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HekoMnakTHbI MMOKapA, Yy NauMeHTOB C reMoXpomMaTo3oM: peHOMEH unm kKapguonaTusa?
Ponb MarHMTHO-pe30HaHCHO TOMOorpadum n MONEKYNSAPHO-reHeTU4eCKNX MEeToOA0B UccnenoBaHui

B ANarHocTuke
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B naHHOI cTaTbe NpeAcTaBneHsl pesynbtaThbl 3apybexHbIX UCCNeA0BaHNA, NOCBS-
LLeHHbIX npobneme BbICOKOW PAcMpOCTPAHEHHOCTU HEKOMMAKTHOro Muokapaa
nesoro xenygodka (HMJDK) y naumeHToB ¢ BTOPUYHBIM remoxpomatosom (Br).
A TaKxe KAMHMYeckue cnyvam naumeHTos ¢ B v HMJDX n cpasHUTENbHbIN aHanna
[laHHbIX BU3Yanun3vpylowmx UCCNef0BaHUI AaHHbIX NALMEHTOB, C MOANPULMPO-
BaHHbIMY COBPEMeHHbIMU KpuTepusimn HMJTK 1 pesdynstatamm MOnekynsipHo-
reHetTuyeckoro mccneposanus (MIM). Y nauventoB ¢ Bl ceppua otmevaertcs
pemopenvpoBaHne Muokapga no tuny HMJIX, reHe3 koToporo ¢ 60/bLUOoi aonen
BEPOSITHOCTV HOCUT BTOPWYHbINA xapakTep. C Lenbio NOATBEPXAEHUS AAHHON rvno-
Te3bl He0OXOAMMO MPOBEAEHNE NPOCNEKTUBHOTO HaGIOAEHMS, B T.4. BKJOYAIO-
LLLEro CEMEMNHbIN CKPUHUHT 1 MTUL

KnioyeBble ciioBa: reMoxpomMaTos, HEKOMMAKTHbIN MUOKapA, PEMOAENNPOBAHME,
aHemus, kapAMoMuonaTys, CepAeyHas HeA0CTaTO4HOCTb, MarHUTHO-Pe30HaHCHas
Tomorpadus.
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The non-compacted myocardium in patients with hemochromatosis: a phenomenon or cardiopathy?
The role of magnetic resonance imaging and molecular genetics in diagnosis

Mershina E. A.", Kulikova O. V.2, Myasnikov R. P.2, Lukina E.A.3, Meshkov A. N.? Kiseleva A.V.?, Pilyus P.S.', Koretsky S.N.2, Kharlap M.S.?,
Ponomarev R.V.3, Tsvetaeva N. V.3, Nikulina O.F.%, Boytsov S.A.4, Sinitsyn V.E.", Drapkina 0. M.2

This article presents the results of studies on high prevalence of left ventricular non-
compaction (LVNC) in patients with secondary hemochromatosis (SH). We also
included case reports of patients with SH and LVNC and compared imaging data
using modified modern criteria for LVNC and molecular genetic testing (MGT).
In patients with cardiac hemochromatosis, left ventricular noncompaction is noted,
the nature of which is most likely secondary. In order to confirm this hypothesis, a pro-
spective observational study, including family screening and MGT, is required.

Key words: hemochromatosis, non-compacted myocardium, remodeling, anemia,
cardiomyopathy, heart failure, magnetic resonance imaging.

Relationships and Activities: not.

'Research and Education Center of Lomonosov Moscow State University, Moscow;
*National Medical Research Center for Therapy and Preventive Medicine, Moscow;

54



METOAbI NCCNTEAOBAHUA

*National Hematology Research Center, Moscow; *National Medical Research Cen-
ter of Cardiology, Moscow, Russia.

Mershina E.A. ORCID: 0000-0002-1266-4926, Kulikova O.V. ORCID: 0000-0002-
3138-054X, Myasnikov R.P.* ORCID: 0000-0002-9024-5364, Lukina E.A. ORCID:
0000-0002-8774-850X, Meshkov A.N. ORCID: 0000-0001-5989-6233, Kisele-
va A.V. ORCID: 0000-0003-4765-8021, Pilyus P.S. ORCID: 0000-0001-7802-2734,
Koretsky S.N. ORCID: 0000-0001-6009-5775, Kharlap M.S. ORCID: 0000-0002-
6855-4857, Ponomarev R.V. ORCID: 0000-0002-1218-0796, Tsvetaeva N.V. ORCID:
0000-0002-0977-215X, Nikulina O.F. ORCID: 0000-0001-8123-7648, Boytsov S.A.
ORCID: 0000-0001-6998-8406, Sinitsyn V. E. ORCID: 0000-0002-5649-2193, Drap-
kina O.M. ORCID: 0000-0002-4453-8430.

HexommakTHass KapmIMOMUOIIATHSI — 3TO TeHETHYe-
CKH JeTepMUHHPOBAHHOE 3a00JIcBaHME CepIlia, Xapak-
Tepusylomeecss HaJINIMEM IBYXCIOMHOM CTPYKTYPBI
MMoOKapa, BEIpaKeHHBIM HEKOMITAKTHBIM CJIOEM C MHO-
JKECTBOM TPaOEKyJ M MEXKTPaOEKYIISIPHBIMU IIPOCTPAHCT-
BaMH, BBICTIIIAIONIAM TIOJIOCTH JIEBOTO Xenymouka (JIK).
Cy1ecTByeT IBa B3DISIAA Ha pa3BUTHE HEKOMITAKTHOTO
mmokapaa (HM). Hambonee pacmpocTpaHeHHas TEO-
pusT — 5TO HapyIIeHWEe YIDIOTHEHUsI MHOKapaa B IIPO-
necce smopuorenesa [1, 2].

CTOpOHHMKM aJIFTCPHATUBHOIO MHCHUSI CBSI3BIBAIOT
BO3HMKHOBCHME 3a00JICBaHUS C BTOPUYHBIMHU IIPHUH-
HaMH{, BO3HMKAIOIINMU B IIpollecce XW3HU. B HayuHOI
JINTEepaType OIMMCAHO Pa3BUTHE IMOBEHIIICHHON TpabeKy-
JsipHOCcTA MUoKapaa JIZK, ynoBieTBopsitolleii COBpeMeH-
HBIM 3xokapauorpadmdeckuM (BxoKI) kpurepusm
HMJIX B oTBeT Ha MOBBIIIEHNE TIOCTHATPY3KU: Y 310PO-
BBIX XEHIIIMH B 3 TpuMecTpe OepeMeHHOCTH, Y IIpodec-
CHOHAJIBHBIX CIIOPTCMEHOB C ITOBBIIICHHOW a3pOOHOM
HaTrpy3Koii, y MallMEHTOB ¢ aHeEMUsMH [3-5].

C pacrymieit 1OCTyITHOCTBIO BU3YATU3UPYIOIINX Me-
TOIOB IMArHOCTUKM Mpobiema runepauarHoctunku HMJITK
craja emie 0ojiee aKTyaJIbHOM, 9TO OTpaXXaeTcs B KOJH-
YecTBe IMyOIMKALNiA, ITOCBSIICHHBIX TAaHHOMY BOIIPOCY.
[Ipm 3TOM YeTKO MPOCICKUBACTCS TCHICHIMS K ITOCTe-
MeHHOMY yxkecToueHuto kputeprueB HMJLK.

