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Pesiome

AKTyaJabHOCTh. [ eHepann3oBanHas nHdaHTUIbHAS apTepranbHas kaneiupukanus (MAK) sisercst peaxuM ayToCOMHO-pernec-
CHBHBIM 3a00JI€BaHUEM, THATHOCTHKA KOTOPOTO COMPSDKEHA ¢ OONBIIMMH TPYIHOCTSMH BBHAY BapHaOeIbHOCTH KIMHHYECKHX
MposiBIIeHN. XapakTepHa BHICOKas JIETAILHOCTh MAIMEHTOB NpH Ae0oTe 3a00IeBaHusl B paHHEM AETCKOM BO3pacTe B CBS3U C
OTPaHNYEHHBIMH BO3MOXXHOCTSIMH MeIMKaMeHTo3Horo JiedeHus. Lleb: mpencrasienne 2 KIMHIYECKHAX CIydaeB OOJNBHBIX C Te-
HeTH4YeCKH BepupuuupoBaHHbIM quardo3oM MAK ¢ mmnTensHbIME CpOKaMH KaTaMHecThdeckoro Haomonenus (2016-2023 rr).
Pesyabrarsl. [Ipu nopaxeHun KopoHapHsIX cocyaoB 1pu MTAK BIIBISAIOTCS BbIpakeHHbIe niiemuueckue usMeHenus Ha OKI npu
TIOATBEPKAEHHONH HOPMAIbHONW aHATOMUH KOPOHAPHBIX apTEepHi, YTO JOJKHO HACTOPAKHBATH KIMHHIHCTOB U CHOCOOCTBOBATH
BKJIFOUEHHIO YKa3aHHOM (hOPMBI MATOJIOTHH B CIIEKTP AU PepeHINaTBHBIX IUarHO30B.

3axJrouenue. 1 THarHOCTHKY reHeTHIecKH 00ycoBineHHbIX AK kpaliHe BaXKHBIM SIBIISIETCS] IPOBEICHHUE MOJIEKYIIIPHO-TeHE-
TUYECKHX HCCIIEI0BAaHMH C HCTIOIb30BAHIEM METOIOB BBICOKOTIPOH3BOUTEIBHOTO CEKBEHHPOBAHHS.
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Summary

Introduction. Generalized infantile arterial calcification (IAC) is a rare autosomal recessive disease. The diagnosis of IAC is
associated with great difficulties due to the variability of clinical manifestations. The high mortality rate in patients at the onset of
the disease in early childhood is characterized due to limited possibilities of drug treatment. Aim: to present two clinical reports
concerning patients with a genetically verified diagnosis of IAC with long-term catamnestic follow-up (from 2016 to 2023).
Results. When coronary vessels are affected with IAC, pronounced ischemic changes are detected on the ECG with confirmed
normal anatomy of the coronary arteries, which should alert clinicians and contribute to the inclusion of this form of pathology in
the spectrum of differential diagnoses.

Conclusion. For the diagnosis of genetically determined IAC, it is extremely important to conduct molecular genetic studies using
high-throughput sequencing methods.
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BBenenue

eHepaln3oBaHHAasd HMH(MAHTWIBHAS —apTepualibHas

kanbiduranus (MAK) — penkoe ayrocomHO-pe-

LIECCUBHOE 3a00JieBaHUe, XapaKTepu3ymolieecs pac-
npocTpaHEHHON KanblM(UKALMEHd COCYIOB pa3InYHOIO
KajquOpa C WX CTCHO30M, KIMHHYCCKH MPOSBISIONICECS B
panHeM Bo3pacte [1]. Yacrora Gone3nu coctasiser 1 : 200
TBIC. OEPEMEHHOCTEH, a 4aCTOTa HOCUTEIILCTBA PELIECCUB-
Horo amnens — 1 : 223 genoseka [2]. [lnarnoz MAK xkiu-
HUYECKH YCTAHABIMBAETCS TALMEHTaM C PacHpOCTpaHEH-
HOI apTepualibHOW KajblM(UKAUEHd COCYI0B MO JaHHBIM
BU3YAIM3UPYIOIUX METOoNoB: 3xokapauorpaduu (3xoKT'),
komnbloTepHoi Tomorpaduu (KT) cocynoB, MarHUTHO-pe-
30HaHCHOH ToMorpaduu, KOpoHapHOH aHruorpaduu, noji-
TBEpXKIAeTCs OWaJUICIbHBIMU TATOTCHHBIMH BapHaHTaAMU
B reHax ENPP] win ABCC6 y manueHToB ¢ CepACIHO-CO-
CYIMCTBIMH TIPOSIBIICHUSIMU B MJIQJICHYECTBE IIPH HCKITFOUE-
HUU WHBIX TpuuauH [1]. 1 maToreHeTuyeckoro JedeHus
MPUMEHSIOTCSL mpenaparbl  OucdocdoHaroB (ITUAPOHAT,
NaMUIPOHAT, PU3EIPOHAT), NPU ITOM OTMEYEHa BBICOKas
yacTtota mo0o4HbIX 3ddexroB (o tumy runodocdarazumn
U OCTEOIeTPO3a) U CIOpHBIE JaHHbIE 00 3PdeKTUBHOCTH
BBIIEyKa3aHHOH Tepanuu [3]. Jleuenue cepmedHoil Hemo-
CTaTOYHOCTH, apTePUATbHOW THUIEPTEH3UU MPOBOIUTCS B
COOTBETCTBUU C OOLICTIPUHATBHIMH peKOMeHnmanusMu [1].
NmeroTcst equHuYHbIC MyOIMKauu 00 3Tol hopmMe HO30I10-
MU ¢ Ae0I0TOM B PaHHEM BO3pAacTe, MPEUMYIIECTBEHHO C
JeTa’dbHbIM HUCXOIOM 3a NepHoA HaOmiomeHus 0e3 JaHHBIX
0 reHeTH4YeCcKOH Bepudukanuu auarnosa [4, 5], B To BpeMs
KaK JJIsl TUarHOCTHKH TeHETHYeCKH 00YCIIOBICHHBIX 3a00-
JICBAaHWM, B TOM 4YHCIIE€ NATOJOTHH MUOKApAA, KpaliHe BaXK-
HBIM SIBJIICTCSI TPOBEICHHE MOJCKYJISPHO-TEHETUIECKUX
HCCIIEIOBaHMIA ¢ MCIIOJIb30BAHHEM METOIOB BBICOKOIIPOM3-
BOAMTEIHFHOTO CEKBEHUPOBAHUA [6].

