCS BaCKYJIUTHI
(y3enKOBBII TIepHapTEPUUT, TUTAHTOKJIETOUHBIN 1 HE-
crenu(puIecKnii apTePUNT, OOIUTEPUPYIOIIANA TPOM-
OaHTUUT, PEBMAaTU3M), BCTPEUAIOTCS Yalle Y MOJIOABIX
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J07ieH, ¢ Mpeo0IagaroIuM MOpaXEHUEM MEJIKUX BET-
B, CO CKYJTHOW KJIIMHUYECKON KapTHUHOH, 4TO 3aTPy/-
HsieT quartoctuky [10, 11].

KJIMHUYECKWNIA CNTYYAI

HeBouka, Bo3pacT 13 net 4 mec., mepeBeaeHa B I€T-
ckoe peanumanmonnoe otaeneHue APO Ne 1 M3 Pb
I'bY3 PecnybnukaHCKuil KapauOJOTHYECKUN IIEHTP
T. You1 (PKL) n3 otnenenns peanumanuu M3 Pb I'BY3
KJIMHUYECKOM OOJIbHUIIBI CKOPOI MEAUITUHCKON TIOMO-
i (KBCMII) B kpaifHe TsKeJIOM COCTOSTHUM C TIpU-
3HaKaM# KapIUOTEHHOTO IIOKa, C SIBICHUSIMUA OCTPOU
CEPIEYHO-COCYIUCTON HEAOCTATOYHOCTH W AJIEKTPO-
KapauorpauuecKuMH TpU3HAKAMU CyO3TUKapAHaTh-
HOH UIIEeMUH MUOKap/a.

W3 anamHe3a >KM3HH: JIEBOYKa OT BTOpOH Oepe-
MEHHOCTH, TPOTEKaBIIeH Ha (OHE BaruHUTA, XKee-
30¢UIIUTHON aHEMHUH JIETKOW CTENeHH, BOASHKU
OepeMEeHHBIX, XPOHHUYECKOW (heTorIaleHTapHON He-
JIOCTAaTOYHOCTH, OKUPEeHUs 2 cTeneHu. Ponbl mepseie,
Ha 42 Hepene My TeM OTepalny KecapeBo ceueHue. Bec
nipu poxkaennu 3 830 1, pocT 54 cM, To mkane Anrap
6—8 OaitoB, nuarHo3 mpu poxaeHuu: llepedpanpHas
umeMusi 1 cTeneHu, ocTpbld MEpPUOJ, CUHAPOM BO3-
oyxnenus. [lapes nmunesoro Hepsa? [lepeHOIIICHHOCTh
42 "enenu.

Janee pocia u pa3BuBaiach Mo BO3pacTy, (pusm-
YyecKkass aKTUBHOCTH JlocTaTouHas. TyOepkyies, KOH-
TaKT ¢ TyOCPKYJIe3HBIM OOJTBHBIM, BUPYCHBIN T€IIATHUT,
BUY otpumaer. I[lepeHeceHHble 3a00JicBaHUS: TH-
MTOKCHYecKu-umemMudeckoe mopaxkenne [IHC, OPBU,
Oponxurt, OponxonHeBMOHUs (2015 1), BeTpsiHas ocria;
B nekadpe 2021 roga — OP3 (koHTakT ¢ MaMoii, 6o-
nesieit Kosua-19, noareepxaennsiii, [11[P+), OPBU
(oxTsa0pH, 2022 1.). IIpmBUTa O BO3pacTy. Peakims
Manty — orpuunarensHas. B 2021 rony otrmevanock
moOoYHOE JIEHCTBHE Ha MEIUKaMeHTHI (e TPHAKCOH
+ JuaokamH) B BUJE ajuieprudeckoit ceimu. Hacmen-
CTBEHHOCTH HE OTATOIEHA.