B Hacrosimee Bpemst auarHo3 HMJIK moxeT ObITh
ycTaHoBJIcH Ha ocHoBaHuu DxoKI' Kputepmes, mIpemio-
KEHHBIX pa3IMIHBIMKA aBTOpaMu: Kputepum Stollberger,
Chin, Jenni [6, 7], omHaKO “30J0TBIM” CTAaHIAPTOM SIBJISI-
eTCcsI MaTHUTHO-pe3oHaHcHas Tomorpadust (MPT) cepn-
na. s mocranoBku mguarHoza HMJIK B mpakTtuke
IIAPOKO MCIIONB3yIoTcsT Kputepum Petersen SE, et al.
(COOTHOIIICHNE TOJIINHBI HEKOMIIAKTHOTO CJIOSI K TOJI-
IIHE KOMITAKTHOTO >2,3) [8], OmMHAKO 3TOT KPUTEPHid
He 00J1agacT BEICOKMMH 3HAYCHUSIMU 9yBCTBUTCIIBHOCTHU
1 CHEHIN(UIHOCTH, YTO MOXET IIPUBOIUTH K JIOKHOIIO-
JIOXKUTEIIBHBIM pe3yibrataM. boilee BBICOKME 3HAYCHUS
YYBCTBUTEIBLHOCTA U crienuduynoctu, 91,6% u 86,5%,
COOTBETCTBEHHO, MMeeT MeTon Jacquier A, et al. (2010)
[9]. ABTopBI mpemIaraloT BEIYUCISITH COOTHOIICHUE
Macchl HEKOMITAKTHOTO CJIOST K OOIIeif Macce MUOKapa.
OmHako B MX MOAXOIE €CTh CBOM HEMOCTATKU: B pacueT-
HYI0O Maccy TpabeKyasapHOro MHUOKapaa MOXET OBITh
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BKJTIOUCHA 3HAYUTEIbHAsI 9acTh mojioctu JIZK, 9To B CBOIO
oyepenb MOXET MPUBOIMTL K TepeolieHKe mMacchl HM.
B 2012r Grothoff M, et al. mpemIOXMIN NCIIOIH30BAThH
Oosiee crnieuM(PUUHbIE KPUTEPUU MJISI MTOCTAHOBKM Aua-
rHoza HMJLK. IIpouenTtHoe cooTHoleHue maccesl HM
K oOmeil mMacce mMuokapma >25%; WMHIeKCMpOBaHHas
macca HM k nmoBepxHocTu tena >15 F/Mz; COOTHOIIICHUE
HEKOMITIAKTHOTO CJIOS K KOMITAKTHOMY >3:1 B OOHOM
u3 cerMeHToB (1-3, 7-16), ucKiIouas BEpXyIlIeYHbIi cer-
MeHT (17), COOTHOIIEHNEe HEKOMITAKTHOTO CJIOST K KOM-
MMaKTHOMY B cermeHTax 4-6 >2:1 [10]. Ho gaxe npu ynos-
JIETBOPEHUU TaKUM cIieuupuYHbIM Kputepusm MPT
CyILIECTBYET MpOOJieMa TUIEPAUArHOCTAKNA TAHHOTO 3a-
OoJsieBaHMSI.

Ileperpy3ka Xeae30M WIM TeMOXPOMATO3 — COCTOSI-
HUE, XapaKTepu3yloleecs M30BITOYHBIM HaKOIUICHUEM
KeJie3a B opraHax u TkaHsx [11]. B 3aBucumoctu ot rmaTto-
TEHETUYECKOTO MEXaHM3Ma, BEI3BIBAIOIIETO ITEPErpy3Ky
JKEJIe30M, BBIIEISIOT IIEPBUYHBIC I BTOPUYHBIC TEMOXPO-
Mato3bl (BI'). B ocHOBe IepBUYHOI TIeperpy3Ku Xeje-
30M (HACJIEACTBEHHOTO TeMOXpOMATO3a) JieXKaT MyTalliy
T€HOB, KOOWPYIOIIMX OENIKU-pEeTyIsITOpbl TOMeocTasa
Kenesa. [laToreHHOe neiicTBUMe JaHHBIX MyTalldil peaan-
3yeTcsl MPEMMYILIECTBEHHO 3a CUET CHUXKEHMSI BKCIpec-
cunu renicuavHa [12]. BoBiieuenue cepaiia Ipu repBUY-
HOM TE€MOXpOMATO3¢ He SBJISICTCS PEOKOCThIO M MOXET
TIPOSIBIIATHCS PA3BUTHEM KapIMOMUOIIATUH (KaK dujIaTa-
IIMOHHOM, TaK M PECTPUKTUBHOI) /WM apUTMUIA.

CucremHasi BTOpMYHAs Meperpys3ka Xele30M BO3HU-
KaeT TPEeUMYIIECTBEHHO BCIEICTBUE MHOTOKPATHBIX
TpaHchy3Uil 3PUTPOLUTHOIN B3BECH W/WIN HAJTWUMS
HeahGEeKTUBHOTO SPUTPOII033a, XapaKTePHOTO IJIS psIa
HaCJICACTBEHHBIX TeMOJIMTUICCKIX aHeMMUit (OeTa-Tanac-
ceMusl, CepIIOBUIHO-KIECTOUHASI aHeMUsI, MUKpocdepo-
nuTapHas aHemus W ap.) [13], a Takke UIST MUCIIOIM-
CIUTACTMYECKOTO CHHAPOMA.

Jns moaTBepXKAeHUs Teperpy3ku Xejae3oM MHoKapaa
ucnonb3dyioT MPT cepauia ¢ Ucroib3oBaHUEM METOIUKU
T2*-penakcoMmerpunt. JJaHHBIIT METOO OCHOBAH Ha pEru-
CTpallMyi CHYKEHUSI MHTEHCMBHOCTH CUTHAJIa OT y4dacTka
TKaHM, HACHIIICHHOTO MOHAMM TPEXBAJICHTHOTO KeJie3a.
15T OLIEHKM COmepsKaHMS Kelle3a B CepIlle MCIONB3YIOT
pacder mapameTpa BpeMeHHM pentakcarun 12*. IIpuMeHe-
HU€ MaHHOW METOOUKM HAeT BO3MOXHOCTb KOJUYECT-
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BEHHO OLICHUTB ITEPETPY3KY cepana Xeme3oM [ 14, 15]. Ipu
5TOM B HcciienoBanuu Pepe A, et al. ObUIO TOKa3aHO, YTO
pu BpeMeHU pesnakcaunu T2* >20 Mc manyeHTh UMEIOT
HU3KWAIN PUCK Pa3BUTHUS CEPAEYHOU HEIOCTATOYHOCTHU,
npu BpeMeHu penakcaumy 10-20 Mc, pUCK olleHUBaJICd
KaK IIPOMEXYTOUHBIH, a y MAIIMEHTOB CO BpeMEHEM peJlak-
camn T2* <10 MC pUCK pa3BUTHS 3aCTOMHOI cepleuHoit
HEeIOCTaTOYHOCTH OBUT BEICOKMIA 1 OHU HYXKIAJINCH B XeJla-
TOpHOI Teparmu [16]. B mpocrekTHBHOM HMCCIIENOBaHNN
662 0OJIBHBIX C TajlacCEMUEl B TeueHue 1 roma cepaedHast
HEIOCTATOYHOCTh pa3Buiach y 47% mHaleHTOB C BpeMe-
HeM penakcaumu T2* <6 mc, y 21% manmneHToB ¢ BpeMe-
HeM penakcaimu T2* or 6 go 10 mc 1 y 0,2% naimeHTOB
¢ BpeMeHeM penakcamm 1T2* >10 mc [17].

Piga A, et al. omHIMHM 13 IEPBBIX IIPOBEIIN UCCIICAOBA-
Hue [18], TocBgIIeHHOE BOIpPOCAaM PEMONCTMPOBAHUS
MMoOKapa y IMalieHTOB ¢ OeTa-TajacceMUeit 1 meperpys-
Koii Xenre3oM, ByacTHocT HMJIK. ¥V 18 n3 135 maumeH-
TOB ¢ OeTa-TajlacceMuel P IIPOBEICHUN OLICHKU CTe-
MEeHU HaKOoIUIeHMs1 kene3a mo gaHHbiM MPT cepnna
ObLTM BhISIBIEHBI TIpu3Haku HMJIK. ABTopsl oOpaTuimn
BHUMaHME Ha 00Jjiee BBICOKYIO CTEIICHBb PACIIPOCTPaHCH-
Hoctu HMJLIK B uccnemyemoii rpyIie o CpaBHEHUIO
¢ obmeit mrorryssiueit. [lpu 3ToM, ¢ TIeIBbI0 YMEHBIIICHMST
runepauarHoctTuky HMJIZK ObIM MCXOMHO yXKECTOYCHBI
cranmaptaeie MPT-kputepun Petersen: cooTHolleHue
HEKOMIIAaKTHOTO CJI0ST K KOMIAaKTHOMY — 2,5 BMecTO 2,3;
KpOME TOTO, B BEpXYIICUYHBIX CETMEHTaX HEKOMIIaKT-
HOCTb HE OIICHMBAJIACh.