Kunnnuecknii cayyaii Ne 1

[ammenTka A., 2015 . p., ot 3-it 6epemenHoctH (1-1 —
MEIUIMHCKUI abopT, 2-1 — Mansuuk, 2013 . p., 310poB),
MpoTeKaBIleil Ha (oHe OaKTEepUypHH U KOJIBIIUTA, OT 2-X ca-
MOCTOSITEJIBHBIX POIOB B CpOK. IIpu poxneHun mMacca tena
3200 1, ymHa Tena 51 oM, ouenka mo mkaie Anrap 9/10
6amtoB. CeMeilHblli aHaMHe3 IO 3a00J€BaHUAM CepAed-
HO-COCYIUCTON CUCTEMBI HE OTATOLIEH.

B Boszpacte 2,5 mec npu mranoBort IxoKI' Buzyanusu-
POBaHO OTKPHITOE OBAILHOE OKHO, JKHJIKOCTh B TIOJIOCTH TIe-
puKapza 1o 2,5 MM, peKoMeHA0BaHO HabmroneHue. B 6 mec
MOSIBUIIMCH KaloObl Ha YYalIEHHOE KPAXTAIIee AbIXaHHE C
y4acTHEM BCIIOMOTaTeNIbHOM MYyCKyIaTypbl, IEpUOPaIbHbIN
LMaHO3, MOBBIIIEHHYIO YTOMJIIEMOCTh, B Bece He mpHOa-
Bmia. B Bo3pacTe 7 Mec BHE3aITHO CTaja 3abIXaThCsl, MOs-
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BHJIACh PBOTA, TOCHUTAIU3NPOBAHA B CTAIIHOHAP TI0 MECTY
JKUTENbCTBA. [Ipu MOCTyIUIEHUN — BBIpaXCHHAs OJIEAHOCTh
KOXHBIX ITOKPOBOB, MEPKYTOPHBIE TPaHHUIBI CEpJla pac-
IIMPEHBI, CepACYHbIE TOHBI MPHUIIYIIEHBI, CUCTOIHYCCKHN
LIyM, TeaToOMeraius A0 +2 cM U3-1oJ Kpas p&OoepHoil my-
ru. Ilo nanabM Ox0KI™ oTMeueHa quiatanys JeBOTo Keiy-
nmouka (JIXK) ¢ xoneuno-nuactonmdeckum pazmepom (KJIP)
33 MM, runokuHes 3aaHeil crenku JIK, cHmkeHue cokpaTu-
TeJNLHOU criocoOHOCTH MUoKapra ((pakmus Beibpoca (OB)
o Tewixonb1r 51%), HEAOCTATOYHOCTH MUTPAILHOTO KJIama-
Ha (HMK) 2 crenenu. Ilpu anekrpokapaunorpadun (IKI')
BBISIBJICHBI AU Qy3HbIC HAPYIIECHHUS] METAOOIMIECKUX TIPO-
neccoB B Muokapse. [Ipu Y3U opraHoB OpIOIIHO¥M MONIOCTH
U 3a0pIOLUIMHHOTO MPOCTPAHCTBA: YTOJIIEHWE U YIUIOTHE-
HHUE COCYNOB II€UEHH, CEeNIe3EHKU U MOYeK, HeOONbIIOe KO-
JIUYECTBO KUAKOCTH B TIEBPAIBLHON MOJIOCTH. B nuHaMuke
otmeueHo cHmkenne @B no 37%.

BonbHas HampaBneHa B KapIUOJIOTHYECKOE OT/ECIICHHUE C
JIuarHo3oM «JlnnaranmonHas xapanomuonarus». [ocnura-
JU3UPOBaHa B Bo3pacte 9 Mec, MpH MOCTYIJICHUH o0palua-
710 Ha ce0s BHUMaHHUE BBICOKOE apTepHajbHOE JaBJeHUE Ha
pykax (140/80 mm pr. ct.) u Horax (125/70 MM pt. ct.). ITo
naHHbM DX0KI™ — neBast arpuomeranust (24 x 27 Mm), cuMm-
MeTpU4Hasi TUnepTpoduss MUOKapaa (MEXIKEITyIO9YKOBas
meperoponka u 3anasas crenka JOK — mo 8 mm), cHmkeHne
cokpaTtuTenbHoi criocodHoctu (OB mo Tefixomby — 53%,
o Cumricony — 54%), HapylIeHHe AUACTOIHMYECKOH PyHK-
muu 1o 1 tumy (E/A 1/0,7 m/c), TOBBILIEHHE SXOT€HHOCTH
muokapaa JDK, cemapanus JMCTOB HepHKapla IO mepem-
Helt moBepxHOoCTH 10 5 MM, HMK 2 ctenenu. Y3U opranos
OpIOIIHON MHOJNOCTH U 3a0PIOIIMHHOIO IPOCTPAHCTBA —
VIUIOTHEHHE CTEHOK COCYNOB II€YCHH, TOYEK, TOJIOBHOTO
MO3ra. AHa/IM3 CIIEKTpa aMUHOKHCIIOT W AIMJIKAPHUTHHOB
METO/IOM TaHAEMHOM Macc-CIIEKTPOMETPHH IT0Ka3ald, 4YTo
MoKa3areiel, CBUIETENBCTBYIOUIMX O PAa3BUTUU HaCIE[-
CTBEHHBIX aMUHOAIMJONATHH, OpraHUYeCKUX aluIypHid U
JIe(eKTOB MHUTOXOHIPUAIILHOTO 0OeTa-OKUCICHUS >KHUPHBIX
KHCJIOT, HET. buomncust cnu3ucTod MEKH W MpsIMOM KHII-
ku: uckimou€H ammionnos. [Iposenena KT-aoprorpadust:
nuddy3HbIe U3MEHEHHST CTEHOK BETBEH aOpThI IO THITY ap-
TEPUOKAIBIINHO3a, MPEUMYIIIECTBEHHO B OpIONTHON YacTw,
YPEBHOTO CTBOJIA M €TO apTEPUH, OPBDKEEYHBIX U TIOYCUHBIX,
AQHAJIOTUYHBIE, HO MEHEE BBIPAKCHHbIE U3MEHEHUs B CTEH-
Kax OpOHXHMaJbHBIX apTepuil, JTaHHBIX 3a CY)KEHHE CTBOJA
IPYIHOH W OpIOIIHOI aopThl HET, BBLABIEHO MHOXECTBO
kanbiudukaros (puc. 1).

