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PE3IOME

Hexommaxrabrit Muokaps (HKM) AXK xapakrepusyercs runepTpabekyAsSpHOCTbIO (YTOAIIEHHDI HEKOMIAKTHBIN CAOH) C TAy6OKMMU
MeXTpPaOeKyASPHBIMY KapMaHAMH, KOTOPbIE COOOIIAIOTCS C IIOAOCTBIO JKEAYAOUKA, A TAKXKE TOHKMM KOMIIAKTHBIM YIIAOTHEHHBIM CAOEM.
®enorumst HKM upessbraaitno Baprabeasssi: HKM aeBoro man IDK, 6usenTpuxyaspras ¢opma, HKM ¢ cumrrromamu CH nan apur-
MuH, 6eccuMITOMHbIE pOPMBI MAM BapHAHTBI C TPOMO0aMOOAMIecKUMH arm3opamu. Y 30-50% manpenTtoB ¢ HKM npu reHerryeckoM
HCCAGAOBAHUH BBIIBASIFOT MYTAL[HH T'€HOB, KOAUPYIOIIMX CAPKOMEPHBIE HAH IIUTOCKeAeTHBIE OeAk. B craTpe mpeacTaBAeH AuTEpaTypHBIM
0630p 110 Ipo6HAEMaM AMATHOCTHKY, BU3YaAH3AIHH, IIATOT€He3a, BAPUAOEAbHOCTH KAMHIYecKux nposiBaennit HKM u ero renerndeckoit
rereporensocti. Kannraeckue HabAropeHs, aoeMorcTpupyomue HKM u Kak COITyTCTBYIOIIMI aHATOMITIECKUI CHHAPOM IIPY MOHOT€H-
HOM 60Ae3HM AQHOHA, 1 KAK CeMeNHYI0 pOpMy KAPAUOMHOTIATHH C AUTEHHBIM HacAeAoBaHHeM ABYX penotunos (HKM B coueranum c Auaa-
TAaLJMOHHO# KAPAMOMHOTIATHEIN), a TAKKe YHUKAABHDII CAyYait IepUIIAPTAAbHOM 9BOAoLHH puobpetenHoro curapoma HKM orpaskator
TEKYIIyI0 HeOIPEACACHHOCTb B OTHOIIEHHH IaTroreHe3a u 3Hadumoctu HKM. OcroBHo#1 Bonpoc, sBasercss au HKM camocroareabHOMR
$opMOt KAPAUOMHONIATHH HAM MOP$OAOIMYECKUM IPU3HAKOM M COCTABHBIM aHATOMUYECKHM CHHAPOMOM BPOXXAEHHBIX IIOPOKOB CepPALIA
HAHM ADYTHX IIEPBUYHBIX $OPM KAPAHOMHONATUH (AMAATALMOHHOM, THIIepTPOHIECKOil, apUTMOTEHHOM TIPaBOKEAYAOUKOBOIA), OCTAeTCs
IIOKa AUCKYTabeAbHBIM. AOCTIDKEeHHE IIPO(ECCHOHAABHOTO PEKOMEHAATEABHOIO KOHCEHCYCa IT0 YHUGUKALIHU AUATHOCTHYECKUX KPUTEPH-
eB 1 puck-crparudukanuu HKM, yaydnrenue cpeACTB BU3yaAM3aIMH U PaCIIHpeHYe FeHeTHIECKOTO TeCTUPOBAHMS IIOMOTYT 3HAYMTEABHO
PACIIMPHTD HALIM 3HAHKS ¥ IIOHUMAHHe ITATOreHe3a, KAMHINYeCKoy 3HadumMocTu U poraoza HKM aast onrruMuzarym Aeqe6HOR cTpaTeru.
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SUMMARY

Left ventricular non-compaction (LVNC) is characterized by hypertrabecularity (thickened non-compact layer) with deep intertrabecular
recesses that are continuous with the ventricle cavity, and a thin compact layer. The phenotypes of LVNC are extremely variable: the left
or right ventricular variant, biventricular form, LVNC with symptoms of heart failure or arrhythmia, asymptomatic forms or variants with
thromboembolic events. In 30-50% of patients with LVNC genetic mutations of genes encoding sarcomeric or cytoskeletal proteins are
revealed by a genetic study. The article presents a literature review on the problems of diagnosis, visualization, pathogenesis, variability
of clinical manifestations of LVNC and its genetic heterogeneity. Clinical cases demonstrating LVNC as a concomitant anatomical syn-
drome due to monogenic Danone disease, as well as the family cardiomyopathy with the digenic inheritance of two phenotypes (LVNC
with DCM) and the unique case of peripartum evolution of the acquired LVNC syndrome, all these cases are reflect the current uncer-
tainty regarding to the pathogenesis and significance of LVNC. The main question is whether LVNC is a distinct cardiomyopathy or a mor-
phologic trait and a composite anatomical syndrome of congenital heart disease or other cardiomyopathies (DCM, HCM, ARVC) remains
controversial. Achievement of professional consensus guidelines about unification of diagnostic criteria and risk-stratification of LVNC,
improvement of visualization tools and expansion of genetic testing will help to significantly expand our knowledge and understanding
of the pathogenesis, clinical significance and prognosis of LVNC for optimization of the treatment strategy.
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exommaxTHbil Muokaps (HKM) AXK npeacrasaster
Hco60171 AHATOMMYECKYIO TATOAOTHIO CEPAEYHOH CTeHKH
C HAAMYHEM 3HAYMTEABHO BbIPOXKEHHOTO THIIePTPAbEKYASIPHO-
IO CAOSI MHOKapAQ 1 ToHKoro kommaxTHOro caost (KC), a Tak-
e TAYOOKHUX MEeXTPabeKyASpHBIX «KAPMAHOB>», KOTOpbIE
COOOMIAIOTCS € IIOAOCTBIO KEAYAOUKA, HO He C KPOBOTOKOM JITH-
KAPAMAABHBIX KOPOHAPHBIX apTepwmil [1]. D10 ompesesenme,
1o cyTH, oTHOcHTCs He Toabko K HKM AJK, Ho u x aHarormy-
HBIM M3MeHEHHsM, KOTOpble HepeAKo Habaropatorcs u B ITDK.
CymecTByIOT U ApYyTHe, pexXe BCTPEYaloIHecs, BapHUAHTHI
HKM - 61BEeHTPHKYASIPHBII THII ¥ H30AMPOBAHHbII IPABBIIL
un [2, 3]. B kaaccuukanmu, mpeaAoKeHHO AMEPHKAHCKOM
acconuanueil cepalla, Ho3oAorma HekoMmakTHoro AJK
(HKAXK) ompepeseHa Kak reHeTHuecKas KapAMOMUOIATHS
(KMII) [4], a B xaaccudukanmsx BO3 u Espomneiickoro
obmecrsa kappuosoros (EOK) — xak Hekaaccupuimposas-
nast KMII [S]. B HOBO#M HO30AOTHYECKON KAACCHPUKALHUH
MOGE (S), mpearoxennoit BcemupHoit gpepaepariueit cepalia,
KAACCHUKAIMOHHbIE TOHATHS O0beANHEHDI; TAKOH MOAXOA
SBASIETCS ONITUMAABHBIM KOMIPOMUCCOM MeXAY ABYMS IIPHH-
munamu paspesenns KMII — resotunmyeckum u peHOTHIIH-
veckum. ATopbi kaaccuduraruun MOGE (S), paspaboTannoit
B 2014 r.,, mpepsosxuau 6oaee mpoctsie onpepeaerns HKAXK:
a) B BUAE OTAEABHOTO M CAMOCTOSITEABHOTO $eHOTHIA C HOP-
MaAbHBIMH pazMepaMu M TOAIMHOM creHok AJK, ¢ HopMaab-
HOI1 CHCTOAO-AMAcTOAMdeCKOH $pyHKImel; 6) denorun HKM
B coueTaHuH C Apyrumu nepsuyasiMu KMIT - ¢ rumeprpo-
duueckoit (ITKMIT), pecrpuxtusnoit (PKMIT), auaatanu-
onnoit (AKMII) 1 ¢ apUTMOTeHHO! MPaBOXKEAYAOYKOBOM