W3 anamue3a 0ojie3HM HM3BECTHO, YTO 3a 2 HeJe-
mu o rocrmrtanm3anmu niepenecaa OPBU (24.10-—
30.10.2022), 4YTO COMPOBOXKAATOCH IOBBIICHUEM
TeMneparypsl Tena 10 38,3 °C B TeueHue 2 AHEH, io-
XUM CaMOYYBCTBHEM, HACMOPKOM, BIQKHBIM KaIlJIEM
B TeyeHue 7 AHEH; Jiedywnach y mneauarpa mo MecTy
kutenberBa. 05.11.2022 mosBUIMCh TOI0BHAS 0OJIb,
TOJIOBOKpY>KeHHE, cnabocTh, rumeprepmus 10 39,8
°C, TOIIHOTa, HEOJHOKPATHO PBOTA, YMEpeHHas: 0OJb
B TOpJIE, TUTIOTOHHUS W OJHOKPATHO KPAaTKOBPEMEHHAs
moTepsi CO3HaHWA. bbuta BbI3BaHA CKOpas HEOTIOXK-
Has MOMOIIb, CAETAHbl UHBEKIIMH KaPOIOHMKAIOITIX
Y IPEAHU30JI0H. B CBSI3U € ymydIieHneM caMOuyBCTBUS
OT MPEUIOKECHHONW TOCHHUTAIN3AlUUd B HHQPEKIMOH-

HYIO OOJIBHHILY POJMTENH KATerOPHUYSCKU OTKA3aJIKCh.
Ha tpetbu cytku 3a6oneBanus (07.11.2022) coctosiaue
PE3K0 YXYAUIMIOCh — HapacTaHWE OJBIIKH, ITHaHO3
ry0, MOXono1aHue KOHEUHOCTe!, pe3Kas CiadoCTh, He-
OJTHOKpAaTHAas PBOTA C IPOXKWIKAMU KPOBH, BBIPAXKCH-
HBIN Kallelb, TOIHOTa, CyOodeOpubHas TeMieparypa.

[TammmenTKa SKCTPEHHO TOCIUTATIN3UPOBAaHA B pea-
HumanuonHoe otaeneHue bCMII ¢ npuzHakamu Kap-
JIMOTEHHOTO I0Ka, TurnoToHued 40/0 MM pT. CT., reMo-
JIMHAMUKa TMOJIJICp)KMBaJIach HHY3He gohaMuHa.

IIpu mocTymiaeHUM B OTICICHUEC pPEaHUMAIIHH
BCMII cocTosiHHEe OYeHb TSKENIOoe, HeCTaOMJIbHOE 3a
CYeT CHMIITOMOB OCTPOH CEpIeYHO-COCYAUCTON He-
JIOCTaTOYHOCTH (pe3kasi c1aboCTh, WHCIUPATOPHAS
onbimka ¢ YJI 35 yn/mun, cHuxenue catypauuu SpO,
93 %, ymepennas taxukapaus ¢ YUCC 123 ya/mun).

B ananu3ax KpoBHM — MOBBIIICHHE OCTPO(A30BbIX
MapKepOB BOCIAJICHUS M CHIBOPOTOYHBIX MapKEpOB
MOBPEXACHUS MHUOKapAa. OKCIPECC-UCCIIeOBaHNE
aHTHUTEHa KOPOHABHPYCa B Ma3Kax CO CIU3UCTOH 000-
JIOYKH HOCOTJIOTKH HWMMYHOXpoMarorpaduueckum
METOOM — HE 00HapyKEHO.

Ha OKI' 07.11.2022 (20:41): cCUHYCOBBI pUTM
¢ UCC 68 ya/muH. OuaroBble ©I3MEHEHUS B TIEpEAHEH,
BepXyIeyHol u 6okoBoii oonactsax JIK mo tumy cy6s-
MHUKapIUAIBHOTO NOBpexkaAcHuUs (neBarust ST 10 1 mm
BV5, Voc(H) T, mo4mm V2, V3, V4, [, AVL c (1) T)
C PEIMTIPOKHBIMH H3MEHEHHSIMU B BHIe ienpeccun ST
1o 2 mMm B III, AVF ¢ (+) T (Hmxuss ctenka JIXK).