IIpu cexBEeHMPOBAaHMU D3K30Ma BBISABIEH HYKIEOTH[-
HBIH BapuaHT ¢.23354>C B rene ENPP] B reTepo3uror-
HOM COCTOSHHH. IIpu IOMCKEe NPOTSIKEHHBIX Jelerui
rera ENPPI HapymeHuil HE BBISBICHO. [[OMONMHUTETHHO
MIPOBEJICHO HCCIIEI0BAHUE METOOM MYJIBTUIUIEKCHON am-
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ala 6|b

e|d ole

elf

Puc. 1. KT nanmentku A. 63 KOHTpaCTUPOBaHUS. AKCHATBHBIEC CPE3BL.

a — KaJIbIIUHAT B MPOCKIIUN 0[[1—101‘/’[ u3 apTepm‘/'I CpE€AOCTEHUA MaJIOr'O KaJm6pa; 60— KaJIbIIUHAT B IIPOCKIINU Hepe}mefz’l Me)K)KeHyL[O‘{KOBOﬁ BCHBI, 6 — KaJIbIIUHAT
B IIPOEKIMY NepeHel cocoukoBoii Mplbl JIK; 2 — kanbuuHAT B IPOEKIMH CeNe3EHOYHON apTeprH; 0 — KaJbLIMHAT B IPOEKIIMH BETBEH MOUSYHBIX apTepUil
u apTepm‘/'I B I'OJIOBKE HOH)KCIIyI[O‘{HOﬁ KEJIE3BI, € — KaJIbIIMHATBI B IIPOCKIHH ITOAB3IOIIHBIX apTepm?I.

Fig. 1. CT of the girl patient A. without contrasting. Axial slices.

a) Calcification in the projection of one of the small-caliber mediastinal arteries. b) Calcification in the projection of the anterior interventricular vein.
¢) Calcification in the projection of the anterior papillary muscle of the left ventricular. d) Calcification in the projection of the splenic artery. ¢) Calcification in

the projection of the branches of the renal arteries and arteries in the head of the pancreas. f) Calcifications in the projection of the iliac arteries.

ala
Puc. 2. Tpancropakansaas OxoKI" manuentku A., 3 roxa.

6|b

a — B-pesxnM; anukanbHas 4eThIpéxkaMepHas no3unust (4Ac); onpenemsiores quaranus, chepuanas Gpopma JIK, Bepxynixa JDK nedopmuposana; 6 — uccie-
JIOBaHKE MPOAOIBHON JeOpMALMK B peXKUME CIIEeK-TpeKHHE. OTMedYaeTcsi CHIKeHHE [100anbHol nmpoponsHoi nedopmarmu 10 11%.

Fig. 2. Transthoracic echocardiography of 3 year girl patient A.

a) B-mode. Apical four-chamber position (4Ac). There are detected dilation and the spherical shape of the left ventricle, the apex of the left ventricle is deformed.
b) Study of longitudinal deformation in spec-tracking mode. There is a decrease in global longitudinal deformation to 11%.

MIM(UKAIMN TUTHPOBAHHBIX 30HIIOB TAPTETHHIX 00IaCTeH
9k30HOB 2—-30 reHa ABCC6, B pe3yabraTe KOTOPOro oOHa-
pyxeHa nenenus 3k30Ha 5 reHa ABCC6 B TeTepO3UTOTHOM
COCTOSIHUH.

Takum 0Opa3oM, B HACTOSIIIEE BPEMSI STHOJIOTHS TAHHOTO
citydasi He SICHA. YUYHUTHIBasl JaHHbIE KIIMHUYECKOW KapTHHBI,
MAIMEeHTY BBICTAaBJICH JHMarHo3 «lmuomarnveckas aprepu-
aNpHas KaJbIU(PHKAIHD), PEKOMEHIOBaHO JI000CIICIOBAHIE
B 00bEME CEKBEHUPOBAHUS [TOJTHOTO SK30Ma U BAJTUIAIHS BbI-
SIBJICHHOM Y peOEHKa nenenuu dk30Ha 5 rena ABCC6 'y ponu-

teneid. [Ipu nanpHeliieM HaOMIONSHUH COXPAHSIIOCH PEMO-
JEeTMPOBaHNE IO JWIATAIIMOHHOMY (PEHOTHUITY, POrpeCcCHB-
HO yXyZllanach JUacToIndeckas (yHKIUS MHOKapa BILIOTh
JIO PECTPUKTHBHOTO TUMa (Tadu. 1, puc. 2, puc. 3).