Tako# «OCTOPOXHBIN>» AMPPEePEHITMPOBAHHBIN IIOAXOA
OTpa)kaeT CyYIIeCTBYIOIYI0 KAMHHMYECKYI0 HeONpeAeAeH-
HOCTh B mHTeprperanuu marororun HKAJK, xax otaean-
noit popmpt KMIT [7]. B kaaccudpukanuu u peKoMeHAALMAX
AMepHKaHCKOM acCOIMALIMK CePAlA OCHOBHOM KpHTepHit
KMIT - auc)yHKIMS MHOKApAR, «00A€3HD MUOKApAQ, CBSI-
3aHHAsI C MEXQaHHYECKOMN U/ MAU SAEKTPHIECKON AUCOYHKIH-
eii» [4]; Toraa xak EOK mpepaoxeno ompepeaenne KMIT,
KaK «3aboAeBaHME MHOKApAQ, XapaKTepH3ykoljeecs CTPYK-
TYPHBIMH U (QYHKIMOHAABHBIMM AHOMAAMSAMHU CePACUHOMH
MBIIIIBI IIPH OTCYTCTBHU APYTUX 3a00A€BaHMIL, CIIOCOOHBIX
BBI3BaTh HA0AIOAQEMYI0 aHOMAAHIO MHOKapaa> [ S ]. CoraacHo
YKa3aHHbBIM Bblllle onpepeAeHIsM, AnarHo3 HKADK sBasercs
IIPAaBOMOYHBIM Ha OCHOBAHMHU OAHOTO U3 IMPU3HAKOB, OIpe-
Aeasomux HKM, a uMeHHO — aHOMaAbHOH MOPQOAOTUH
muokappa AJK, 9To He TMoApasyMeBaeT OOS3aTEABHYIO AMC-
¢ynxrmio AOK.

B HOpMe cepaeuHble TPabeKyAbl aKTUBHO BBIIOAHSIOT
OIIOPHYIO0 MEXaHWYECKYI0 QYHKIHIO B MOMEHT COKPAIICHI
JKEAYAOUKOB M 00eCIIeYHBAIOT PAHHMI CHCTOAMYECKHUIL BbIO-
poc xposu [8, 9]. Tpabekyasl 06pasyroTcsi B paHHEM IMOPU-
oreHese, B 9TOM IIePHOAE MHUOKAPA IIPEACTaBAsIeT coboit ry6-
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YaTyI0 CTPYKTYPY C FAYOOKHMMH MeXTPabeKyAspHbIMH Kap-
MaHaMH, coobmaromumucs ¢ noaocteo AJK. K 6-8-i1 mepeae
HOPMAaABHOTO Pa3BUTHUS SMOPHOHA IIPOUCXOAUT YIIAOTHEHHE
ry64aToro CAOsi U HauyMHaeT pOPMHPOBATHCS KOPOHAPHBII
KPOBOTOK; B pe3yAbTaTe TAyOOKMe MeXTpabeKyAspHbIe Ipo-
CTPAHCTBAa YMEHBIIAIOTCS AO Pa3MepPOB KalUAAIPOB [8].
3aKAIOUMTEAPHBIM 3TanoM (OPMHPOBAHUS KOMIIAKTHOTIO
MHUOKAapAa SIBASETCA PasBUTHE TPEXCAOMHON CIMPAaAbHOM
CHCTEeMbI BOAOKOH MHUOKapAa (IIPOAOABHBIX, KOCHIX U LIUPKY-
ASIPHBIX), 00€CIIeInBaIoNell NACAAPHYI0 KOHTPAKTHABHOCTD,
paccaabaeHHe U AAMTEABHYIO IEPEHOCHMOCTD Harpy30K AaB-
AenveM. IlaroreneTwyeckyro rumoTesy HapyIIeHHs YIIAOT-
HeHHs 9HAOMHOKApAA B MEPHOA PAHHETO IMOPHOHAABHOIO
passurms [8] moarBepxaaer Haamane HKAXK npu mexoto-
PBIX BPOXAEHHBIX HOPOKAX CEPAIIA, @ TAKXKe CYIeCTBOBAHIE
reHeTH4eCKOH (POPMBI MAAAEHUECKOH Taa3HUH-ACCOIHUPO-
BaHHOH HeKOMITaKTHOCTH, Ipu Kotoport HKADK, anaararms
u pucyHKIms AXK ABASIOTCS YaCThIO OAHOTO U TOTO XXe 3360-
aesanus [ 10, 11]. C runoresoit aMm6puoreHesa mA0Xo COraa-
cytorcs nprobperennsie [11-19] u norennmassHo o6paru-
mpte popmbt HKAXK (npu 6epemeHHOCTH, IPH HHTEHCHBHDIX
sanarusax cnoprom) [13, 15, 17]. HKM Hepeako sBasieTcst
CAYYaiHOIM HAXOAKOM IIPU OOCAEAOBAHHM 0eCCHMIITOMHOTO
KOHTUHTeHTa (4aCTOTA BBISBACHHUS y CIIOPTCMEHOB AOCTUTAET
8% ), NCCACAOBATEAH TIPU AAMTEABHOM HaGAIOACHUHU He OOHa-
PY)XHMBAIOT y HHMX (YHKIHOHAABHBIX M OODBEMHBIX H3MeHe-
muit AXK [15, 20]. Takyro rumepTpabeKkyAspHOCTD MOXHO
paccMmarpuBarh, Kak AobpokadecTBeHHbI curaApoM HKADK
[18], IIPEACTABASIONIMIA coboit crienu$UIecKUil MeXaHU3M
¢u3uoAOTHYECKOH apANTAUuK K Ype3MepHbIM (H3MYeCKUM
Harpy3kaM U KOTOPBIH SBASIETCS COCTABASIIOIIMM KOMIIOHEH-
TOM CAOXKHOTO KOHTHHYyMa (POPMHMPOBAHHUS CIIOPTHBHOTO
cepana [21].