[lo pe3ynbraram peHTTeHOrpaduu OpPraHoB TI'PY/-
HOW KJIETKM — 0€3 04aroBbIX W MH(UIBTPATHBHBIX
M3MCHCHHUH, KapTWHA allbBCOJIIPHOTO OTEKa JIeT-
kux. [lo mamabiM OxoKI: cokpatuTenbHas (QyHK-
LU MUOKap/a JIEBOTO KEIyAouKa CHHKeHa 110 42 %
no CHUMIICOHY; CETMEHTapHAas COKPaTUMOCTh MHO-
Kapja HapylIeHa — aKWHE3 alMKaJbHBIX, THIIOKWHE3
CPEIHUX MEPETOPOIOIHOT0, OOKOBOTO, TIEPETHETO CET-
MEHTOB; HE3HAUYHUTENbHBII BBITIOT B TJIEBPAJIbHON TIO-
noctu capasa g0 70 mi, ciesa a0 30 mi; cemapanus
nuctkoB nepukapaa 3a [DK 4 mwm. Ilanuentke npen-
BAPUTEIBHO TTOCTABJICH MUArHO3: OCHOBHOW: OCTphIi
MHOKapAUT? OCTpblil TpaHCMYpaJIbHBIM NEpeIHe-TIe-
PETOPOIOYHBIN, BEPXYyIIEYHO-OOKOBOM HH(APKT MU-
OKapla JIeBOrO JKEMyJA04YKa HEYTOUHEHHOrO TeHe3a
ot 07.11.2022. OcnoxxHEeHHUE: OCTpasi cepAcuHast HEI0-
crarouHocTh 4 1o Killip. Kapanorennsrii mok. OcTpas
JIEBOXKEITYZI0YKOBasi HEJOCTATOYHOCTh. OTEK JEeTKuX.
Koponaput? HecMoTpst Ha BBICOKHE PUCKHU TPAHCIIOP-
TUPOBKH, ObLIO MPUHSATO PEIICHUE O MEPEBOJIC Nallu-
eHTKkH B niepBbie cyTku B M3 Pb I'bBY3 Pecniybnukan-
CKHM KapAUOJOTUYECKUH LEHTD.

OOBEKTUBHO IOCIIE MEPEBO/IAa COCTOSHIE OYSHbB TS~
’Kesoe, B co3HaHuu. [Ipu pasroBope 3akanninBaeTcs,
osicTpo ycraer. Onpiinka B okoe 48 B muH. [lomaua
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yBIaxHeHHOro O, 4epe3 HOCOBbIC KaHIONH. JIKHT
C MPUMOIHATHIM TOJNOBHBIM KoHIoM. T Tena 37,0 °C.
KosxHble MOKPOBBI YUCTHIC, BhIpaKeHHAsi OJIEHOCTD,
BHJUMBIC CITM3UCTHIC OOBIYHOM OKPACKH, CHIITH HET,
TpodUUECKUX U3MCHEHUH HET. JInMdaTndeckne y3iasl
MeJKHe TOAYETIOCTHEIe, Oe30one3HeHHble. [logkoxk-
HO-KHUPOBOM Ci0H pa3BUT ymepeHHO. Poct 158 cmM,
macca 40 xr (cpemgnuit), UMT 16,02 (moHMXeHHBIN
Bec). Ham BceMm oTaenmaMu TpyTHOH KIIETKH TIEPKY-
TOPHO TUMITAHUT; ayCKYJIBTATUBHO JIBIXaHUE KECTKOE,
MEJTKOITY3bIpUaThie XPHUITbI, OOIBINE B HIDKHUX OTIE-
nax cripasa. Carypanus O, — 88 %. I'panuiibl oTHOCH-
TEIbHON CepJeYHOI TYMOCTH HECKOJIBKO PACIIMPEHBI
BiIeBO Ha 0,5 cM OT JICBOW CPENHEKITIOYNIHON JTHHUM.
Bepxymieunblit TOT9OK OcliablieH, TOHBI cepla MpH-
TIIYIOICHBI, PUTM Cepllla MPAaBUIBHBIN, TaXWKapIus
¢ UCC 128-133 yn/MuH, BBICTYIINBACTCS KOPOTKHM
CUCTOJIMYECKU I IIIyM U TPEXWICHHBIH PUTM B 5 TOUKE.
Hamomnenue mynbca camkeno. ['nmoronus, AJl 80/50
MM pT. cT. [lynbcanus Ha TOCTYIHBIX OCMOTPY apTe-
pusix ocnabieHa, NIYMbl HE BBICIYIIUBAKOTCs. BeHbI
0e3 m3MeHeHUWil. 3yObl caHUpOBaHBL. 3€B YHUCTHIN.
S3pIK crerka o0JI0KeH OeloBaTO-KeITOBAThIM Halle-
ToM. JKUBOT MsTKU#, 0e3001e3HeHHbIN. [1euens Ha 0,5
CM BBICTyTaeT OT Kpasi peOepHO AyTH, MsATKas, 0e3-
Oonesnennas. Cene3eHka He manbnupyetcs. [lacTos-
HOCTh HIDKHUX KOHECYHOCTEH JI0 KOJICHHBIX CyCTAaBOB.