B Bo3pacte 6 nmer 7 mec y pebO€Hka ObUIO OTMeue-
HO YXyAUIEHHE COCTOSHMA: YBEIWYMIIACh KOHLIEHTpaLUs
N-KkoHIIeBOrO (hparMeHTa MO3rOBOTO HATPUHYPETHUECKOTO
nentuaa 1o 2052 nr/mil, MOSBUIIMCH KaloObl Ha OJIBIIIKY
(wacrora meixanus no 40—44 B mMuHyTY), cyO0deOprmmTeT
(mo 37,7°C), snm3onb! necarypanuu (78-84%), Taxukapaus
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Ta6numa 1 / Table 1

Jnnamnka napamerpoB DxoKI™ nanueHTKH A. 32 mepuoa Ha0TI00eHUS

Trend in EchoCG parameters in girl patient A. during the observation period

TTapamerpsr OxoKI" 9 mec 1 rox 7 mec 2 roga 9 mec 4 roga 3 mec 6 et 7 Mec 6 et 10 mec
EchoCG parameters 9 months | 1 years 7 months | 2 years 9 months | 4 years 3 months | 6 years 7 months | 6 years 10 months
Z-score KJIP JIK 1,9 3,12 3,6 3,65 5 3,31
Z-score LV end-diastolic size (EDS)
KJIP meBoro mpeacepaust 3,7 3,5 3,0 4.4 3,25 4,1
Left atrium (LA) EDS
HMK, crenenn 2 2 3 2-3 2-3 3
Mitral valve insufficiency (MVI),
degree
®B no Teiixombir, % 53 64 60 57 60 52
Ejection fraction (EF) according
to Teicholz, %
®B no CumncoHn, % 54 60 43 57 50 52
EF according to Simpson, %
Hapymenne nquacronmaeckoit 1 Tun - - - - 3 tun
(yHKLIUH Type 1 Type 3
Impairing of the diastolic function

10 120 yn/muH. beina yeusneHa auypeTndeckas Tepanus (10-
0aBJieH TOpaceMH[]), YTO MO3BOJIMIO JOOUTHCS CTAOMIIH-
3anuu KirHu4eckoro cocrtosuus. [Ipu KT Obina BeIsiBICHA
neperpy3ska Mmuokapaa JIK ¢ BelpakeHHBIMU HapyIIEHUSIMU
penoisipuzanuu (puc. 4).

B Bozpacte 6 ner 10 mec OonbHOI Oblna mpoBeneHa
KT-xoponaporpadusi, BEIsBICH cTeHO3 10 50% nucTampHON
TPETH NEPEAHEN MEKIKEITYJOUKOBOI BETBH MTOCIIE OTXOXKC-
HHs JUATOHAJILHOM apTepuu. JleBouka IMOJIy4aeT JICUCHHE,
HaIpaBJeHHOE Ha KyNUPOBAHWE CHUMITOMOB XPOHHYECKOU
CepACYHOW HEeJOCTATOYHOCTHU: WHTHOUTOPHI aHTHUOTEH-

Puc. 3. Tpauncropakansaas 9xoKI nanuentku A., 3 roga.

Ouenka auactonmdeckoit Gpynkimu JDK B pexxnme nmmmynb-
CHO-BOJIHOBO# M TKaHEeBO#t nommeporpadun. OTMeyaeTcs Ha-
pymienne auacronnueckoit Gpynkimn JOK 1o ncesnoHopMaie-
Homy tuny E/e” 16,9.

Fig. 3. Transthoracic echocardiography of 3 years girl
patient A.: assessment of diastolic function of the left
ventricle in pulsed wave and tissue Doppler mode.

There is a violation of the diastolic function of the left ventricle
according to the pseudonormal type E/e” 16.9.

3MHIpEBpaIIaloniero pepmMenTa (KanTonpui), oera-oimoka-
TOpHI (OUCOMPOIIOIN), OIOKATOP «MEIJICHHBIX» KAJIbIIUEBBIX
KaHAJIOB (aMJIOJMIINH), aHTATOHUCT AJIbJIOCTEPOHA (CITUPO-
HOJIAKTOH), aHTHATPETaHTHI (A€ THIICAIUIMIOBAs] KHCIIOTA).

Kiaunnyeckmii ciayqaii Ne 2

[Mauwmentka JI., 2016 T.p., ot 2-it 6epemenHocTH (1-51 Oe-
peMeHHOCTh — JeBouka, 2011 r.p., 310poBa), MpoTeKaBIei
Ha QoHe oCcTpoil pecnirparopHoi BUpycHOl nHpekunu B [ u
II TpumecTpax, raiiMmopura, NPeKAEBPEMEHHOIO CTapeHUS
TUTALIEHTHI, OT 2-X poaoB Ha 40-if Hemene, CO CTUMYISINEH.



Poccwuiickui negnatpudeckuin xypHan. 2024; 27(4)

304 https://doi.org/10.46563/1560-9561-2024-27-4-300-308

KNMUHUYECKWU CNYYAN

Puc. 4. OKI manuentku A. B Bo3pacte 6 JieT 7 Mec.

CHHYCOBBII PUTM C YaCTOTOM cep/eYHbIX cokparueHuii 81 (76-86) ya/MuH, HOPMAIBHOE TIOJIOKEHUE MEKTPHIECKON OCH cep/ua, neperpyska Muokapaa JDK,
BBIPa)KCHHBIC HAPYIICHHS PeIOIpU3aliy (OTpHLaTeNbHbIH U aByXbasHblii 3yden 7 B orBefenusx 11, 111, aVF, V1-V6, nenpeccust ST 10 2 MM B OTBEACHUSIX

1L, 111, V5-V6).
Fig. 4. ECG of 6 years 7 months A girl patient.

Sinus rhythm with heart rate of 81 (76-86)/bpm, normal EOS position, left ventricular myocardial overload, severe disorders of repolarization (negative and
biphasic T wave in II, III, aVF, V1-V6, ST depression up to 2 mm in leads IL, III, V5-V6).