CeropHss ¢ pasBUTHEM U YCOBEpPIIEHCTBOBAHMEM TeX-
HOAOTHI BM3YAaAU3AIMU CEPACUYHO-COCYAHCTOH CHCTeMBI,
C POCTOM AOCTYHHOCTH COBPEMEHHBIX METOAOB AMArHO-
CTUKH KApAMOAOTH BCEX CTPaH 4Yallle BBIABASIOT MOpPO-
AOTHMYECKHe H3MEeHEeHHUs II0 TuIly usoauposanHoro HKM
U CTAaAKHMBAIOTCS C PelleHHeM CAOXKHOM W BaXKHOH 3aAaqH
1o AU PpepeHInaAbHON ANarHocTuke HekoMmakTHoi KMIT
C BapHaHTAaMH HHAUBUAYaAbHOM aHaToMuu creHok AJK.
KAroueBo#t 9AeMeHT AMAarHOCTHKH ellje OOAee YCAOXKHSETCS,
KOTAQ Y B3POCABIX ManjieHTOB Habatopaetcs HKAXK B coue-
TAaHHHU C AMAaTanmedt u/uan aucyukrmeit AOK, rumeprpo-
¢ueit AOK, xoraa ormevaercs BoBaedeHue I DK, BoraBastoTcst
HApYIIeHHs CEPAGYHOTO pHTMa U mposopumoctu. K Hacro-
AlleMy BpeMeHH HAKOIMAMCh 3HAUMTEAbHbIe KAMHUYECKHe
CBHACTEABCTBA U OKCIEPHMEHTAAbHBIE AAHHbIE, PACHIUPH-
AWCH 3HaHMA M NoHMMaHHe denomeHa HKAJK me Toapko
KaK COITyTCTBYIONETO CHHAPOMA IIPU TeHeTUYecKHx ¢op-
max KMII (uam B BuAe m3oamposanHO#l popmbr HKAIK),
HO M KAaK COCTaBHOTO KOMIIOHEHTA, COIyTCTBYIOUIErO ApY-
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THM CEePACYHBIM 3a00A€BAHMSAM — BPOKACHHBIM IIOPOKAM
passutus cepata (BITPC) u HekoTOpbM OpdaHHbIM 60Ae3-
M [10-21].

Aunarmocruka HKAJK

Tpabexyasiprass anarommst ADK oTAmvaercs KpaiiHeit
H3MEHYHBOCTBIO ¥ SIBASETCSI BapHAOEABHBIM IIPOSBACHUEM
HHAMBHMAYaABHOCTH 4eAOBeKa (TIO aHAAOTHH C YHHKAABHO-
CTBIO TTAIIUAASIPHBIX AUHHI — HETIOBTOPUMOTO KOXKHOTO Y30pa
AaAOHefI). IToMrMO 3HaYMTEABHON MHAMBUAYAABHOM BapHa-
6eABHOCTH, TUIIEPTPAOEKYAIPHOCTh OTAUYAETCS U AOCTATOY-
HO BBIPa>KEHHbIM AMHAMHYHBIM XapaKTePOM — HEPEAKO IIpo-
ucxopst pazsurie HKM de novo B nepuop 6epemeHHOCTH
U 0OpaTHAsI 9BOAIOLIMS ITOTO MHUPEeHOMEHA IIOCAE POAOPA3-
PpelleH s, a TAKOKe YBeAYeHUe TPabeKyAsIpHOCTH BO BpeMs
MHTEHCUBHBIX 3aHATHH ciopTom [ 17, 18].

Oxokapamorpapuueckoe (IxoKI') mccaepoBanue ABAS-
eTCsI OAHHM H3 IIePBbIX METOAOB «30A0TOTO CTAHAAPTA>» AHA-
raoctuku HKAJK. Dxcnepramu mpepAoKeH psia AMATHOCTH-
YeCKHX KpUTepHeEB, TO03BOAIomIX BepuunuposaTs HKAOK.
Haunboaee mpreMAeMBIME AASL IPAKTHIECKOTO IIPUMEHEHHS
sBAastoTcst kpuTepuu R. Jenni ¢ coasr. [22]: coorHOmeHue
toamunsl HekommakTHOro caos (HKC) u Toamumer KC
>2,0 TIpH OTCYTCTBHH APYTHX CepPAEYHBIX aHOMaAmit (TOA-
IIFHA MUOKApAQ OIIPEAEASIeTCsl B KOHIIe CUCTOABI II0 KOPOT-
xoit ocu). Kpurepunu C. Stollberger ¢ coasT. AoonoAHHTEABHO
BKAIOYAIOT KOAMYECTBEHHYIO XapaKTEPUCTHKY TpabeKkys —
HaAmdue 3 1 60Aee OTAGABHBIX TPAOeKyA C COOTHOILIEHHEM
HKC/KC >2,0 [23].

Uz-3a caoxsoctn OxoKI Busyasmsatmu (MHAHBHAY-
AAbHBIE BapHAI[MUA MEXpeOepHbIX MIPOMEXYTKOB, HHU3KOe
KauecTBO YABTPa3BYKOBOTO OKHA) U AOBOABHO CYObHEKTHB-
HOI1 OLIEHKH CTPYKTYPbl MHOKAPAQ BO3HHKAIOT IIPOOAEMBI
KaK THIIOAMATHOCTHKH, Tak U rumeppuarHoctukn HKAOK
y NALHeHTOB C AOOPOKAaYeCTBEHHON THUIEPTPAbeKyAsIpHO-
crpio. Hepeako B ImpaxTrKe BHIPRKEHHYIO TPaOeKyASPHOCTS,
TUIEPTPOQPUIO MATMAASIPHBIX MBIIII] U AOOABOYHBIE XOPABL
omn6ouno npuxumaror 3a HKM, 4To npuBopuT K rumepau-
ArHOCTHUKE 3a60AeBaHUSL.