A
—
e

&

neTp apesaha, GuneTp Tpesopa 40 Ny, ML ceTeanit HanoKm

I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

[Touku He manpnUpyrOTCs. CUMITOM [OKOJIAYHBAHHUS
MO MOSICHHUIIE OTpuuareieH ¢ obeux ctopoH. Cryn
1 pa3 B cyTku. Moueucnyckanue He HapyIeHo.

YuuThiBas BbIPAKEHHOCTH JIEBOKETYI0YKOBON He-
noctatouyHocTy npu noctymiaeHud B OAP Ne 1 I'BY3
PKII, ssBneHus HAYMHAIOLIETOCS OTEKA JIETKUX Ha ()OHE
0CTpOTr0 KOPOHAPHOT'O HAPYLICHHU I, CHUKEHUSI caTypa-
uun O, Menee 90 %, BO3HMKJIA HEOOXOAUMOCTh B MH-
Ba3WBHOW BEHTWJISIITAH JIETKUX (Haxomuiack Ha IBJI 3
cyToK). [IpoBoamace KOMOMHUPOBAHHAS HHOTPOIHAS
noazepxkka (godpaMuH 5 MKI/KI/MHH 5 CyTOK, HOpa-
napenanus 0,1-0,05 MKI/Kr/MuUH — 3 CYTOK, HHQY3HUS
HUTPATOB | MKI/KI/MUH C TIOCJIEIYIOUIMM CHUKCHUEM
036l B TeueHWEe 6 CyTOK, jJeBocuMmeHaaH 0,2 MKr/Kr/
cytku Ne 4). Tlomyyana aHTHOAKTEpPHAIBHYIO Tepa-
nuio (1edypoKcuM, MOKCHU(IIOKCALIMH), HA § CyTKH ro-
CIHUTAJIN3AINN 100aBICHO TPOTHBOBUPYCHOE JICUEHHUE
(anmktoBup). C TENIBIO JICUSHUS CEPIACUHON HETOCTa-
TOYHOCTH OBIITM Ha3HAUEHBI )y pPOCEMU, CITUPOHOTIAK-
TOH, KallOTE€H ¥ KapBEeAMJION C OCTENCHHONW TUTPALIU-
eil 103 10 cpeaHeTepaneBTUUYCCKUX MO KOHTPOJIEM
UCC u AJl; mpoBonmiiach KOPPEKIIHS BOTHO-IIEKTPO-
JIUTHOTO OajlaHca U KUCJIOTHO-LIEJIOYHOTO COCTOSIHUS,
IS TPO(UIAKTUKU BEHO3HBIX TPOMOO30B B TPOMOO-
9MOONINH — aHTUKOAryJIsIHTHas Tepanus (FHOKcara-
puH 0,4mi1 4 pa3a B CyTKH); CUMIITOMaTH4YeCKas Tepa-
W51, MapeHTEPAbHOE TUTAHNUE.

YOO = 130y mu

b
(<
1

Puc. 1. 3KI 07.11.2022 (23:09)
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KIIMHWYECKWE CITYHAW | CLINICAL CASES . I I

[lo maHHBIM KIMHWUYECKOTO aHaln3a KPOBU IpPHU
MOCTYyIUIEHUH — Jiefikoruto3 29,1 x 10°1 co casu-
roM BJEBO, TpaHymouuThl 91,3 %, anemwus Ierkou
crenenn (@purpouuTsl 3,5-3,8 x 102, remoriobun
103-91-111 1/7). Ilo maHHBIM OMOXUMHYECKOTO aHa-
Jn3a KpOBU OTMeUaioch MoBbllleHHe ypoBHs CPb
81,3 mr/n (N 0-5), KOK 381 E/n (N 0-190), KOK
MB 34 E/n (N 0-24), npokanbuuToHuH 2,0 MK/

(N 0-0,5), JIAI" 638 E/n (N 0-290), TponnonnHa —
4,1 ar/mi (N o 0,3 Hr/m).