[Ipu poxxnernn macca tena 3300 1, yrHa Tema 55 cM, oneH-
Ka 1o mkajne Anrap 8/9 6amioB. Beimucana w3 poauiIbHOTO
nmoMa Ha 3-u cyTku. CeMelHbIi aHaMHe3 Mo 3a00JIeBaHUIM
CepAeYHO-COCYIUCTON cucTeMbl He oTsaroméH. B 4,5 mec
MOSBUJINCH )KaI00bl Ha IMAaHO3 KOKHBIX IIOKPOBOB, CHIIKE-
HUE anreTuTa, moTepio B Bece 650 . B 5 mec oOciienoBana
10 MECTY XUTEJIbCTBA, BBIABJICH JUIATAllMOHHBIA (heHOTHII
PEMOJIETMPOBAHUS MHUOKApJa, 3aloJ03pPEH BPOXKIEHHBIN
MOPOK CepAIa — aHOMAaJIbHOE OTXOXKIEHHE JIEBOM KOpO-
HapHOU aprepun. I[IpoBenena KT-anrmorpadms, muarxos
HCKIIOUEH, MPONOJDKEHA Tepalus WHrUOUTOpaMH aHTHO-
TEH3UHIIpeBpalnaroniero gepMeHTa (KanTompui), cepiued-
HBIMH TJIMKO3HJaMU (IIMTOKCHH), TUypeTHUecKas Teparnus
(pypocemun, ciupoHonakToH). B 7 Mec oTMedeHo yxyarie-
HHUE COCTOSIHUA: OJBIIIKA B IIOKOE, «CTOHYILEE» IIbIXaHUE,
0TKa3 OT ezpl. [ocruTanu3upoBana M0 MECTY JKUTEIIbCTBA,
o OKI' — BeIpakeHHOE HapyIICHUE PETIONSAPU3AIHU B 00-
nmactu nepenneit u 6okoBoi crenku JIK, 3amemnenune mnpo-
BOJIMMOCTH TI0 JIeBOM HOXKe ITydka [wmca, mpu OxoKIT —
cHmkenue ®B JIK no 38%, npaBast kopoHapHas apTepust
HE BU3yaJIM3HPYETCA.

B xapauosiornueckoM OTIeNEeHHHM HaOmromaercs ¢ §
Mec. JlabopaTopHO IpU IOCTYIUIEHUM — IIOBBIIIEHHE
conepxxanus tpornoHuHa I B kpoBu (60,1 nr/mm). Ilo
OKTI': mybokue 3yousl S B orBeaeHusx V1-V3 (py6io-
BbIE M3MeHeHus1 B Muokapae HwkHer crenku JIXK). Ipu
9x0KT" — munaramusa JOK (KIAP 34 mwm, Z-score 4,26), ko-
poHapHbIe apTepunt oTxoaat TunuyHo, ®B no Telixonbiry

50%. IlpoBenéH MOBTOPHBIN aHAIN3 PaHEE CACITAHHBIX B
CTOPOHHHUX MEIMIIMHCKUX YUYPEKICHHUSAX HCCIEIOBaHUN
(anruoxoponaporpadus u KT-xkoponaporpadus), BBISB-
JieH KaJbIMHO3 KOPOHAPHBIX apTepuil ¢ rpyObIM Hapy-
[IeHHEeM KOPOHAapHOTO KPOBOTOKA (OKKJIIO3HS IPaBOi KO-
POHApHOH apTepuu, OKKIIIO3USA CpeAHEN TpeTU nepeaHei
MEXOKEITYA04YKOBOM apTepun), KaJIblIUHO3 COCYIOB CPENo-
CTeHUs, OprouIHOH nosnocty (puc. S), npu Y3U BHYTpeH-
HUX OPTaHOB — MHOXKECTBEHHBIC KaJIbIIMHATHI B CTCHKAX
aprepuii cene3€Hku (puc. 6).

Hocurens momuMopdHBIX MapKepOB T'€HOB CHCTEMBI
remocrtasa u ¢omnarnoro uukia (SERPINE1 (PLANHI1) —
rerepo3urotra, MTRR — romo3urora).

Bb110 MpoBeIeHO CEKBEHUPOBAHNE KIIMHUYECKOTO 3K30-
Ma, BBISIBJIEHA KOMIIAyHI-T€T€PO3UroTa — JIBa paHee OIHUCaH-
HBIX [IaTOT€HHBIX HYKJIEOTUIHBIX BapuaHTa B rene ABCC6:
B 9K30HE 25 ¢.3542G>A B T€TEPO3UTOTHOM COCTOSHHUH [7]
u B 9k30HE 29 ¢.4081G>A B reTepO3UroTHOM COCTOSHUH
[8]. [IpoBeneno obcnenoBaHue CeMbU, KIMHUYECKU 310PO-
BbIE HA MOMEHT IOJYYEeHHUS! Pe3yJbTaTOB POXMTENH (MaTbh
1983 r.p. u orery 1986 T.p.) SIBISIIMCH HOCUTENSIMU TETEPO-
3UTOTHBIX HYKJICOTHIHBIX BApUAHTOB.

3a mepuoj AMHAMUYECKOro HaOJIOEHHS COCTOSHUE Jie-
BOYKHU OCTaBaJIOCh CTaOUJIBHBIM, PEMOJIETIMPOBAHUE COXpa-
HSTOCH (Ta0J1. 2, puc. 7).

Mo namuabiM DKI' coxpaHsuMch pyOLIOBBIE W3MEHEHHS
muokapaa (3yoen Q B orseaenusix I, III, aVF, V4-V6) ¢
BBIPQXXCHHBIM HapyIllIEHUEeM penospusanuu (puc. 8).
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Puc. 5. KT naunentku JI. 6e3 KOHTpacTUpOBaHUSA. AKCHAJIBHbIE CPE3bL.