MeTop MarHUTHO-pe3oHaHCHO# Tomorpapuu (MPT)
CepAlla IIO3BOASIET Ay4Ille BH3yaAH3HPOBaTh U OLIEHUBATh
ABYXCAOFMHYIO CTPYKTYPY MHUOKapA@ CO 3HAYUTEABHO HoAee
BBICOKHM TPEeXMEpPHO-IIPOCTPAHCTBEHHbIM pa3pelleHHeM.
CeroAHs IPUMEHSIOT HECKOABKO Pa3AMYHBIX METOAMK AUa-
raocTuxu HKM c momompio MPT uccaepoBanms: 1) Berauc-
Aenne cootHomeHns Maccst HKC u 06meit Macchl MuOKapaa
(MeTOA mpeasoxkeH A. Jaquier ¢ coaBT.), AMArHOCTHUYECKUM
kputepueM sBasercas Macca HKC B mporenTHOM coOT-
Homenuu >20% [24]; 2) KOAMYECTBEHHBI METOA, mpea-
AOKeHHbIX S. Petersen M COaBT., C OLIEHKON COOTHOLIEHUS
TOAIIJHBI HEKOMITAKTHOTO U KOMIIAKTHOTO CAO€B, KPUTEPHIl

HKAX >2,3 [25].
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DHCKOM PA3BUTUR FUMOKANMENMN: NIOXINIOFO BO3PAC: y aNWI0, NAWIEHTSI C UMPPO3ON NEYEHM, NepUEDEpH-
YECKVNY OTEKaMM W aCUMTOM, NAUMEHTHI C wwemwecxuw 60Ne3HbIO CEPALA, CEPALYHON HEAOCTATOYHOCTBIO, MMUA C YANMHEHHbIM WHTEpBanoM QT. lepsoe U3MepeHHe YPOBHs
KaruA B NNa3vie KpOBH CNEAlyeT NPOBECT! B TE4EHWE NepBOi HEAenu O HaJana NeveHis. HeOBXOMIMO YaLle U3MEDSTb KOHLEHTPAWIO Kaus B NNG3Me KpOBH. CoRepXanme
KanbL5 B N1N3ME KPOBH: [0 MCCTIBA0BaHHA hYHKLIMH N1apaLIMTOBWAHOM XENE3t! NEHEHHE CEAYET NPEKDATHT. COARPGHHE MTIOKO3bI B N1a3Me KpOBH. HeOOXORMMO KOHTPONI-
DOBATL YPOBEHb IOKO3b! B KDOBU Y NALMEHTOB C CaXapHBIM AWAGETOM, 0COGEHHO NP HAH4M TMNOKANMEMAN, Cepe4Has HeAOCTaTo4HoGTs. C OCTOPOKHOCTBIO. @ymkums
n0veK. B Hatane NEYEHNS y NALMEHTOB MOXKET HAGNIOAATLCS CHIDKEHIE CKOPOCTA KNYGOYKOBOM (DANSTALIN. AMIIOAWNMH He BLIBOIUTCA U3 ODraHHaMa NOCPEACTBOM AUaNnaa.
Motesas kucnota. MOXET yBENUSUTLCA PUCK PassiTMA NPUCTYNOB MOAArPsl. QGYHKUMS NeYe. Cneayer COGMOAATh OCTOPOXHOCTS MpU NeYeHAU NAUMEHTOB G NerkuM
W YMEDEHHbIM HapYLLIEHWEN (hyHKLUM NeseHi, Tepaniio neoﬁxonmo HavaTb C HaW60NEe HAKIX 103, MaLIMEHTSI FOXAOT0 SO3pCTS C yeTom chyHKuu novek. Benomorarens-
HblE BEWECTBa. He CIeAYeT NPUMEHAT Y NaUUBHTOB C pef FaNaK103bl, NAKTA3HOM HEAOCTATONHO-
CTbI0 W ITIIOKO30-TanakTO3HON Manba6eopoLued. BMMMUHEMETBME C APyrumn 1Penaparos, NpUMeHe-
HHE KOTODbIX HE PKOMEHAYETCS: NpenapaTbl NTHA, JAHTPONEH, TPEANPYT WM rpei i COK. KOTOpbiX TDEGYETCH COOMIOZEHHE MEp
PEAOCTOPOXHOCTH: NIDENADaTHI, BbI3bIBAIOLLIE TAXUKADAMIO THN <NUDY3T», npenapars! BKI04ast CeNexTHB-
HblE MHTMGHTODbI IKIIOOKCHTEHA3bI-2, BbICOKHE 0361 CATMLNOBOR KICAOTbI (>3 F/GYTKW), MHFWGMTOPGI QHTMOTEH3MHNDEBpALLaIoLLEro (hepnenTa (ATD). 4pyrie npenapars,
BLIZbIBAIOLYE FUNOKATHEMIIO, CEPEdHblE MUKOIWI, 6aKNO(eH, ANNONYPUHON, HHTUGHTODLI LToxpoma CYP3AA, UHAYKTOpb! LtToxpoma CYP3AA, CiMBacTaTuk. KoMbHaUmH
npenaparos, medymume BHHMAHWS: KATWCORPEraioLLMe JMYDETUKM, METCIOPMIH, 1)
KM, CONM KanbLus, TAKPOAMMYC, (cucrentioe RPYIE TPENapaTsl, OGMAAAI0WE GHTHTUNEPTEHSHBHsIM AGTCTI-
em. PUMEHEHVE NP BEPEMEHHOCTY 1 B IEPUO/] PY/IHOTO BCKAPMITMBAHIS". He DEKOMEHAYETCA NIDUMEHATS BO Bpems 6GepemenHoCTH. MPOTUBONOKA3aH BO BpeMs
Kopmnenus rpyacto. BUAHUE HA CNOCOBHOCTb YNPABNIATL TPAHCMOPTHbIMK CPEﬂCTB“MVI MEXAHWU3MAMM**. MoryT BO3HWKaTb Pasnu4HbIe PEaKUMM, CBA3AHHbIE CO
CHUKEHWEN apTepUANbHOTO AGBEHIS, EGTU Y NAUMEHTOB ronoBHas 60, W TowkoTa, K PearupoBaHmio Moxer
GbiTb Hapywena. NOBOYHOE AEUCTBUE**. Yacro: r ., s MMBLI KPOBM K KOXKE ML, 6ONb B XMBOTE,
TOLHOTA, MaKyNONANyNE3Has GbiMb, OTEK FONEHei, OTeK, NOBILIHHAS! YTOMNAEMOCTb. HEYaGTo: GECCOHHMLIA, UIMEHEHNS HACTDORHIS! (BKNI0YAA TDEBOTY), AENPECCHS, TEMOD,
U3MEHEHYIS BKYCA, OGMOPOK, CHIKEHHe “yBCTBUTENLHOCTH, NADECTESUH, HapylLIEHHe 3DEHUS (BKNI0\ast IMNAONIIO), LM B YLWaX, apTepUanbHas TNOTEHUS, OLLILIKA, DUHUT,
DBOTA, IMCNENCIS, HAMEHEHWE (yHKUMU KULIHHIKA (8 TOM SUCNE AUAPER 1 3ANOP), CYXOCTL BO Py, 3anop, NypAYPa, aNONEUMS, WIMEHEHHE LBETa KOXKi, HUNEPTMAPO3, 3y,
KOXHaA Cbiflb, 3K3AHTAMa, apTPAnTUs, MUANTUs, Casbl MILULL, 6071 B CUHE, HaDYLIEHE MOYEMCNYCKAHIR HUKTYDWS, YHaLLIEHHE MOYECTYCKAHMS, AMNOTEHLIR, TIHEKOMACTHS,
60 B [PYAHOR KNETKe, ACTEHIA, HOAOMOTaHHE, YBEAM4EHE MACChl TeNa, CHIDKEHUE MCChl TENA Peﬂxu GNYTAHHOCTb CO3HAHMA, ssnmro Overb et neKoLMTONEHNS,
T TUNBPTOHYC, nep: iiponaTs, NH(apKT
MUOKADA, aDUTNUA (B TOM SMCNE ), BACKYTWT, KaLENs, NaHKPEATHT, racrpm TUnepnnasnA feces,
eITYa, OBLILBHe TASHOTH <TEEHONIL> mepMeHmB Napymenwe DYHKLN neveHl, OTEK, KpanueHMLLa, HeKponya,
cungpon C ‘nepmaThT, oTex Kemhke, d N0YesHas He/l acrora HensgecTHa
runoHaTpuems ¢ mnuannemuen wmonus, [revinvy 3peme CHIKEHIE OCTPOTSI PEHIS, TAXUKAPAUS TG «TIMDY3T» (NOTEHUMANBHO C NETAbHIM HCXOAOM). sucugkal
DA3BUTUE NEYEHOHHO SHUECHANONATIM B CY4aE MEHEHOUHOM HEAOCTATONHOCTH, BOSMOXKHO OGOCTPEHWE YXe UMEIOLLEACR OCTOW CHCTEMHOI KDACHOW BOMGHKM, YTMHEHM
wHTepsana QT Ha 3N1EKTPOKAPAHOTpaMME (3KT), NOBbILLEHWE YDOBHS MOYEBOV KUCNIOTbI M YPOBHS! IIOKO3bI B KDOBM BO BPEMSA NEHEHNS. I'IEPEHOSMPBHKA OAPMAKDJ'IDI'W‘IE
CKME CBOWCTBA**. Vganamup — 70 NPOM3BOAHOE cynamonammna © MHAOMbHBIM KONLOM, rpyns AMYPETUKOB,
KOTOpOE AERCTBYET yTem ‘GermenTe netn Hecpowa. He ST Ha mOKaSE O nmmnnum 0GMea. AVnOZMNIH ABTAETCA
WHTMGWTODOM NPUTOKA MOHOB KanbLVA, NPOM3BOAHOE nmmnponmpmnma (6MOKATOP MAEHHbIX KaMbLURBbIX KAHATOR, WK GHTATOHHCT UOHOB KANbLWS), KOTOPbI HATUGHDYET
TDGHGMENMOPaHHbIA NDUTOK WOHOB KanbLMA B KAPAUOMMOLWTbI W MMaJKOMbILIEYHbIE KNETKN COCYIMGTOR cTeHku. GOPMA BBIMYCKA*. Tabnetku ¢ MoADULADOBaHHbIM
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§ OB30PhI