Mo mamusim DKI' 07.11.2022 (23:09): cunycoBas
taxukapaus ¢ UCC 130 ya/mun. B nunamuke ot-
MEUYAIOTCS YXYALICHUE IPOLECCOB PEHOIAPU3ALNU
B 00JIacTH IEpeAHEH, BEPXYILICYHON U YaCTUIHOH 00-
KOBOW oOJyiacTell JIEBOrO KellyZlouKa C BBIPAKCHHOH
aneBanuei cermenTa ST 10 5 MM V2-V5 ¢ nepexoaom

Puc. 26. 9KI 08.11.2022 (13:40) B rpyaHbIX OTBEeAEeHUAX
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B (-) T, Ha ¢done orcyrcTBusi Hapactanus R V1-V4
(puc. 1).

OKT' 08.11.2022 (13:40): cuHycoBasg TaxuUKapaAHsi
¢ UCC 132 yu/muH. B nuHaMuKe U3MEHEHUS MPOLIEC-
COB PETONIApU3ANNY B 00JIACTH TIEpeIHeH, BepXyIied-
HONl n OokoBou oOimacrert JIDK B Bume sneBauun ST
1o 2 MM ¢ iepexonom B (-) T (I, AVL, V2-V6). B o6na-
ctu HmkHeld crenku JIXK menpeccus ST mo 1 mMm ¢ (1)
T (III, AVF) (puc. 2a u 20).

OKT 09.11.2022 (10:10): AB-mucconnanus ¢ UHTEp-
(hepeHImeii IByX pUTMOB (CHHYCOBOTO U HTHOBEHTPH-
kyasipHoro) ¢ YHCC 75 yn/MuH, o4aroBble U3MEHEHUS
B INEpeHed, BEpXYIIEYHOH U 4YacTHYHO OOKOBOHM 00-
nmactax JIOK B BUAe TEHIEHIMH K MMPUOITHKCHUIO CeT-
Menta ST k usonunuu ¢ (+) T V4-V6, cnabo (-) T V2,
V3 (puc. 3a, 30).

[lo pesynbraTam peHTreHOrpaduu OpPraHoB Ipyi-
HOM KJIETKH — KapTHHA aIbBEOJIIPHOIO OTEKA JICTKUX.

[To maraeiM Ox0KI™ (08.11.2022): KJP JIXK 45 Mmm
(Z-score 0,43), KCP JIXK 29 mwm; KJIO 85 mur; JIIT 27
MM, anuKanbHo 43 * 32 mm; MIXKIT 6 mm; 3CJIDK 7 Mm.
CoxkparutenbHas QyHkius muokapaa JIOK cHuxeHa.
CermeHTapHasi COKPaTHMOCTh MHOKap/a HapyIIeHa:
aKWHEe3 alMKalbHbBIX, THIIOKIMHE3 CPEIHUX MEePEropo-
JIOYHOTO, O0KOBOTO, mMepeanero cermeHToB. OB JIK
30 % (Cumrcon). B nepukapne Beimota HeT. Cemapa-
M JIMCTKOB TUIeBpHI cieBa 0,6 cwm, cripasa 1,0 cm. Jla-
nee nuaamuka DXoKI" mpencraBnena B tadnue 1.

Komnerorepnas romorpadus (KT) nerkux u cepa-
1a ¢ koutpactuponanuem (08.11.2022): anbBeoaspHbIN
OTEK JIETKHUX, MaJIBI{ BBITIOT B nepukapae (puc. 4). Hc-

3XK12T-01-"P-A" 09.11.22 10:10

10 uM/uB. 25 uufc SMALTP: APO+TPM

Puc. 3a. 3KI 09.11.2022 B cTaHAapPTHbIX
OTBEAEHUAX

I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

KJIFOYSHBI aHOMAJIUU U TPOMOO3bI BEHEUHBIX COCY/IOB,
TpOoMOO3MOOJIHS JISTOUHOM apTEepPHH, aHOMAJIKH KOPO-
HapHbIX aprepuid u ap. Ha pucyHke 5 npencrasiieHa
nonoxutenbHas quHamuka o KT smerkux u cepnna
or 11.11.2022.