@ — KaJlbIIMHAT B MIPOCKLUH OHOW M3 apTepHii IUTOBUAHOM JKEeNIe3bl MAJIOr0 KanuOpa; 6 — KaJIbIIMHAT B IPOCKLIUK apTepUil TUMYCa; 68 — KaJIbIIMHAT B MPO-
CKIIUH nepe)meix’l Me)[()l(eHyI[OIIKOBOf/'I BETBU; ¢ — KaJbLIMHAT B IPOCKLUU nepeﬂHeﬁ COCOYKOBOM MBIIILBI IDK, () — KaJIbLIMHAT B IIPOCKLIUHN 321}1]-[617[ COCOYKOBOM
MbIis! JIOK; e — KanpIuHaThl B IPOEKIMHK CEIe3EHOUHOI apTepuu.

Fig. 5. Girl L. CT scan without contrasting. Axial slices.

a) Calcification in the projection of one of the small-caliber thyroid arteries; b) Calcification in the projection of the thymic arteries; ¢) Calcification in the
projection of the arterial intraventricuar branch; &) Calcification in the projection of the LV anterior papillary muscle; e) Calcification in the projection of the LV
posterior papillary muscle; f) Calcifications in the projection of the splenic artery.

Puc. 6. I3MeHeHUs BHYyTpEHHUX OpPraHoB y neBouku JI., 6 ner

a, 6 — MHOYXECTBEHHbIE THUIIEPOXOIrCHHBIC BKIIIOYCHHUS B CTEHKAX apTepm?l CeJ'leSéHKI/I; C — OTMECYAKOTCA CHHXKCHHE nud)q)epeﬂuuposku MMOYCYHON TTapeHXUMBI,
TIOBBIIICHUEC 3XOTCHHOCTH IMTHPaMHUIOK.

Fig. 6. Changes in internal organs in 6 years-old girl patient L.

a, b) Multiple hyperechoic inclusions in the walls of the splenic arteries; ¢) There is noted a decrease in the differentiation of the renal parenchyma and an increase
in the echogenicity of the pyramids.

B Bospacre 6 jierT y peGEHKa ObUIO OTMEYEHO CHHKE- onpiika. PeOEHOK MpomO/HKaeT MOoNy4aTh MEIUKAMEHTO3-
HHE TOJICPAHTHOCTH K (PU3MIECKOH HArpy3Ke: ACBOYKE CTa-  Hylo Tepamuio, HAMPABIEHHYIO Ha KyMUPOBAaHKUE CUMIITOMOB
JIO TSDKEJIEE CIyCKaTbhes CO 2-ro dTaka Ha 1-if, ycumunach XPOHUYECKOW CeplIeYHON HEeIOCTATOYHOCTU: aHTAarOHUCTHI
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Puc. 7. Tpauncropakansnas 9xoKI" nanuentku JI., 6 net.

a — B-pexum, anukanbHas yeTblpexkamepHas nosuims (4Ac). Onpenens-
€TCsI BBIPAXKEHHOE MOBBINICHHUE 3XOT€HHOCTH MAMLIIPHBIX MBIIII] METPAIb-
HOTO KJanaHa (yKa3aHo CTPEIKOi), 4To HanboJiee 4acTo CBUIETENBCTBYET O
MaTOJIOTHH KOPOHAPHOTO pycia; 6 — B-pexum, cocyaucras nosunus. Busy-
AJIN3UPYIOTCS HEPOBHBIA KOHTYDP, HEPABHOMEPHBII IIPOCBET JIEBOI KOPOHAp-
HOW apTepuu (YKa3aHO CTPENKOM).

Fig. 7. Transthoracic echocardiography of 6 years L. girl:

a) B-mode. Apical four-chamber position (4Ac) There is detected a marked
elevation in echogenicity of the papillary muscles of the mitral valve
(indicated by arrow), which most often indicates pathology of the coronary
bed. ) B-mode. Vascular position. There are visualized an uneven contour
and uneven lumen of the left coronary artery (indicated by arrow).

peuentopoB anruotensuHa Il (;io3apran), 6era-0moKaTOpHI
(xapBemuIION), JUYPETHYECKYIO TEPalHio (TopaceMun), aH-
TaroHKUCT aJbJAOCTEPOHA (CIIUPOHOIAKTOH), aHTHATPETAHThI
(aeTnicamuIUIOBast KUCIOTA).