B kAMHMYeCKOM IpakTHKe INPHMEHSIOTCS pa3AMYHbIC
meTopb! onjerkn HKAJK, a araaoHHbIe xpuTepun u obuie-
IPUHATHIE pPerAaMeHTHPYIOIe AOKYMEHTBl OTCYTCTBYIOT.
Cymectsyromue pmarHoctideckue kpurepun HKAJK cospa-
HbI HA OCHOBE OIleHKH KOAMYEeCTBEHHOT'O IIPH3HAKA — COOTHO-
menus Mexxay Toamunoit (R. Jenni, 2001; S. Peterson, 2005),
maccott (A. Jaquier, 2010) u o6bemom (F. Andre, 2015) HKC
u ymoraerroro KC AXK [22-29]. MopudunmposanHblit
Metop P. Marchal ¢ coaBT. mo3BoAseT HHTErpaAbHO IPO-
BOAUTD OIL|eHKY TAOOAABHOTO HMHAEKCA TPabeKyASpHOCTH
npu comyTcrByomeit auaaranmu AK [30].

I1pu Haawamu npoTuBoNnOKas3anuii K mposepenuo MPT
(uam B Tex cayvasx, koraa pAaaHele OxoKI' u MPT He coraa-
CYIOTCSL M/HWAM SIBASIOTCS TPOTHBOPEYUBBIMHU) L€AECOO-
6pasHO IMpOBeAeHHEe MYABTUCIIHPAABHON KOMIIBIOTEPHOM
ToMorpaduyeckoit anruorpadun [31]. Hecmorps Ha 60ab-
myo HHPOpMAaTHBHOCTb MeTopa MPT, koTopslil mpesoc-
XOAUT IO YYBCTBHUTEABHOCTH U CIIeIIMHIHOCTH PYTHH-
Hylo MeTopAuKy OXoKI' B mpenTndukanmu HKM, Tounbre
KoMmbloTepHble TOMorpaduueckne u MPT xpurepun
Ha CETOAHAIIHUI A€Hb He OIIPEASACHBI M3-3a OTCYTCTBILL
pedepeHTHBIX 3HAueHWH, OOIIEPUHATBHIX CTAHAAPTOB
AVArHOCTHKH M YeTKHX peKoMeHAanuil. OTCyTcTBHe KOH-
CeHCyca M YHHQHUIIMPOBAHHBIX CTAaHAAPTOB AMAaTHOCTHKH
BAMSIET Ha HHTEPIIPETAIHIO AAHHBIX COBPEMEHHBIX CPEACTB
BHU3yaAu3anuu. PacpocTpaHeHHOCTb TUIIepTpabeKyAsipHO-
ctu u runepauarsocruka HKAJK npopemoncTprupoBansr
B MHOTOLIeHTpOBOM mccaepoBannu MESA [20], uto aBas-
eTCid OTpPaKeHHeM IIpeyBeAHYeHHS 3HAuMMOCTH MoOp¢o-
Aormyeckoro Mapkepa HKM 1 BBICOKOH MHAMBHAYaAbHOMH
H3MEeHYHBOCTH TpabekyasipHo#t anaromun. Ho cymecrsyer
U IIPOTHUBOIIOAOXKHBIH PHCK — HEAOCTATOYHAS AUATHOCTHKA
parrnx popm KMII ¢ mepBriM MaHHECTHPYIOIIUM CHH-
APOMOM H30AMPOBAHHOM HEKOMIIAKTHOCTH /THIIepTpabe-
KYASIPHOCTH MHOKapAQ.