[lo pe3ynbraTaM KoaryJiorpaMMbl OTMeYanach T'i-
nepkoaryisnus: Gudpunoren 8,58 r/m (N 2—4 1/m),
POMK 9,5-8,5 mr% (N 0-4 mr%), ABP 77 cex (N
40-70), moka3aTeixy MOCTEIIEHHO HOPMAaJIM30BaHChH
Ha 10-13 cyrkn. OTmeuanoch MOBBIIEHHE MapKe-
pa TpoMOooOpa3oBanus J[-nIMMEpOB C MEPBBIX JHEH
¢ 850—1 200 mxr/m (N 0-250 mxr/n), no 1 750 Mxr/n
Ha 9 IeHb rocnuTaIu3aliy, ¢ MOCICIYIOIUM CHIKE-
HreM 990 MKT/I iepe] BRITTACKOH Ha ()OHE TTPOBOTUMOM
AQHTUKOATYJISIHTHON Tepanmuu SHOKcamapuHoMm. B pe-
sysabrare oocnenoanuit (KT nerkux, Y3JIC cocynos
BEPXHUX M HWKHHMX KOHEYHOCTEH, MarucTpajbHbIX
apTepuil TOJIOBBI, COCYAOB MOYEK) ObUIM MCKIIIOUYEHBI
TPOMOO3bl TEpU(EPUUECKUX COCYIOB U TPOMOOIM-
Oomuu serounoir aprepuu. [loBeimenue J[-aumepos
U BBIABJICHHE TodoxutenbHoro IgG x SARS-Cov2
HaMH OLEHHBAJINCh KAaK HPOSIBJICHUS IEPEHECCHHOU
paHee HOBOM KOPOHABHPYCHOH HMH(EKIMH, MOCTKO-
BUJHOTO CHHJPOMA, KOTOpbIE MOBIHUSIN Ha KapTUHY
TEYEHHUs] MOJHHEHOCHOTO0 MHOKAapAHTa B HACTOSIIEe
BpeMsl. Pe3ynbrar ncciaenoBaHUM KPpOBU Ha aHTUTENA
k SARS-Cov2: ummynorno0ymuasl M (IgM) — oTpu-
HaTenbHbIA pe3ynsrat, IgG — monoxuTensHbIN (KO-
3¢ PUIHEHT MO3UTUBHOCTH = 17,8).

Ilo pesymbpraTaM KOMIUIEKCHOTO MMMYHOJOTHYE-
CKOTO 00CJIeIOBaHUS YCTAaHOBJICH TIyOOKU meduiut

AK12T-01-"P-1" 09.11.22 10:10
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P e Sl 25 MMjC SUNRTP: APS+TPM

Puc. 36. 3Kl 09.11.2022 B rpyAHbIX
oTBefAeHuUAX
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KIIMHWYECKWE CITYHAW | CLINICAL CASES . I I

€CTECTBEHHBIX KHJIICPHBIX KJETOK, aKTHBAIUS IIH-
TOTOKCHYECKOH cyononynauun T-num¢pounTos, Hau-
OonblIasi AMCUMMYHOTTIOOYJIMHEMHS U TTOTPaHUYHBIH
YPOBEHb MHUPKYJIUPYIONINX UMMYHHBIX KOMILIECKCOB.
OO6Hapy>xeHBI aHTHTENA Ki1acca G K Teprec-Bupycam,
Bupycy O6mreiiHa-bapp (B3b) u uuromeranosupy-
cy (IMB) 6e3 mpu3HakoB peakTHBALHMH WHPEKIUH.
HMMMyHOIOrHYecKe UccieJOBaHUsI Ha DHTEPOBUPYCHI
" mapBaBupyc-19 — He oOHapyxkeHBI. Pe3ynprar mc-
CIICIOBaHMS HA aHTHUTENA K BUPYCY MPOCTOrO repreca

(BIIT) 1, 2 tumor (IgG 3,0, N < 0,15; IgM 1,21, N <
0,26) cBUAETENBCTBYIOT O peakTUBALUU TepreTHye-
CKOM MH(MEKIIMU U €€ STHOINATONCHETHUYECKOH poJn
B BOCITAJIUTEIIFHOM TTIpOIIecCe.

Ha ocHoBanum ano0, aHamMHe3a, 00BEKTHBHBIX
JMAHHBIX W PE3yJIBTaTOB OOCIENOBaHHS YCTAHOBJICH
KIUHUYeCKU auarHo3: OcHOBHOI: @DyIbMHHAHT-
HbIIl MHMOKapUT, TSOKEIOC TeueHUE (BEpOSITHEES BH-
pycHoit atnonorun). Ocnoxkaenne: OCH 4 mo Killip
ot 08.11.2022. KapnuoreHHbiii mok. OTEK JErkux.