OmHako IOoJIyJYeHHBIC B MCCIICIOBAHNY JaHHBIC HE T10-
3BOJIMUIA OMHO3HAYHO OIIPEIC/INTh TeHE3 ITOBBIIICHHOM
TpabeKyISIPHOCTH y IMAIlMEHTOB C OeTa-TajlacCeMUeH:
W3 OIMCAHUS METONOB MCCIICMOBAHMUS He TIOHSITHO, KaKOe
KOJIMYECTBO CETMEHTOB MMOKAapAa COOTBETCTBOBAJIN
BeIOpaHHOMY Kputepruto HMJLK (cooTtHOmeHUMe >2,5),
Tak>ke He ObLJI IIPOBEIeH ceMeiHbI ¢ olieHKoit HM y pon-
CTBeHHUKOB. OTCYTCTBHE IPOBEICHHOTO MOJICKYISIPHO-
reHeTrIeckoro mcciaenoBanus (MI'M) B pabote He 1TO3BO-
JISIET CEePhe3HO TOBOPUTH 00 WMCKIIOYCHUM IICPBUIHOTO
TeHe3a TUIICPTPAOCKYIIPHOCTH. ABTOPHI IIPEIITIONIAraoT,
yTO0 HEe3(OEKTUBHEIN 3PUTPONO33 U XPOHUIECKAST aHe-
MMUSI/TEMOJIN3 BBI3BIBAIOT Pa3BUTHE OKUCIUTEIBHOTO
¥ BOCHIAJIMTEIILHOTO CTPecca, 9YTO B CBOIO OUYepelb IIPUBO-
IAT K PEMOICIMPOBAHNIO MHOKApIa M TpaHChOpMaIlun
W3 KOMITAKTHOM MYCKYJIATyphI B TyOUYaThIii MUOKapH, T.H.
npuobpereHHblii Bappant HMJLK. B To e BpeMsI TogaB-
Jsrotee 60MbIMHCTBO TrarmeHToB (118 u3 135) He umeno
IIPU3HAKOB HEKOMIIAKTHOCTH, HECMOTPSI Ha ONMHAKOBBIC
ITOKA3aTeIN CTCIICHN HAKOIUICHUs Kejie3a B MHOKapIe.
B 1enom uts monTBepXXAEHUS OAHHOW TEOpHMU HEOOXO-
ITAMO TIPOBEIEHIE TIPOCIIEKTUBHOTO ITUTETEHOTO HAOITIO-
IIEHNST C OLICHKOM MCXOTHBIX MHICKCUPOBAHHEBIX TTOKAa3a-
Teneil Muokapra. M3 KIMHNYEeCKUX IToKa3aTelIeil BakHO
OTMETHUTh OTCYTCTBUE SIBJICHUM CEPACUHOM HETOCTaTOYHO-
CTU, TPOMOO3MOOIMYECKIX COOBITUI 1 APYTUX CEPACIYHO-
COCYIHCTHIX OCIIOXHEHHWM, XapaKTePHBIX IIJISI HEKOMITAKT-

HO¥ KapmuommonaTuu. [aHHEBIN (haKT BITOJTHE MOXKET
TOBOPUTH O BO3MOXKHOM ruriepnrarHoctrnke HMJLK y man-
HBIX MMallUEHTOB.

B uccnienoBannu Chiodi E, et al. 661 mpoBeneH cpaB-
HUTENbHBbIN aHanu3 gaHHbiX MPT nmauueHTOB C Gera-
tamacceMueir 1 HM ¢ pesyiabTraTaMy BU3yaIM3allun
nauueHToB ¢ HMJIK [19]. OcHoBHOI1 3agayeii ncciemno-
BaHUs OBIJIO BBISIBJICHHEC HAMOOJiee JIYBCTBHUTEIBHOTO
u crneuuduuHOro Kpurepusi auarHoctuku HMIIK
W3 WMEIOIINXCS COBPEMEHHBIX KPHTEPHEB, IIPH 3TOM
aBTOPHI JaXKe He CTAaBWJIM BOIIPOC O TeHe3e TPabeKyJIsIp-
HOCTH IIPU TeMOXPOMaTO3€, KOCBEHHO ITOATBEPXKIasl €ro
BTOPUYHBIN XapaKTep.

B pamkax wmccimemoBaHUsS H3ydajaach UyBCTBUTEIIb-
HOCTB ¥ CIIEIU(UIHOCTD CICAYIOIINX KPUTCPHUEB: MOIM -
¢dunupoBanHbIll Kputepuii Petersen (cooTHoIIeHMe
HEKOMITAaKTHBINM/ KOMITAKTHBIN CJIOM B IHMACTONy >2,5
BMecTo 2,3), kputepuit Jacquier (mporeHT Maccer HMJLK
oT obmeir Maccel Muokapaa >20%) u kpurepuit Grothoff
(mmporrerT Maccet HMJIK ot obmieit Maccel MmokKapia
>25%). 1o pesyabrataM aHajiu3a CIeHUOUUYHOCTh KPH-
tepust Petersen Gbuia camoii Hu3koit (58%), a kputepust
Grothoff — camoii Beicokoii (93%). I1pu 3TOM KpuTepuii
maccel HMJIXK >20% nokasan uyBcTBUTENHHOCTH 100%
u crneuuduuHocth 87%. K orpaHmyeHussM ucciienoBa-
HUSI aBTOPBI OTHOCSIT CPABHUTEIIFHO HEOOJIBIIIYIO TPYIIITY
Kak manureHToB ¢ tajaccemueit (38), tak 1 HMJIXK (10).
OTCcyTCTBHE MOJICKYISIPHO-TEHETUHIECKIX METOIOB B HC-
CJICIOBAaHWUM TAKKe 3HAUYMTEIBHO OTPAHUYIMBACT PE3YIlhb-
TaTel paboThl. HecMOTpss Ha OTHOCUTEIIBHOCTD TTOTYICH-
HBIX JAaHHBIX, C 1EAbI0 muddepeHINaTbHON TUArHo-
ctuku HMIJIXK aBTOpBH peKOMeHIyIOT MCIOJbh30BaTh
kputepuii Grothoff (macca HMJIXK >25%).

PesynbTaTbl BU3yanusmpyrowmx MeTogmk

[IpencraBiageM MOOPOOHBIN aHAIU3 KIMHUYECKUX
IaHHBIX, pPE3YJBTaTOB BU3YAIU3HPYIOIIUX METONVK,
a Taxcke nanubelx MI'M manmenTos ¢c HMJIK n BT

HccaemoBanne OBLIO BBIIIOJIHEHO B COOTBETCTBUH
CO CTaHmApTaMM HaIeXallel KIMHUYCCKON MPaKTUKU
(Good Clinical Practice) m mpuHIUmamMu XeIbCHUHCKOM
Hexunapauuu. Ilporokon wuccienoBaHus ObLT 0m0o0OpeH
STUIECKIMH KOMUTETAMM BCEX YIACTBYIOIINX KIMHUYC-
CKUX LIeHTPOB. [0 BKIIIOUCHUS B WMCCIIENOBAaHUE Y BCEX
YYaCTHUKOB OBIJIO MOJIyYeHO MUCEMEHHOE WH(POPMHUPO-
BaHHOE COTJIACHE.