Heo6x0AMMO OTMETHTb, YTO HH OAMH M3 UCIIOAb3yeMbIX
CErOAHS AMATHOCTHYECKHMX KPUTEPHEB He BKAIOYAET OIleH-
Ky CHCTOAMYECKOHN HMAM AHacToAmdeckon aucdynkmmu AOK.
I'nobaabHas cokparureabHas Gpynkimsa AJK u remoprHaMuKa
MOTYT OBITb AAUTEABHOE BpeMsi HOPMAABHBIMH Y ITAIIUEHTOB
¢ HKAJK. AAst paHHero BbLIBACHHUS AOKAABHON COKPATUTEAD-
HOM AMCQYHKIMM MHOKAapAQ LIeAeCOOOpPAasHO IIPOBeAeHHe
2-mepHoit OxoKT ¢ TkaHesbiM caexxenueM (speckle-tracking)
H300pasKeHHI, YTO ITO3BOASIET OOHAPYKUTH AOKAABHOE CHH-
XKeHHe COKPAaTHMMOCTH MHOKapaa y manuenroB ¢ HKADK
npu Hopmaabroit OB AXK [32, 33]. AkryaseH mouck HOBBIX
KpHUTEepHeB, HHAEKCOB IIPOAOABHOH M IIUPKYASIpHOM Aedop-
MallMi MHOKApAQ, OTPAXKAIOIIUX PAHHIOI COKPATHTEABHYIO
aucdynknuio AOK y marmenros ¢ HKAJK. Ouenp BaxHBIMU
CErOAHS SIBASIOTCS HOBbIe HAay4yHble 3HAHUS, ITOMOTAIONIHE
IPAKTHKYIOLIEMY CIEIJMAAUCTY <«BbIATH 32 PaMKU ITOHHMa-
s> HKM xak mopdoaorun. Pemenue sToit 3apa49u B yCAO-

36

Puc. 1. Bapuanun cuappoma HKM n moarumsr HKADK

HKM npu HOpMaAbHBIX 72
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Tenermaeckuit HKADK A@-
« XpoMocoMHbIe AePeKThI
» MoHOreHHbIE CHHAPOMBI
« BpoxxpeHHbIE TOpOKHU
Pa3BHUTHS CepALia
« Kappnomuonaruu
(AKMII, TKMII, PKMII)

Bapuanuu cuapapoma HKM

o AuHaMUYeCKOe u3MeHeHne Herenetnaeckuit HKADK gt

HKM Ha ¢pone « CoprcMmeHsr
[IPOrpeCcCHpOBaHIS o CepIIOBHAHOKAETOYHAS
3aboAeBaHM aHeMus

« HKM mosxeT comyTcTBOBaTh
Pa3BHTHIO 3a60A€BaHUA
(muoxapaut, UBC)

« [ToTennmaapHO
06paTUMBII CHHAPOM

« bepemennocts

« TemaToAOTHMYECKHE 3a60A€BaHMS

« XpoHuyeckasi Io4eqHas
HEAOCTAaTOYHOCTH

« IToAMKuCTO3HAS TTOUKA

BUAX HEAOCTATOYHOM TOYHOCTH HEMHBA3SUBHON AHMATHOCTH-
KU AMKTYeT HNPOBEAeHHE PacHIMPeHHON MHOro¢(paKTOpHOM
U MHTETPAaAbHOM KAMHUYECKOM OLIEHKHM CEPAEYHO-COCYAHU-
CTOT0, aHAMHECTMYECKOTO M T€HETHYECKOTO CTaTyca IIalu-
enra ¢ HKM aas paud pepennmasproit anaraocruxa HKADK
(comyTcTByIOmUIT aHATOMHMYECKHIL CHHAPOM, BapHabeAbHas
HOpPMa MHAMBHAYYMa HMAM CAaMOCTOSTEAbHAas IIepBUYHAS

KMIT).

Bapuabeasnocts HKM

Hosoaormo HKAJK moxHO paccMarpuBarh Kak H30-
AVMPOBAHHYI0 (pOPMY HAU KaK OAMH M3 AaHATOMHYECKHX IIPHU-
3HAKOB, KOTOpble MOI'YT BCTPeYaTbCs M Y MALMeHTOB C cep-
A€YHOM IATOAOTHEMN, U Y MALIMEHTOB C dKCTPAKAPAHAABHBIMHU
3aboaeBanmsamu. HKAJK, kak renernyeckast ¢opma camo-
crosreapHort KMII, Bcrpevaercsa mpu roBeHuAbHbIX KMII
Y MAQAEHIIEB MYXCKOTO IOAA C AMAATAIIMOHHBIM M TMIIOKHU-
HeTH4eCKUM (QeHOTUIIAMH, OOYCAOBAGHHBIMHM My TAIIASMH
B rere TAZ (tadasun, nau G4.5) [10, 34, 35].

B xadecTBe CTPYKTYpHOIl aHOMAAMH C IIOTEHIJMAABHO
IaToreHHbIM (yHKIMOHAABHBIM a¢PexTrom HKM moxer
criocobcrBoBarh Aucoyukumn AJK u mpu Apyrux comyrt-
CTBYIOIIMX MOP$OPYHKIIMOHAABHBIX PACCTPOMCTBAX, TAKIX
kak nepsuunsle KMII, BIIPC, MoHOreHHbIE CHHAPOMBI
u xpomocomuble Aedextst [7, 35, 36]. BapuabeasHocTh
cuappoma HKM u Bapmanter HKAJK mnpeacraBaensr
Ha pucyHke 1.