Ta6nuua 1. AmHaMmuka nokasatenen AXoKl naumeHTKu Monuubl W, 13 net

AxoKIr 08.11.2022 | 11.11.2022 | 14.11.2022 | 17.11.2022 | 21.11.2022 | 30.11.2022
KOP, cm 4,5 4,0 3,5 3,4 4,1 4,1
DB %, Tx/Cumn 46/30 52/36 59/50 /57 /57 /62
[rt, cm 28x23 3,0x2,2
JM, cm 3,8 x 3,7 3,0x2,6 33x%x2,2
MK, cm 1,5 1,5 1,5
MM, cm 1,0 0,8-1,15 1,2 0,85 0,7
3CJIK, cm 1,0 0,97 1,0 0,9 0,7
nes mnoxapna | 1 o/ o/t o/ J+ J+-
Bbinot nnespobl 30-70 mn 0,6-1,0 cm - - - -
E'::gg;Kapﬂe - 01-04cM | 01-07cm | Olcm

Puc. 4. KT nerkux n cepaua 08.11.2022 —
aNIbBeOJIAPHDbINA OTEK JIEFKUX

Puc. 5. KT nerkunx n ceppua —
nosioXXutesibHaA guHaMuka ot 11.11.2022
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Koponaput? ConytctByromuit: OPBU ot 05.11.2022
(repnec-BupycHas). Hapymenue putma cepaua (3mu-
30716l MUTpAIlMU BOAUTENS PUTMa MO MPEICEPIUsIM,
SMU30/1bI TPEACEPAHOTO PUTMA, PEIKAs CYTIPaBEHTPH-
KyJSIpHAST W KEIYI0uKoBas dkcTpacuctonus). ledu-
[IUTHAsI aHEMUS JIETKOM CTETIEHH TSIKECTH.

B Tedenune 3 cyTok manueHTKa HaXOAMJIAaCh HA HC-
KyccTBEeHHOM BeHTU UM jterkux (MBJI) u momydana
KOMOMHUPOBAHHYIO HHOTPOITHYIO TePAIHIo: 3 THS J0-
(hamMuH + HOpaApEeHAIWH U 2 CYTOK TOJIBKO A0(aMHUH.
B cBs13u ¢ peakTuBanueil reprec-BupycHol HHpEKIHH
B Te4eHHe 5 cyTok monydana Anukiaosup 500 mr/20
i 1o 400 mr 3 pa3a B CyTKH, a Tak)Ke BHYTPHBEH-
HBI uMMyHOTIT0OyTuH Curapauce 50 mr/mo, 100 M, 1
pa3 B cyTku Ne 4 B cymmapsoit noze 20 000 mr. Ilpo-
BOJIMJIACh TIOJIMKOMIIOHEHTHAsl Tepamnus CepAeyHOU
HEJIOCTATOYHOCTH (IMYypETHUKH, OeTa-0JI0KaTOPbI, HH-
TUOUTOPBI AaHTHOTEH3UH-TTPEBPAIIAIOIETO (hEPMEHTA);
KapanoMeTabonnyeckasi, aHTHOAKTEpPHAJIbHAS, CHM-
NTOMAaTHYECKasl Tepanus, OrpaHUIUTEIbHBIA PEXKUM,
peabunuranus B ycnopusix ['bY3 PKII.

Ha ¢one neyenus cocTosiHue MaMEHTKH YTy YIld-
mock. Ha 23 cytku Tepanuu B 'bY3 PKI] Oplna BEHI-
MHCaHa C MOJIOKUTEITHHON JTUHAMUKON KIIMHUKO-I1a00-
PaTOpPHBIX UCCIEIOBAHUN U OOBEKTUBHOTO COCTOSHHUSI
OnMKe K yJIOBICTBOPUTEIbHOMY. CaMO4yBCTBHUE YTy Y-
muioch. JKano06 He mpenbsBiser. Co3HaHUE SCHOE.
[Nonoxenne akTuBHOE. KOskHBIE TOKPOBBI OJI€THO-PO-
30Bble. AnneTuT yiyummuics. [Ipubasuia B Bece oko-
o 1,5 xr. Crana aktuBHee. B jlerkux apIxaHue Be3H-
KyJnsipHoe. Cep/lie — TpaHUIbl He pacIIMPEHbl, TOHBI
3ByuHbIe. YCC 80 yu/mun. YJI 1820 B Mmun. AJ] 106/62
MM pT. cT. JKuBOT MsTKui, 6e300ne3neHHbIid. [leuenp
U cese3eHKa He yBenudeHbl. CTyll U MOYEUCITyCKaHHe
He HapyeHbl. OTekoB HeT. Jnype3 anexkBaTHbIN. [1o-
noxuTeabHas auHamuka no DxoKI (@B JIXK 62 %,
3CJIXK 0,7 ecm, MXKII 0,7 cMm), 3akoHOMEpHasT KapTHHA
o DKI, amanu3am.