Bce GonbHBIE MMENM BTOPUYHYIO ITEPErpy3Ky XKeje-
30M BCIICACTBUEC HACICACTBEHHBIX (IM33PUTPOIIOITHIC-
CKasg aHeMHSI, OeTa-TajJacCceMMsI) WU TIPUOOPETEHHBIX
(MHUeTTOOUCIUTACTUICCKUM CMHIPOM) 3a00JICBaHUI CHC-
TeMBbl KpoBH. [IOMMMO caMmMX ITaIIMEHTOB OBLIM TaKXKe
00CIeI0BaHBl UX POICTBEHHUKHM C IIEIBI0 MCKITIOUCHMS
YWUIM TIOATBEPXKICHUST HACIICACTBEHHOTO XapakKTepa Kap-
TUOMMOIIATUH. JIJISI ICKITFOUCHUS TIEpBUIHOTO XapaKTepa
KapIMOMHUOIIATUM BCeM IIpOOaHIaM OBLIO BBHIITOJTHECHO
MI' Ha HannMuue NaTOreHHBIX BAPMAHTOB B TeHaX, CBSI-
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1 2

7

(Y
n @Jh

76 ner, He 00CIIENOBAHbBI

70 net, He 0OCIEIOBAHBI

76 ner, He 0OCIIeIOBaHbBI

11-1 53 ropa, 3m0poBa

1I-2

54 ropa, HacJaeACTBeHHasl OU33pUTpoIodTHyeckas aHemus, HMJIK

11-3 40 ner, He oOcIeqOBaHA

11-4

44 rona, HacleNCTBEHHas nuU33puTponosTudyeckas anemusi, HMJIK, BT, cepaeuHast HEoCTaTOYHOCTh

11-5 42 ron, He obcenoBaHa

III-1

ITpo6ann 33 roga, HacleACTBEHHAs QU33pUTponoaTudeckas anemusi, HMJIK, BT’

111-2 12 net, HacIeACTBeHHAs! AM33PUTPOIIOATUYECKAsT aHEMUS

I11-3 24 rox, 310pOB

I11-4 21 rox, 3mopoBa

Puc. 1. PogocnosHas. Cembs 1.

3aHHBIX C MOHOT€HHBIMU (hOpMaMM KapAMOMUOIIATHIA.
HccnenmoBadre BHITIOIHSUIOCH METOIOM TapreTHOTO CEK-
BeHupoBanus Ha mpudbope Ion S5 (Thermo Fisher
Scientific, CIIIA), ¢ mmoMompo IaHean Ha 137 TeHOB,
boJee TonpoOHO MeToauKa omnrcaHa paHee [20]. OneHka
IMAaTOTeHHOCTU BapMAHTOB IIPOBOIMIIACH B COOTBETCTBUU
¢ pekomeHmaumsimu ACMG/AMP2015 [21].

Cembs 1 (puc. 1)

IMammenTtka (I1I-1) 33 roma, mMarHO3: HACICOCTBEH-
Has Tu33puTporiosTudeckast anemus. BI'. le0oT KinHU-
YeCKUX MPOSIBIIEHUI aHeEMUU — B Bo3pacrte 6 jetT. B Teue-
HHE TTOCISOYIOIIIX 15 JIeT MpoBOIUIach 3aMeCTUTEIbHAS
TeMOKOMITOHEHTHAsI Tepamus IperapaTtaMiu TOHOPCKUX
sputpouutoB. B 201lr — rocnuramm3auus 8 HMMUAI]
TeMaTOJIOTUH, TI0 pe3yJabTaTaM OOCJICIOBAHUSI YCTAaHOB-
JICH OWarHo3 HAcCJIeACTBEHHON IM33PUTPOIOITHICCKOMN
a"nemun. [1pu oocrenoBannu B 2015T BeISIBJIeHa KapTHHA
rmeperpy3Kku xejae3oM (dheppuruH 1200 HT/MI), TIOOTBEP-
XKneHHas pesynpraTaMmu MPT meuenm B pexkume T2%*.
3navuenue T2* meuyeHn coctaBuio 1,3 mMcek (IIp1 HOpMe
>11,4 MceK), 94TO COOTBETCTBYET CONECPXKAHUIO Xejle3a
B cyxoM octaTtke nedeHu (LIC) 21,7 mr/t, T.e. TSKeIoi
cTeleHu meperpy3ku nedeHn (puc. 2 A, b). Ileperpyska

JKeJIe30M HOCHJIa BTOPUYHBIN XapaKTep U SIBISLIACh CIIe-
CTBMEM KaK MHOTOKPATHBIX TpaHCHY3UU TOHOPCKUX
sputponuToB (~50 TpaHChy3Mil B TeUeHNE XKN3HU), TaK
n HeabdekTnBHOrO 3puTponossa. C 2016r mauneHTKa
TOJTy4YaeT MOCTOSTHHYIO XeIaTOPHYIO Teparnuio aedepasu-
pokcoMm B mo3e 20-25 Mr/kr maccel Tema. [1o maHHEBIM
OxoKI: pazmMepsl KaMep cepaia He yBeTMIeHbI, KOHEUHO-
mractoamdeckuii oobeM (K O) He yBenmueH, hpaKIus
BeIGpoca JIXK (B JIXK) — 59%. BeipakeHHas Tpabeky-
JspHocTh JIZK B 0o6iacTy Bepxyllkud, OOKOBOM CTEHKU
(xpurepuii Stollberger) (ta6m. 1). [To narueiM MPT cepr-
ma (puc. 2 B-J1) Takke oTMe4aaach ITOBBIIICHHAS Tpade-
KYJISIPHOCTb, YHOBJICTBOpPSIIOIIAs KputepusiM Petersen,
omHoMmy Kputepuio Grothoff. Ompenmensiiack nerkast
meperpy3ka MHOKapma Xejie3oM: 3HadeHHe 12* cocta-
Buino 13,3 mcex (rmpm HopMme >20 McCeK), 9TO COOTBET-
CTBYET COINEPXKAHUIO Xejle3a B CyXOM OCTaTKe MUOKapa
(MIC) 1,92 mr/r, T.. yMEPEHHOI CTETICHM IIePETPY3KU
muokapna. I[Ipy KOHTpOIBHOM OOCIEIOBAHUN B aBIYCTE
20191 y manmeHTKN coXpaHsuIach TpaHC(HY3MOHHO-3aBH-
cuMasl TeMOJIMTUYecKas aHeMMsI, acCOIMMpPOBaHHAS
¢ BI. CremreHB Ieperpy3Ku Xene30M IIeYeHN 1 MIOKapaa
Ha (poHe XeITaTOPHOM Tepalry, HO C yI4EeTOM IaToreHe3a
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Puc. 2. A) MPT neyeHun naupyentkn 1-1, T1-B3BeLLEHHbIE M306paxeHus. lenatomeranus, BbipaXeHHOe CHUXEHWNE MHTEHCUBHOCTU CUrHaa OT NapeHXMMbl NeYeHu (Bcnea-
CTBME Neperpysku xene3om). CnneHomeranvs. OTCYTCTBYIOT MPU3HAKM NEPErpy3Ky XeNe30M NoAXeNyA04YHON Xenesbl, CeneseHku, Kocteii ckeneta; B) anuHHas ocb JIXK,
4-kamepHas npoekuus; B) annHHas ocb JIXK, 2-x kamepHas npoekums; I') kopotkas ock; B-I') MPT-cepaua nauventkmn 1-1 B kMHO-pexvime. HopmanbHble pasmepsl kamep
cepaua, rmnepTpodun Mmokapaa HeT, noBbllLeHHas TpabekynsipHOCTb Muokapaa JIK (TonLwmHa HEKOMNAKTHOrO CNost ykadaHa CTPenkamu), JOMONHATENbHbIE XOPAbl
B nonoctv JK (NyHKTUPHbIE CTPENKK).
Mpumeuanue: 0603Ha4eHNs Ha puc. B: | — neueHb, s — ceneseHka, p — NOAXeNyA04Has Xenesa, v — No3BOHOK.