HepemeHnnbM ceropHs ocTaeTcs BOIPOC O HO30AOTHYeE-
ckoit camocrositeabpHocTd HKAJK. ITo aaHHBIM psiaa Hccae-
soBauuit, HKM sBAsieTca M30AMPOBAaHHON HAaXOAKOM AMIIb
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y Tperu B3pocabix manuenTo ¢ HKAJXK, a B 6oabmuncTBe

cAydaes Habatoparorcst coueranus HKAXK ¢ BITPC, apyru-

mu MopdodyrKknroHasbHbIMU BapuanTamu KMII, a raxke
¢ muokapautoM u MIBC. Psa BepAymux eBpoOIeNCKHX 9KC-
neptos (J. Towbin, 2015; E. Arbustini, 2016) npeanpunsaun

HOTIBITKY BBIAGAUTD OTAeAbHbIE moarunsl HKAJK ¢ yueTom

coyerannss HKM c apyrumu MOpOCTpyKTYpHBIMU U3MEHe-

HIsIME cepala [7, 36, 37]. CoraacHO 3TUM AQHHBIM HO30AO-

ruto HKADK ycAOBHO MOXXHO pa3AeAUTDb Ha CACAYIOIIHE TIOA-

THITBL:

1. Mizoauposannsiit cuaapom HKAXK (mHKAK). M3zoau-
POBaHHBII MOPPOAOIMYECKUIT CHHAPOM HAOAIOAAETCSI
Y AHI C HOPMAABHBIMH Pa3MepaMH M TOAITMHO¥ cTeHok AOK
6e3 crcToAO-pAMacTOAMYeCKOM AuCyHKIIN. [eHeTHYeCKast
cocrasastomast ”HKAJK npu HopMaAbHOM GYHKITHY cepA-
I1a Moka HensBecTHA. COTAACHO PEKOMEHAQAITHSAM BEAYIIINX
cnenpaaucTos paboueit rpynmst EOK 1reaecoo6pasno pac-
cmarpuBarh HHKADK, kak HmOTeHIIMaABHO HpeapacoAa-
raromuii PP Bo3MOXXHOTO IporpeccupoBaHus GeHOTHIIA
nau passurms KMIT [20].

2. HKAK ¢ amaaranueit u aucdynknuein AOK. Hanpumep,
1oBeHrAbHbIE popMbl KMIT ABASIIOTCA YHIKAABHBIMU MOAE-
Asmu reHeTHdeckoi HekommakTHOM KMIL. Kaaccuyeckue
npuMmepsl — cuHApoM baprta m TAZ-acconumpoBaHHas
KMII [10, 34, 35].

3. HKAK npu HaAuYMM AMAarHOCTHYECKUX KPHTEPHUEB APY-
rux popm KMIT (AKMII, TKMII, PKMIT u ATDKK).
B aTmx cAydasix TOABKO HMCCAGAOBaHME CEMEHHOH pPOAO-
CAOBHOM M CErperaljuoOHHBIA AaHAAM3 IIOMOTYT PacHos-
HaTb CAOXKHbBIE B3aMMOCBSI3H, OIPEAEAUTb AOMHHHPYIO-
ITyI0 POAb PEHOTHIA U PelIUTDh BaXKHBINA BOIPOC — CylIje-
CTBYIOT AWl 9T (QEHOTHIIB], Kak ABe He3daBucuMble KMII,
VAU OHU SBASIIOTCSA YacTbhIO OAHOTO (EHOTHIA y BCex
uAu Hekoropoil dactu uaeHoB cembu. HKADK wacro
Habaropaercst mpu KMIT ¢ mepexphiBaromumucs GpeHOTH-
namu (manpumep, ipu AKMIT+ATDKK, AKMIT+TKMI],
nipu MuTOXOHApHaAbHbX KMIT).

4. HKAXK mpu BITPC: OTKpBITHIN apTepHUAAbHBINA HPOTOK,
AePEeKTBI MEXXITPEACEPAHON M MEXOKEAYAOUKOBOH Ilepero-
POAOK, aHOMaAMs DOIITelHA, THIIONAA3KS AEBBIX OTACAOB
cepara. BITPC moryT 6BITh KAaK HACACACTBEHHBIMH, TaK
U CHOPAAMYECKUMH.

S.Cunppombr HKAXK (ciopaswdeckue wan cemeiinbie)
P PEAKOY TeHEeTHIeCKOM ITATOAOTHH, KOTAQ MOP$OAOTH
HKM siBAsIeTCSI OAHMM U3 IPU3HAKOB, CBSI3aHHBIX C MOHO-
reHHBIM Ae(eKTOM, BBISBIBAIOIIMM 00Ae3HM AHAEpPCOHa-
®abpn u Aanona [38-40]. Hepeaxo ¢enotun rumep-
tpopun 1 HKM sABASIOTCS HIepBBIMHU BBIABASIEMBIMH CHH-
ApoMamu Tesaypucmosos (6oaesHeit HakomaeHus). Pexe
B IIPAKTHKe BCTPEYAIOTCS APYTHe MyABTHCHCTEMHBIE 3260-
A€BAaHUS C XPOMOCOMHBIMU AepeKTaMH: TPaHCAOKAIIMH,
TpucoMum 1 Terpacomun [41].
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6. Ilpro6OpeTeHHBI U MOTEHIMAABHO OOPATHUMbII CHHAPOM
uHKAJK, xoropsiii wacto HabAopaercs y mpodeccro-
HAABHBIX criopTcMeHoB [ 15, 18, 19]. 3aperncrpuposanst
MHOxecTBeHHble caydan HHKAXK npu cepmoBupHOKAe-
TouHO# aHemuu [14, 16], 6epemennocru [17], Heiipo-
Mbimevro# maroaoruu [12] u XITH [13]. D1u Habarope-
HUS PACIIMPSIOT CIIEKTP STHOIATOTeHETHIECKIX TUIIOTES
OT IATOAOTHU 3MOpHOreHe3a K AAANTHBHBIM IIATOTeHe-
THYECKMM MEXaHH3MaM, BKAIOYAIOIIMM KOMIIEHCATOpPHbIE
M3MEHEHUSI CePALIA B HEOAATrONPUSITHBIX YCAOBHSIX IeMO-
AMHAMUYECKON IePerpy3Kd M APyTHe SIHreHeTHYeCKue
daxropsr [42].

7. Hexommaxtuemi  TDK,

KOTOPI)IfI MOJXXET COYeTaTbCia

kak ¢ HKAJK, Tak u mpucyTcTBOBaTh B MU30AUPOBAaHHOM
dopwme [2, 3].