[Ipu BeIIIKCKE OBLIO PEKOMEHIOBAHO: HAOIIOACHHUE
neanaTpa U Kapauosora Mo MecTy JKMTeNbCTBa Iep-
BBIC 3 MecsIa eXKEeMeCSIIHO, 3aTeM 1 pa3 B 3—6 MecsIieB
¢ koutponem UCC, Y, A1, OKI, 2xoKI, ummyHo-
nora. HanpaBiena na 3 stan peaOunurauuu B JIET-
CKUH caHaTOpui Kapauojormueckoro mnpoduis. s
WCKJTIOYSHHS KOAryJIOaTHi — J000CIeoBaHue y Te-
HETHKa W Temarosiora. HaOmromeHue racTposHTepo-
Jiora, 3HJJOKPHHOJIOra ¢ KOHTPOJIEM I'OPMOHOB IIUTO-
BuaHOM xxene3bl. Kontpons OAK, JI-numepsr — uepes
2-3 men., OxoKI" u OKI gepe3 1-1,5 mec. Jlomammauii
pexunm, oOydeHne Ha 1oMy He MeHee 3 mec. [Ipomon-
KUTh MEAUKAMEHTO3HY10 Tepanuto: Kapseaunon 12,5
Mr 1o % tab. 3 pasa B aeHb noctosiHHo. Kamoren 25
Mr 1o Y4 tab. 3 pasa B IeHb JIUTEIBHO. DIUKBUC 2,5
mr o 1 tab. 2 pasa B neHb He MeHee 3 mec. Criupo-
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HOJIAaKTOH 25 Mr 1o 1/2 tab. 4 pa3a B JieHb 2 Hejl., 3a-
TeM 1o 1/2 Ta. 3 pa3a B ieHb IJIUTEIbHO. L-KapHUTHH
(Bmekap 30 %) mo 0,5 M 2 pa3a B 1eHb 2 Mec., 3aTeM
Kyzmecan mo 20 kan. yrpom 1 mec. Orpanndenue ¢u-
3UYeCKUX Harpy3ok. [IpopunakTrka MHPEKITHOHHBIX
3a0oneBaHuii. MeIUIMHCKUN OTBOJ OT MPOQHIAKTHU-
YECKHUX IMPUBUBOK 10 12 mec.

3AKJTIOHEHUME

Ha GnmaronpusTHEIN HcX0oa 3a00JI€BAHUS TTOBJIHSIITH
CBOEBPEMEHHOCTH OOpaIeH s POAUTENCH 32 MEIHIIIH-
CKOW TIOMOIIIBIO B TIEPBBIE JHHU 3a00JE€BaHUS, COOIIO-
JICHUE MPaBUJILHOW MapIIpyTH3aLUU MALKUEHTa C OKa-
3aHUEM KBaJIU(PHUIIMPOBAHHOW MEIUIIMHCKON TIOMOIIIH,
HA4YMHASI C IOTOCIIUTAIBHOTO ieproaa. O0beM aTuarto-
CTUYECKHX HCCIIEIOBAHUN U JICYSHHE TTOTHOCTHIO COOT-
BETCTBOBAJIU CYLLECTBYIONINM KIMHUYECKUM PEKOMEH-
JIaIsIM T10 JISYEHNI0 MUOoKapauTa y aereit (2022 ).

Bripaxkaem riry0okyro 61arogapHoOCTb CIEIHaIH-
cram OI'BY «HMUIL um. B. A. AnmazoBa» Mun3-
npaBa Poccuu B oka3aHUM KOHCYJIBTATUBHOW ITOMOIIIH
T10 JICYCHUIO MALIUCHTKH.
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