3a00JIeBaHMST 1 HEBO3MOXKXHOCTH OTKa3a OT TpaHCPy3H-
OHHOI Tepanuu — 0e3 u3meHeHuii. [IposiBieHuit cep-
JMIEIHOM HEMOCTATOYHOCTH BEISIBJICHO HE OBLIO.

ITo nannbiM MT'U maToreHHbIX U BEPOSITHO MATOTeH-
HBIX BapMaHTOB HYKJICOTHIHOM IIOCICIOBATECIbHOCTU
BBISIBJICHO He OBLI0. BBUIH BBISIBJICHBI IBa MUCCEHC Bapy-
aHTa HEOIIpeNeJIeHHOTO 3HaueHus, oouH B reHe 1T7TN
rs199640194 u omuH B reHe NKX2-5 rs766199339.

IMaument 11-4 (puc. 1) 44 roma (msimst MaMEHTKA 1).
JwmarHo3: HacJIeOCTBeHHAS TU33PUTPOIIOITHIECKAS aHe-
mug. BI. YMepennas aHemus BEHIIBIIeHa B Bo3pacrte 24
ner. B mexabpe 2015T monTBepKIeH AMAarHO3 Hacem-
CTBEHHO MTU33pUTPOIIO3THIeCKOM aHeMnu, BI' (heppu-
e 1100 HT/MI, TsSDKeas CTEIeHb Ieperpy3KH KeIe30M
nmeyeHU 1 o maHHeIM MPT neuenu (puc. 3 A, B) Bpemst
penakcaunm T2* meyeHn coctaBmwio 1,5 MceK (HOpMa
>11,4 MceK), 94TO COOTBETCTBYET CONCPXKAHUIO XKeje3a
B CYyXOM OCTaTKe TKaHM IieueHH 18,2 mr/T. Onpenesiich

Ta6bnuuya 1
MapameTpbl AxoKM-uccneposaHus
Ne Kputepun Koo TMXN (0]
Stollberger Jenni Chin

11 + - - 93 038 59%
-2+ - - 195 1,2 51%
-3+ - - 151 11 53%
2-1 + + + 180 0,8 40%
22 - - - 92 11 59%
2-3 - - - 105 1 67%
31+ + + 146 0,9 49%
3-2 - - - 160 1 58%

KJIMHUYECKUE TTPU3HAKY XPOHUUYECKOM cepleyHoi Hemo-
CTaTOYHOCTH: OTEKW HIKHUX KOHEYHOCTEM, MUIaTaliust
BCEX KaMep cepala CO CHUXEHUEM CHCTOJMYECKOM
dyakmmm (OB JIXK 40% mo Simpson), auactoimdeckast
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Puc. 3. A, B) MPT neyenu naupeHTa 1-2, T1-B3BeLLEHHbIE N306paxeHuns. fenaToMeranvs, BbIPaXeHHOE CHIKEHWE MHTEHCUBHOCTM CUrHana OT NapeHX1MbI NeYeHn (Benea-
CTBUE Neperpyskm xene3om). CnneHomeranus. CHMXEHNE MHTEHCUBHOCTM CUrHaNa OT NapEHXMMbl NOLXENYA04HON Xenesbl, 0T XMPOBOro KOCTHOrO MO3ra Tef NO3BOHKOB
1 KOCTel Tasa (npu3Haku neperpysku xenesom); B-) MPT-cepaua naumenta 1-2 B KMHO-pexvime. YmMepeHHasa gunataums nonoctn JOK (KOP — 65 mm), runeptpodum
MWOKapaa HeT, NOBbILLIEHHas TPabeKyNpHOCTb MUoKapaa BOKOBO CTEHKM 1 B 06nacTu BepxyLuku JDK (TONLLMHA HEKOMNAKTHOrO CNOS ykadaHa CTpenkamu), ruaponepu-
kapa, (06o3HaueH *); B) pnuHHas ocb JIK, 4-kamepHas npoekums; ) anvHHas ocb JIK, 2-kamepHas npoekuysi; 1) kopoTkast OCb.

MpumeuaHue: 0603Ha4eHNs Ha puc. B: | — neueHb, S — ceneseHka, p — NOAXeNyA04Has Xenesa, v — No3BOHOK.

mucyHKIMS | TUIa, MOBBIIICHNE TaBICHUS B JISTOYHOMN
aptepuu (35 MM pr1.cT.), mpu3Haku HM B o6mactn 60K0-
BOIi CTeHKMU M Bepxywku (tadna. 1). ITo nanHeiMm MPT
cepnma (puc. 3 B-J1) Obly1a BBISIBJICHA CPEIHSIST/TSoKeIasT
CTelleHb HaKOIUICHUS XKejie3a MHoKapna. BpeMs pemak-
cannm T2* muoxapna cocraBmwio 10,5 mcex, Hopma >20
MC), YTO COOTBETCTBYET COHCPKAHHUIO XKejie3a B CYXOM
ocratke TKaHU =2,54 wmr/T. Takke oT™Medajcsa CUHIPOM
HEKOMIIaKTHOTO MUOKapma: Kputepuii Petersen, 2 Kpute-
pust Grothoff (ta6m. 2, 3). ®B JIXK — 65%. Hauara xena-
TOpHas Tepanms gedepasnpokcoM B o3¢ 20 MT/KT MacChI
Tesa, Tepanus 6eTa-0JI0KaTopaMH, TIeTIICBBIMA W KaJTHii-
cOeperamIMy TNypPeTUKAMMA.

IMamment I11-2 (puc. 1), otenr manueHTKH 1, 54 Tona,
IrarHocTupoBaHa Jerkas anemus (Hb 109 r/x). OxoKI™

KOHeuHo-nuacroauueckuii pasmep (KIP) 5,5 cm, Ton-
IIITHA MEXCKEIyI0UYKoBoi rreperoponku (TM2KIT) 1,1 cm,
®B JIX 53%, npusHaku HM B o06macTé BepXyIIKU,
6okoBoi1 cTeHku (Kputepuit Stollberger). MPT cepmiia
HE TIPOBOIMIOCH.

Cembs 2

IManuentka I1-2 (puc. 4) 61 rox, AMarHo3: MUEIOIM -
crutacTuaecKuii cmHapoM. PedpakrepHas anemus (5q-
cuanpom). BT. B Bospacre 49 net (20071) BriepBbI€ BBISIB-
JIeHa nOByXpocTKoBas muroneHus (Hb 71 r/m, neiik.
3 ThIC./MKII), B TeueHue 6 MecC. IPOBOAMIACH TepaIus
npemnapatamu xene3a. B 2008r 8 HMMUII remaTtonorum
YCTAHOBJICH IMArHo3 MUEIOONCINIACTUYECKOTO CHH-
Ipoma, BapuaHT — pedpakrepHas anemus. C 2008t mpo-
BOIWJINCH peTyIsIpHBIC TeMOTpaHCGhY3NU TOHOPCKUX

59



Poccuiickuii kapamonoruyeckuii xypHan 2020; 25 (4)

Tabnuua 2
MapameTpbl MPT cepaua
Ne KOO @B Grothoff Jacquier, % Petersen
Mnpexc maccol HM,  Hm/macce Hwm/k >3:1 B ogHOM Hm/k >2:1 8 4-6
r/M2 Muokapaa, % cermente 1-3, 7-16 cerMeHTax
1-111-1 81 70 10 13 - + 13 +
1-1lI-1guHamuka 82 72 14 16 - + 16 +
1-1ll-1anHammka 88 73 13 14 T 1 14 1
1-1I-4 142 65 23 17 - + 17 +
2-11-3 131 39 24 20 + + 20 +
3-1I-1 111 59 14 14 - + 14 +
3-1l-1gnHamuka 127 56 14 14 + + 14 +
Ta6nuua 3
Pesynetathl MPT cepaua no cermeHTam
Ne COOTHOLWEHME HM/K MO CerMeHTam
1 2 3 4 5 6 7 8 9 10 1 12 13 14 15 16 17
1-111-1 16 0,0 0,0 14 09 25 19 0,0 0,0 1,7 21 32 29 12 32 37 2,6