Obcy:xaenue

UAK Bnepssie Obuta onucana B 1899 r., u ¢ Tex mop
3apeructpupoBano Oonee 250 cmydaeB [9]. Onmcan 161
naieHT ¢ MAK: y 48% OONbHBIX KIMHUYECKUE MPOSB-
JeHusl AeOITHPOBAIM BHYTPUYTPOOHO M B TeueHue 1-it
Helenu Ku3HH, Yy 52% cpeaHuil Bo3pacT Havalla KIWHH-
YEeCKUX MPOSBICHUH cocTaBWI 3 Mec. Y MallMeHTOB C paH-
HUM 7€0I0TOM OTMeUascs qucTpecc miojia (46% ciayuaes),
cepaedHas HemocTtarouHocTh (44%), maOTOBOMME (38%),
aprepuaibHag runeprensus (33%), pecupaToOpHbId AuC-
tpecc (30%), Bonanka mona (28%), oréku (24%), «BuUC-
1epajbHble» BHINIOTH (20%), nuanos (22%), kapauomera-
must (17%) u acuut (13%). [lpu no3aHeM Havane 4acTHIMHU
TIPOSIBIICHUSIMUA OBLIM pecnuparopHelii auctpece (66%),
nnano3 (43%), orka3 ot ensl (34%), cepaeuHas Hemo-
crarouyHOCTh (29%), pBota (24%), pazapakuTeIHHOCTH
(21%), 3amepxka paszpurtus (17%), muxopanaka (16%), ru-
nepronus (12%) u oré€xu (7%) [10]. [1o HamuM naHHBIM, y
MarMeHTOB OTMeYasIcs Mo3aHui 1e0r0T 3a0omeBanus B 6,0
U 4,5 Mec COOTBETCTBEHHO C THUIHMYHBIMHU KIMHUYECKUMHU
nposiBIeHUsIMU. YcTaHoBieHo, 4To 30 (55%) u3 55 nanwm-
€HTOB MOTUOIU B BO3pacTe J0 6 Mec, MPH 3TOM B BO3pac-
Te crapume 6 mec norud tonabko 1 pe6éHok. IIpuunnamu
CMEpTH SBWIACh WH(PAPKT MHOKapja, 3acCTOMHAs cepiaey-
Has HEJOCTAaTOYHOCTh, MEPCUCTHPYIOLIAs apTepuaIbHas
TUIEPTEH3Ms] WM IOJIMOpraHHas HexocraTtodHocTh [11].
Onucansl cirydau B3pocibix 00ibHbIX ¢ MAK, camoii crap-
e manuentke Obwto 62 rona [12]. B Hammx ciyvasx c
Oonee no3gHeil MaHu(ecTanuell OTMEYEH OTHOCHUTEIbHO
OnaronpusITHBIA MporHo3 teueHuss MAK 6e3 yetanbHBIX
WCXOJIOB 3a mepuoja HaOmoneHus. [IpennodTuTenbHbIM
METOIOM BH3YaJIM3alluU TS OLICHKH KaJbIH()UKALINU SIB-
nsiercst KT, koTopasi BBISBIISCT OTIOKEHUE KAJBIHS B apTe-
PpHAIBHOM CTEHKE C YTOJIIEHWEM WHTHUMBI, BBI3BIBAIOLIIM
cykeHne npocseTa cocyna [13]. B mpeacTaBieHHBIX HAMU
cllydasx y o0eux AeBOYEK OTMEYaJoCh 3HAYUMOE IOpaxe-
HHUE KOPOHAPHBIX COCYIIOB C UX CT€HO30M (B 1 cimyyae — ¢
MOJTHOW OKKJIFO3Weil), BHOCSIIEE 3HAYMMBIA BKJIAJ B Ts-
KECTb UX cocTosiHus. B 2003 . ObLIM OTKPBITHI MY-
Tanuu, oTBeTcTBeHHbIe 3a pazsutne MAK B rene ENPP]

Ta6nuuma 2 / Table 2

Jiunamuka napamerpos JxoKI" nammentkn JI. 3a nepuon HadroneHust

Trend in EchoCG parameters of girl patient L. during the observation period

TapameTpsr Ox0KI" 8 mec 1 rox 2 mec 2 roga 3 mec 3 roma 9 mec 4 roga 7 mec 6 et
EchoCG parameters 8 months 1 years 2 months | 2 years 3 months | 3 years 9 months | 4 years 7 months 6 years
Z-score KJIP JDK 4,26 4,42 2 1 1,5 2
Z-score LV EDS
KJIP neBoro npexacepaust 2,9 2,67 3 2,5 1,5 2
LA EDS
®B no Teiixonbi, % 50 45 48 49 52 47
EF according to Teicholz, %
®B no Cumncon, % 50 39 34 22 45 42
EF according to Simpson, %
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CHHYCOBBIH PUTM C YaCTOTOH cepiedHbIX cokpamennii 87 (79-97) ya/MuH, anekTprudeckas 0Ch cep/na HopMallbHasl, JIIeKTPUISCKast akTHBHOCTh MUoKapaa JDK
noBbllieHa, 3youst O B orenenusx 11, 111, aVF, V4-V6, He uckiitoueHa HerosHas 0J10ka/ia JeBOW HOXKKM Iyudka ['uca, HapyuieHa penonsipusanus (1ByxdasHbie
3y6uel 7' B otBenenusx I, aVL, V5—V6, coiaxennsie B otBeneHusix 11, 111, aVE, nenpeccus ST Ha 0,5 MM B otBeaenusx 111, aVL; npusHaku paHHel pernossipu-

3aI[MH MHOKap/1a KeIyI04YKOB).

Fig. 8. ECG of patient L., 5 years 2 months.

Sinus rhythm with heart rate 87 (79-97)/min, normal EOS, increased electrical activity of the left ventricular myocardium, Q waves in II, III, aVF, V4-V6,
incomplete blockade of the left bundle branch is not excluded, repolarization is impaired (biphasic 7 waves in I, aVL, V5-V6, smoothed in II, III, aVF, ST
depression of 0.5 mm in III, aVL; signs of early repolarization of the ventricular myocardium).

[14]. TIpumepro 70-75% ciydaeB 3a0oneBaHUs CBS3aHBI
¢ mytanueit B reae ENPPI, a oxono 9% — ¢ MmytanusaMu
B rene ABCC6 [9]. Ilpu 3ToM mokazana mupokast peHOTH-
MUYeCcKasi TeTePOreHHOCTh, KOTOpas He MOXKET OBITh 00b-
sICHEHa OOBIYHBIM ayTOCOMHO-PEIIECCHBHBIM XapaKTEepOM
HacnenoBanus [15]. B Hammx HaOMOmEHUAX Y OOIBHBIX
C TUNHWYHOH KapTUHOU 3a00JeBaHUS BBISABIECHO B IIEPBOM
cilydae 1o | HyKJI€OTHIHOMY BapHaHTy B I€Te€pO3UTOTHOM
cocrossHuU B reHax ENPPl u ABCC6, a BO BTOpPOM CIIy-
yae — 2 HYKJICOTHIHBIX BapHaHTa B KOMIAyH/-T€TCPO3H-
roTHOM cocTosiHnu B reae ABCC6.