1-1ll-1anHamuka 2,0 0,0 0,0 29 0,7 2,2 0,6 0,0 0,0 18 17 2,2 0,0 17 1,6 2,1 0,0
1-11I-1guHammka 19 0,0 0,0 29 0,7 2,2 06 0,0 0,0 18 17 21 0,0 17 16 2,1 0,0

1-11-4 0,0 0,0 0,0 19 2,2 21 2,2 1,0 0,0 2,2 17 2,3 15 11 16 2,2 0,0
2-1I-3 34 0,0 0,0 53 1,2 2,0 2,6 35 0,0 15 2,2 28 18 14 14 08 2,4
3-1I-1 1,2 0,0 0,0 15 0,0 2,6 17 18 08 13 11 25 11 18 13 13 3,2

3-ll-1anHamunka 14 0,0 0,0 2,3 11 16 2,8 2,1 0,0 17 11 34 16 1,6 15 33 33

11
1 / 2 3 4
1
1 2

I-1 He usBectHO

I-2 He ussectHo

I-3 Ymep B 75 ner, UBC

1-4 80 siet, aprepuraibHas TMIIEPTEH3US

11-1 60 net, 310poB

11-2 TIpoGann 57 neT, MUcIoaUCIIacCTUYECKU it cuHIpoM, BT, kapauonatusi, cepeyHast HE10CTaTOUHOCTh

11-3 57 ner, noBbilLIeHHas TpabeKyasspHocThb JIZK

11-4 63 romna, 310poBa

II1-1 33 roaa, nosblllIeHHas TpadbekyasipHocTb JIK

111-2 30 net, He obOcIeIoBaH

Puc. 4. PogocnosHas. Cembs 2.
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Puc. 5. A, B) MPT neyeHu naupeHTku 2-1, T1-B3BeLLeHHbIE N306paxeHus. MenatoMeranusi, BbIPaXEHHOE CHUXEHWE WHTEHCUBHOCTU CUrHana OT MapeHXUMbl NeYeHn
(BCnepcTame neperpysku xene3om). CnneHomeranus. BoipaxeHHOE CHUXEHWE MHTEHCMBHOCTM CUTHaNa OT NapeHXMMbl CENe3eHKM, MOAXENYA0YHO XeNesbl, 0T XUpo-
BOr0 KOCTHOrO MO3ra TeJsl MO3BOHKOB W KOCTE Ta3a (NpuaHaku neperpyaku xenesom); B-A) MPT-cepaua nauneHTku 2-1 B KUHO-pexuMe. YMepeHHas aunataums NeBbIX
otaenos (KAP JIK — 65 mm, JINM — 48 mm), runeptpodun MrnokapAaa HeT, NoBbiLLeHHast TpabekynspHOCTb MUOKapaa nepeaHe60oKoBoi CTEHKM 1 B obnacTi BepxyLukm JDK
(TONLLMHA HEKOMMAKTHOIO CNOS YKa3aHa CTPeNkaMu), HU3KOUHTEHCHBHBIN MOTOK MUTPanbHOM peryprutaumm 2 cT. (0603HaueH *); B) onuHHas ock JIXK, 4-kamepHas npo-
ekums; T) anvHHas ocb JDK, 2-kamepHas npoekuysi; ) KopoTkas OCb.
MpumeuaHue: 0603HayeHns Ha puc. B: | — neyeHb, s — cenesexka, p — NOAXENYA0YHas XeNnesa, v — No3BOHOK.

spurpouutoB. B 2009 mo 2013rr mpoBemeHa Teparms
SPUTPOIIOSTUHOM M JICHATUIOMHUIOM C BPEMEHHBIM
3 (dEKTOM B BHIE YMCHBIICHUS aHEMUYECKOTO CHH-
npoMa. B 2013r BrrepBbIe BBISIBJICHBI JJAOOPAaTOPHEIE TIPH-
3HAKM TIEPETPy3KHU XKeJIe30M, HadaTa XeJlaTopHas Tepa-
st necpepasupokcoM B mo3e 20-25 MT/KT Macchl Teja.
B 2015t y 6051bHOM coxpaHsIach TPEXPOCTKOBAS IIUTOTIE-
HHUS C 3aBUCHUMOCTBIO OT TeMOTpaHCQy3Uii, OIpemens-
Jachk JmabopatopHast (pepputuH 820 HI/MII) M MHCTPY-
MeHTabHass (MPT B pexume T2* — TsKemas cTeIeHb
Teperpy3Ky TIeUYeHU, JIeTKasl CTeIleHb Ieperpy3Ku MHO-
Kaprma) KapTuHA MOCTTpaHC(hY3MOHHOTO TeMOXpOMAaTo3a.
KianHmYecK BRISIBIICHBI IPU3HAKK CEPOCYHON HEmOCTa-
TOYHOCTH: OTEKM HIDKHUX KOHCYHOCTEH, OIBIIIKA

B mokoe. [Ipy BBIMOJHEHWM 3XoKapauorpadum obpa-
11aja Ha ce0d BHUMAaHWe NWIAaTals BCeX KaMep cepaua
C YMEPEHHO BBIPAXEHHOW JIETOYHOM TUIEPTEH3UEN, B TO-
Jgoctu JIZK ompepensiiach TOBBILIEHHAs TpabeKyssip-
Hoctb, Kutepuu Chin, Jenni, Stollberger (Ta6:m. 1). ITo man-
HBIM CYTOYHOTO MOHUTOPHPOBAHMS 3JIEKTPOKAPINO-
rpaMMBl  3a(bMKCHUPOBAHBI IIPOOEKKN HEYCTONIMBOM
KenynoukoBoil Taxukapauu. Ilpu BbeimonHenun MPT
(puc. 5) muarsoctupoBadn HMJLK ¢ mmnaramueit moio-
ctu JIK m meperpy3koil MHOKapma 3KeJIe30M CpemHei
crernenu Tskect (T2* mmokapma =11,8 Mcex, 9To COOT-
BETCTBYeT KOHIICHTpALIMM 3Kejie3a B MuoKapme MIC =2,21
MT/T), TSDKenasi CTEIeHb Ieperpy3Kd Kelle30M ITapeH-
xuMbl TedeHn (T2* =1,0 Mcek, 9TO COOTBETCTBYET KOH-
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nl/‘ 2 3

1-1 41 ron, 3m0poB

1-2 39 set, He obOcenoBaHa

1I-1 TIpoGann 19 ner, 6era-ranaccemust, BI', HM JIXK, cepaeyHas HeI0CTaTOYHOCTh
11-2 15 niet, He 06CIEN0BAH

11-3 7 net, He obcienoBaH

Puc. 6. PogocnosHas. Cembs 3.

Puc. 7. A, B) MPT neyeHn naumeHTtkn 3-1, T1-B3BeLIEHHbIE M306paxeHns. enatoMeranus, BbIpaXEHHOE CHUXEHWE UHTEHCMBHOCTW CUrHana OT MapeHXMMbl NevyeHn
(BCnepcTeue neperpysku xenesom). CoCTosiHME NoCne CNAeHIKTOMUW. [prU3HAKOB Neperpys3ku xene3oM NOAXeNnyAOYHON Xenesbl, XWPOBOro KOCTHOrO Mo3ra Ten
NO3BOHKOB, KOCTeli Ta3a HeT; B-[) MPT-cepaua nauveHTkn 3-1 B kuHo-pexume. Hebonblas aunataumns nonoct JK (KAP JK — 54 mm, nHaekcrpoBanHbiidi KOO JDK —
111 MJ1/M2) CO CHMXeHMe ero cokpatumocTu (OB JIK — 41%), runeptpodum Mrokapaa HeT, “pacchinHoii” TUM CTPOEHMS NanUANAPHbIX MbILUL, (YKa3aHbl *), MUHUManbHbI
rupponepvikapg,; B) anvunas ock JTXK, 4-kamepHas npoekums; ) anvuHas ock JIX, 2-kamepHas npoekuys; [l) KopoTkas oCb.

Mpumeyanue: 0603HaveHns Ha puc. B: | — neyeHb, p — nopaxenyno4Has xenesa, v — no3BOHOK.
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meHTpaunu xene3a B meuenn LIC =28,8 mr/r). KimHn-
YyecKasl CUTyalus Obljla MHTEePIIPETUPOBaHa KaK Kapauo-
MMOIIATHSI CMEIIAaHHOTO TeHe3a: PEeCTPMKTUBHAS Kap-
nuomuornaTtust c HMJLK, xponnueckast cepneyHast Hemo-
craTodHOCTb 2b cramnu. [1ammeHTKe OblIa HadaTa Tepa-
nust 6era-0jjoKaTOpamMu, TETIEBBIMU U Kaluii-coepera-
OIMIMH TUYpEeTHKaMHU, IIPOTOJKEeHa XellaTopHasl Tepa-
nud. [lo manaeiM MI'U ObuIM BBISBIIEHBI IBAa MUCCEHC
BapuaHTa HEOIPEICICHHOTO 3HA4YCHMSI, ONMWH B TEHE
NEBL 15200534792 u onuH B reHe BAG3 rs727502900.

YuuThiBasl BBISIBICHHBIC M3MCHEHUS, POACTBCHHUKAM
MMALMEHTKA OBUTO PEKOMEHIOBAHO IIPOMTH OOCICIOBAHUE.

IMammenTtka II-3 (puc. 4), cecrpa-6musnen. DxoKI:
KIOP 4,8 cm, TM2KII 1,0 cm, @B JIXK 67%, BelpaxeHHas
TpabekynsipHocTh JIZK, 6e3 yueTkux kputepues HM. Boiio
BBISIBJICHO IIBAa MICCEHC BapWaHTa HEOIPEIeICHHOIO
3HadyeHUs1, onvH B reHe NEBL rs200534792 v onuH B TeHe
BAG3 rs727502900.

IMMamment I1I-1 (puc. 4), cera 33 roga. DxoKI KJIP
5,6 cm, TMXKII 1,1 cm, @B JIXK 56%. CuHAPOM HEKOM-
IMAKTHOTO MHOKapaa 6e3 YeTKMX THarHOCTHICCKUX KPH-
tepueB. Ilo nmanHbiIM MI'M ObLT BBISIBIEH MUCCEHC
BapMaHT HEOIpeHeJIeHHOTO 3HaueHUsS B reHe BAG3
rs727502900.

Cembs 3

IMaumentka II-1 (puc. 6) 24 roma, nuarHo3: Gera-
TajacceMmsI, IpoMexxyTodHast ¢hopma. COCTOSTHHAE MOCIIe
crnenskromun. BI. [Inarnos 6eTa-TajacceMumn yCTaHOB-
JICH B BO3pacTe 5 JIET, ¢ 3TOTO BpeMEHM aHEeMUsl TIPHO-
6penra TpaHCHY3MOHHO-3aBUCUMBIN XapakTep. B Bo3pa-
cre 15 et BBINOJTHEHA CIUICHAKTOMUSI, YTO HECKOJIBKO
YMEHBIIIIIO TpaHC(hy3UOHHYIO IOTPEeOHOCTh. B Bo3pacTte
18 et BEHISIBIEHA JTAaOOpaTOpHAasI M MHCTPYMEHTAJIbHAS
KapTuHa neperpy3ku xene3oM. [1o nanaeim MPT nieuenu
(puc. 7 A, b) nmarHoCTMpOBaHa TsKesasl CTeIIeHb TTepe-
TPY3KU XeJIe30M MapeHXUMEI TIEUYCHU: BpeMs perakca-
miu T2* meyenn =0,8 mcexk (Hopma >11,4 Mcek), 9TO
COOTBETCTBYET CONCPKAHUIO XKejle3a B CYXOM OCTaTKe
TKaHU TiedeHn 34,2 mr/r. Hagara xenaTopHast Teparms
nmedepasupokcoM B mo3e 20 Mr/KT MaccHl Tena. Ha ¢one
YETHIPEX JICT XeJIATOPHOM Tepaluyl ObUT JOCTUTHYT BEIpa-
KEHHBIA ITOJOXUTEIbHBIM 3¢ (hEKT B BUAE ITOBBIIICHUSI
KOHIICHTPAIIMM TeMOIJIOOMHA W 3HAYMTEIBHOTO YMCHbB-
mIeHUS TpaHchy3noHHOI 3aBucuMocTu. Ilo maHHBEIM
Ox0KI BBISIBIEHO YMEPEHHOE CHIDKEHIE CUCTOIMYECKOI
dyuxunu (OB JIK — 49%), KIIP 5,8 cm, HM B ob1actu
BepxyIIKu 1 60koBoii cteHku JIK (Tabim. 1). MPT cepmiia
(puc. 7 B-11): curmpom HM ¢ ymepeHHOIT auiaTtanmeit
IIOJIOCTU CO CHIDKEHUEM COKPATUTEIHbHOM CIIOCOOHOCTHU
JIK. K tepanuu ObuUin 100aBIeHBI AHTATOHUCTHI MUHE-
PAIOKOPTUKOUIHBIX PEIeTOpOoB. I[IpW KOHTPOJIBHOM
obcnengoBanun B 20191, Ha (hoHE XEIATOPHOM TepaITnu
y OOJIBHOM cOXpaHsUIaCh MUHMMAJIbHAsI TpaHCPYy3MOHHAS
3aBUCHUMOCTDb (2 O3Bl 3PUTPOLIMTHON B3BECH B TOI).
YMEHBIIMIIACh CTCIICHB MIePETPY3KH Kele30M ((heppuTHH
450 Hr/mi1, meperpy3Ka IIeYeH! JIETKOM CTEIICHU TSLKECTH

no gaHHbIM MPT: 3HaueHUe BpeMeHU peJlakcaluu
T2* — 4,5 mcek, uto coorBetcTBYeT LIC 5,84 Mr/T, maH-
HBIX 3a TIeperpy3Ky Kejie30M MUOKapaa He TOJYyYeHO).
Brut0 3ahmKCcpoBaHO BOCCTAHOBIICHNE CHUCTOTMYECKOIM
GYHKIINM Cepalla W BOCCTAHOBIICHWE CKOPOCTU aTPHO-
BCHTPUKYJISIPHOTO TIpoBeneHMsA. [1o maHHBIM TeHeTHYe-
CKOIf TWAaTHOCTWKU TATOTEHHBIX M BEPOSITHO-TIATOTCH-
HBIX BApPUAHTOB HYKJICOTUAHOW MOCIENOBATEIbHOCTU
BBISIBJICHO He OBLI0. BBUTO BEISIBICHO TOJBKO IBA MIC-
CEHC BapHaHTa HEeOIIpeAeICHHOTO 3HAYeHUSI, OOWH B TCHE
TTN rs199501185 u oo B reHe PLEC rs782724039.

IManuent I-1 (puc. 6), oreu mamuentku 41 ron. Ilo
maHHBEIM OxoKI manubIXx 32 HM HeT, KaMephl cepaia
He pactupensl, ®B JIK 67%.

O6GcyxaeHue

B aT0it paboTe MBI IPOBENIN CpaBHUTEIBHBII aHATIN3
IAHHBIX BU3YATU3UPYIOIINX UCCICIOBAHNM HAIIIMX TAIlH -
enToB ¢ BI' m HMJIK, conmoctaBuim ux ¢ MOTUMUIIIPO-
BaHHBIMU cOBpeMeHHbIMU Kputepusimu HMILK u pe-
syasratamu MI'U.