[Toka He cymiecTByeT OOLIEIPHHATON TaKTHKH Jede-
Hust MAK, mOCKONbKY Mpolecc KaIbIU(PUKAIIMHT MOXKET
pacmpoCTpaHAThCA Ha COCYHbI JIIOOBIX OpraHOB M BBI3HI-
BaTh Pa3HOOOPA3HYI0 CUMITOMATHKY. KOMIIJIEKCHBIM Ba-
pUaHTOM JIedeHUsI MOXKET OBITh MpuMeHeHue oucgocdo-
HAaTOB Pa3HBIX MOKOJEHUH (Kak a30TCONEpKalINX, TaK H
HEa30TCOJIEPIKAIINX ), OJHAKO PE3yIbTAaThl TAKOW Tepariu
JocTarouHo cropHble. [Ipu omnpexeneHuu 3¢pQexTUBHO-
cTH Tepanuu O6ucochonaramu Ha 55 GompHBIX ¢ MAK,
HayaToW B MIaJeHuecTBe, Moka3aHa 3()(eKTHBHOCTH B
OTHOIIEHHWU perpeccu KaJdbUU(UKALUU MU CHIDKEHHE
cMmeptHOCTH [11], HO Goyee mo3aHME PabOTHI MPOJAEMOH-
CTPUPOBAJIM OTCYTCTBHE YJIYUIIEHHUS [OKA3aTess] BBDKU-
BA€MOCTU IIPH BBIPaXEHHBIX IOOOYHBIX 3¢dekrax [3,
16]. B mHacrosmiee BpeMs MPOBOAUTCS pa3paboTKa HO-
BbIX MeTofoB JneueHuss MMAK. PexoMOMHAaHTHEI Oellok
ENPP1-Fc sBngeTcs ogHUM U3 BO3MOXHBIX CPEACTB IS
neuennst MAK, npegorBpamaer kaabluUKauo aopThl

1 WHDAPKT MHUOKapla Ha MBIIIMHON MOJEIH NpH nedu-
nutre ENPPI [17]. Ilporao3 3a0o0ieBaHUsS U €r0 HCXO/IbI
BO MHOTOM KOPPEJTHPYIOT C BO3pACTOM JAeOI0Ta U CTere-
HBIO NTOPAXKEHHUSI CEPACUHO-COCYAUCTON cucTeMbl. Kpome
CTaHJapTHOM Tepamnuy, HalpaBICHHON Ha KyNHpPOBaHME
XPOHHUYECKOW CEpAeYHON HEN0CTAaTOYHOCTH, MAIUEHTaAM
B KayeCTBE JIEYCOHOW OMIUU TPH THKEIOM MOPAKCHHUH
KOPOHApHBIX COCYAOB U BBIPAXKEHHOU NUCHYHKIIUHA MHUO-
KapJla MOXXeT OBITh MPEAJIOKeHa OPTOTONTHYECKasl TPaHC-
maaTanus cepamna. Coobmaercs o 18-mecssaHoM peOEéHKE
¢ MAK c mopaxeHneM KOPOHapHBIX COCYIO0B, HH(apKTOM
MHUOKapjJia U TEPMHHAIbHOM cTaauel cepaeyHoil Heno-
CTAaTOYHOCTH, KOTOpOMY ObLIa TpoOBeAeHa TpaHCIUIaH-
Tanus cepAna. B TeueHue 2 ner HaOMIONEHHS PEIUANBA
KaJbIIM(UKAIIMY HE OTMedanoch [16].

3akiaroueHue

lenepanmzoBannas nndantuinbHas MAK sensiercs pen-
KOM IPUYMHON HIIEeMHYECKON KapAHMOMHUOINATUU Y HETeH,
Je0I0TUPYET MPAKTHYECKH UCKITIOYUTENBHO B PaHHEM BO3-
pacre. 3a110103pUTh 3a001€BaHNE MOXKHO IIPU HAIUYHU BbI-
paKEHHBIX UIIEMUYECKUX H, BO3MOXKHO, pyOIIOBBIX H3MEHE-
uuit Ha DK npu moxTBep>KAEHHON HOPMATBHON aHATOMHH
KOpOHapHbIX aprepuii. [Toka 3a0oseBaHue SBISETCS MHKY-
pabenpHBIM, BO3MOXKHO JIMIIb Ha3HAYEHUE CUMIITOMaTHYe-
CKOM Teparuy, OIHAKO CBOEBPEMEHHAs! AMarHOCTUKA OYEHb
Ba)KHA JUIsI OIIPEJENICHUs IIPOTHO3a U IIPOBEICHUS a/leKBaT-
HOT'O MEJUKO-T€HETUYECKOTO KOHCYJIETHPOBAHUS CEMBU IIPH
IUTAHWPOBAaHUM JETOPOKICHHUS.
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Jluteparypa
(m.a. 1-3; 7-17 cm. References)
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Caenenus 00 aBTOpax:
Bacapzuna Enena Hukonaesna, 1oOKTop Me[. HayK, mpod., II. Hay4.

coTp., 3aB. oTA-HHeM Kapauoinorun OI'AY «HMMUL] 3nopoBest gerein»
Munznpasa Poccun; Kaposa Onvea Ilasnosna, xauj. MeJ1. HayK, CT. Hay.
coTp., Bpad — aerckuil kapauonor ®I'AY «HMMUIL 3mopoBes merein»
MumnsapaBa Poccuu; I'andaesa Jleiina Axamoena, xaHj. Men. Hayk,
CT. Hay4Y. COTp., Bpauy — Jerckuit kapauonor ®I'AY «HMMUILI 310poBbst
nereity Munsnpasa Poccun; Cunsnosa Hpuna Bauecnasosena, xaup.
MeJ. HayK, CT. Hayd. COTp., Bpad YIbTpa3ByKoBOH auarHoctuku, GIAY
«HMMUL] 3mopoBes pereit» Munznapasa Poccun; bapckuii Bnadumup
Hnbuy, xaHa. Mel. HayK, CT. Hayd. COTp., Bpau-peHTreHomor ®IAY
«HMMUL] 3n0poBbs aereit» Munsnpasa Poccun; Cagocmuvanos Kupunn
BukTopoBuY, KOKTOp OMOJI. HayK, pyKOBOAWTENs Meanuko-reHeTHde-
CKOTO IIeHTpa 1 J1a0. MeaniHcKoi reHomukn OIAY «HMMUL] 3n0poBbst
nereity Munszapasa Poccun.
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