Ha npumepe npencrapieHHBIX TAIIMEHTOB BUIHO, YTO
y ogHOM 13 nanneHToK (2-11-2) mpociexxuBaeTcs Hace -
CTBEHHBIII XapakTep 3a0ojeBaHUs (Y ChIHA M CECTPHI-
Onu3Helia BbIIBIeHbI NMpu3Haku HM 06e3 mpu3HakoB
peMoneIMpoBaHus MHUOKapaa). Takke B 3TOM ceMbe
BBISIBJICHBI BADMAHTHI B TeHAX, OTBETCTBEHHBIX 33 pa3BU-
THE KapOMOMUOIIATHHU. A HaJIWdue y MAllueHTKU JIv-
TEJIbHO CYILIECTBYIOIIEH aHEMUM U TIePErPy3KU XKee30M
Ha (pOHE MCXOMHO CKOMIIPOMETHMPOBAHHOTO MHOKapia,
BEPOSITHO YCYTYOMJIO KIIMHWYECKOE TeueHHe 3abojieBa-
HUS TAlMEHTKH.

B npyroii cembe (ceMbsI 1) UMeeT MeCTO HACJICICTBEH-
Hasg OU33PUTPOIIOITHYecKasg aHemusa. K coxaieHuro,
B Hacrosiuiee BpemMss MI'M poncTBeHHMKaM MalMEHTKU
MpoBeneHo He 0b110. OMHAKO YV MAIIMEHTKH 10 pe3yJIbTa-
TaM IIPOBEICHHOTO OOCJICIOBAHUS BBISIBICHBI HEBBIPA-
JKEHHBIE U3MEHEHUS B CEPALIE, OTCYTCTBYET KMHUKA CEp-
IEYHOU HEOOCTATOYHOCTH, YTO B CBOIO OUEPEIb SIBIISICTCST
JOTMIOJTHUTEbHBIM (DAKTOPOM TS OLIEHKW W3MEHEHUI
Mopdoaorum Muokapaa, Kak BTOPUYHOTO TTOBBILIEHUS
TpabeKyISIpHOCTA MHUOKapaa. Takxke W3 TabaUUbl 2
BUIHO, uTo y maumeHTKH 1-1I1-1 mugexc maccet HM
paseH 10 r/m> ipu niepsraHOM TiposeneHnr MPT cepr-
1a, IIpY IIPOBEICHNN UCCIICIOBAHMS YepPe3 rol OTMEUCHO
HEKOTOpoe yBeIndeHne nHaekca maccel HM mo 14 F/Mz,
YTO TaKKe HE JaeT HaM OCHOBAaHME IyMaThb O IIEPBUIHOM
xapaktepe HM u ckJtoHSIeT Hac B MOJIb3y TUIepTPpadeKy-
JIIPHOCTHU Ha (pOHE TIeperpy3KU ceplia xkejre3oM. Pesyib-
tarel MI'M, He BBIIBUBINETO MATOTCHHBIX BapHaHTOB
B IeHax, aCCOIMMPOBAHHEIX C Pa3BUTHEM KapINOMHUOTIIA-
THIi, TAKXKE TOBOPSIT B MOJIB3Y BTOPUYHBIX M3MEHCHUMA
CTPYKTYpHI MUOKapma. Y pomxHoro nsiou (1-11-4) u otia
(1-11-3) manmeHTKN TakKe BBISIBICHBI DX0KI mpr3Hakm
HM (ta6n. 1). I[lo maraeiM MPT cepama y maumeHTa
(1-11-4) orMeuaeTcsa TOBBIIICHME WHAEKca Maccel HM
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10 23%, COOTHOILIEHKME TOJLIMHBI HEKOMIIAKTHBIN/KOM-
IMaKTHBIH CJIOH >3 TOJBKO B OMHOM cerMeHTe (Tabi. 2, 3).
Bo3MoXHO, B JaHHOI CUTyalluM B 3TOM KOHKPETHOM
ceMbe pa3o0dpaThCs ¢ MPUIMHAME THIIEPTPAOCeKYIIpPHO-
ctu Ham moMoxeT MI'U, koTopoe Ha HACTOSIIINIA MOMEHT
He OBLIO BBITIOJIHEHO.

Cymutb 0 TeHe3¢ BOSHUKHOBEHMS ITOBHITIICHHOM Tpa-
oekynsgpHocTd 1 HM y manmentku 3-11-1 He mpencTas-
JISIeTCSI BO3MOXKHBIM, ITOCKOJIBKY KapOHOJIOTUUECKUMA
CKPUHUHT OBUT ITPOBEACH HE BCEM OJTM3KUM POIACTBEHHM -
KaM TalueHTKH, 110 faHHBIM MI'U ObuIn HalineHbI Bapu-
aHTBI B TeHaX CapKOMEPHBIX OEIKOB, OMHAKO BCE BHISIB-
JICHHBIC BapWaHTHl MMEIOT HEOIIpeAcIeHHYI0 KIMHUYE-
CKyI0 3HAYMMOCTh. IIpm 3TOM CTOUT OTMETHTH, UTO
y TTIALMEHTKU OTMedaauch Tojibko MPT npu3Haku Hako-
IUTCHUS Xejle3a B IedeHn. M memath BHIBOI Ha OCHOBa-
HUU TOJIydeHHBIX JaHHBIX — KpaifHe HelIpocTas 3amaJa.

JlocraTouHo Gonbias pacnpoctpaneHHocTs HMJIK
cpeny MalMeHTOB ¢ HAKOIUJIEHWEM Xejie3a B MUOKapie
B OUYEPEOHOM pa3 MOTHMMAEeT IPoOIeMy THUIIepIUArHO-
crukn HM. B mipencraBiieHHBIX BBIIIE MCCICIOBAHUSIX
ObLIa MPOIECMOHCTPUPOBAHA TTOMBITKA T hepeHINATb-
HOI mmarHocTukyd uctuHHoro HMJIDK m moBbIIeHHOI
TpabeKyISIPHOCTH MUOKapaa BTOPUIHOTO TeHe3a. aib-
Hel1as TEHIESHIUS K YXXECTOUeHUIO0 COBPEMEHHBIX BU3Y-
aM3UPYIONINX KPUTEpHEB 3aKOHOMEpHA, B TO K¢ BpeMsI
MMOOOOHBIC WMCCIIEOOBAHMS MOJKHBI COIIPOBOXIATHCS
00s13aTeIbHBIM HMHCTPYMEHTAJIBHBIM  00CICIOBAHUEM
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1 MI'U poncTBeHHUKOB I1epBOii IMHUU. B ceMbsix ¢ reHe-
TUYECKA OEeTCPMUHUPOBAHHBIMU KapINOMMOIIATHSIMU
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OUAPOBAHHOM C KapINOMHONATHEH BO3MOXHO HAJTMYHE
poncrBeHHUKOB ¢ HMIJIXK, ymoBieTBopsioniero Bcem
COBPEMEHHBIM KPUTCPUSIM M POICTBEHHUKOB C ITOBBI-
IIEHHOW TpabeKyIsIpHOCThI0O MHOKapaa. Kpome Toro,
1T OoJiee IIOJTHOTO TIOHMMAHWS TAaTOreHe3a M MeXa-
HU3MAa TUIIePTPAOCKYISIPHOCTH HEOOXOONMO IOBEICHUE
MPOCHEKTUBHON OLIEHKU NTapaMeTPOB PEMOJEINPOBAHUS
Yy MTaHHBIX ITAIIMEHTOB M COIMOCTABJICHME ITOJYYCHHBIX
IAHHBIX CO CTETCHBIO TSKECTH IIEPErpy3KH XKEJIC30M.
OrpanndyeHus MCCIeI0BAHUS: HEOOIBIIIOE KOJIMISCTBO
namueHToB ¢ BI' 1 HMJIZK; He BceM poacTBeHHHKam
nposeaeHo MI'M u MPT cepaiia ¢ KOHTpacToM.
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