B neaom xamnmyeckas xaptuaa HKAJK oramgaercs 3Ha-

YUTeABHON BapuabeabHOCTBIO, maTosorust HKM siBasiercs

reHeTH4ecky, QpyHKIMOHAABHO M MOP(OAOTHYECKH reTepo-
reanoit. HKAJK moxer mpucyTcTBOBaTh Kak Ipu IepBHY-
HBIX POPMAX CepAEUHBIX 3a00AeBAHMIL, TAK M IPH CHUCTEM-
HBIX 3a00A€BAHHSX C MYABTHOPTAHHBIMH PaCCTPOMCTBAMH.
ITporrocrmyeckoe 3navenne HKAJK ocTaercs He A0 xoHIA
SICHBIM, OCOOEHHO y IAI[IeHTOB C HOPMAABHOM CHCTOAMYe-
ckoil GpyHKIIHeRt.

I'enernxka HKAJK

B 2001 r. F. Ichida ¢ coBT. BbIIBUAH reTepO3UTOTHYIO
myTanuio (p. Prol21Leu) Brene poucrpo6pesuna (DTNA)
B TpexX IIOKOACHHSAX SIIIOHCKON CeMbH, YAEHBI KOTOPOM
crpapaau pasamanbiva BITPC ¢ HKAJK [43]. C rex mop
HCCAEAOBATEAH AOOABHAH elrje 8 AOTTOAHUTEABHBIX AOKYCOB
B OHAQIH-MEHAEAEBCKYIO 6a3y — reHOB, KOAUPYIOIUX OeA-
xu, G4.5/TAZ, ZASP, Fbkpla/Notch, TNNT2, MYH?7,
TPM1, MYBPC3, ACTC1. OpHaKo HM OAHMH M3 3aperH-
CTPUPOBAHHBIX T'eHOB-KAHAUAATOB He OBIA CBSI3aH C H30-

amposanapiM HKAJK y manmeHTOB ¢ HOpMaAbHBIMU pas3-

MepaMu U QyHKuMell cepania. HeyauBUTeABHO, YTO TreHBI,
ceszanHble ¢ HKAJK, coBmaparoT ¢ remamu, acconuupo-
BaHHBIMU C Apyrumu nepsuudsiMu KMII. Kax mpasu-

AO, 9TH TeHBI KOAMPYIOT CapKOMepHble U SIAepHbIe Oea-

K, KOMIIOHEHTBI Z-AUCKa, OEAKM CapKOAeMMBI, HOHHBIE
KaHAABI U TeHbI CUrHaABHBIX ImyTeit. B 2008 r. S. Klaassen
c coaBT. obHapyxuau myranuu B reme ACTC1 y manu-
erroB ¢ HKADK, HO mosxe mccaepOBaTeAH ONpeAeAHAU
MYTAaIJUH B 9TOM >Ke TeHe, BhI3biBaromue passurue AKMII,
I'KMII, PKMIT u BITPC, a Taroxe MyTaruu B reHax MYH7
u MYBPC3, npusopsamue x paspuruio kak I'KMII, Tak
u AKMIT, HKAK [44].

OTH AaHHble (AKTHMYECKH MOTYT CBHAETEABCTBO-
BaTh He TOABKO 00 YHHMBEPCAABHON POAM CApKOMEpPHBIX
U HECApKOMEpPHBIX TIeHOB B TeHe3e KapAHOMHOIIATHH,
HO U O CYIeCTBOBAaHHU HEM3BECTHOIO 3BeHa IIaTOTeHe-
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33, «HAIMpPaBASIONIEro>» PasBUTHE KAPAMOMMOIIATUH B TOT
HAU MHOM QpeHOTHIL

denorunuueckoe pazHoobpasne HKAJK moxHO mpo-
AEMOHCTPUDPOBATh Ha IPUMepPEe HECKOABKUX KAMHMYECKHUX
HaOAIOAEHHI 13 HAIlleH [IPAKTHUKH.

Kaunnanueckoe HabAr0AeHuE 1.

ITpobanp K., 1989 r.p, myx. B 20-seTHem BO3pac-
Te BIepBbIe IOSBHUAMCH XKAAOOBI Ha YYBCTBO HApyIIEHUS
CEPAEUYHOTO PUTMA U OABINIKY IPHU YCKOPEHHOHM XOAb-
6e. IIpu o6caepOBaHMU BbISBAEHA THMIIEpPTPabeKyAsipHas
crpykrypa AJK ¢ amaaranuert u AMQPQPY3HBIM TIMITOKH-
HE30M MMOKApAdQ, AaHOMAAbHO PAaCHOAOXKEHHBIE XOPABI
(APX), aHeBpM3MaTHYeCKOe BBILTYMBAHME MEXIIPEACEPA-
Hoi nmeperopopku. OxoKI' mapamerpsr AJK B B-pexxume:
KoHeuHO-pAnacToandeckuit o6veM (KAO) 204 Ma, koHeu-
Ho-cucToamdeckuit o6vem (KCO) 133 ma, ®B) 38%,
¢paxkums ykopodeHus 17%, KOHEYHO-AMACTOAHMYECKOE
aaaerue (KAA) 63 MM, BblpaskeHHas TPabeKyAspHOCTD
3apHe-O0KOBOM, 3apHe-pAHadparMaAbHOM U 3apHe-6a3aAb-
HOM obaactu no Ty HKM (toamuza HKC 12 mm, KC
5 MM, cootnomenne HKC/KC 2,4), rao6asbHas MIPOAOAD-
Has pepopmanms AXK (GLScp). —-10,4%.

Yepes S AeT MOAOAOH deaoBek obparuacs B Pecrybau-
KaHCKUHM Hay4HO-TIpakTudeckuil 1eHTp <«Kappmoaormsa»
(PHIILIK) c saro6amu Ha yCHAGHUE OABIIKH H HeTlepeHo-
CHUMOCTb OBITOBBIX M TPYAOBBIX Harpy3ok. B pesyasrare MPT
HICCAEAOBAHUSI CEPALIA OBIAM BBISIBAEHBI 4 OCHOBHBIX ITPU3HA-
ka HKAXK: 1) asyxcaoitusrit muoxapa (HKCuKC),2) 6oaee
3-x cermenToB (n=8) maTOAOrMYecKoil TpabeKyAIpHOCTH,
3) MexTpabeKyAspHble KapMaHbL, COOOMAIOMKECs C MOAO-
croio AK, 4) coornomernne HKC/KC >2,3 (17/7=2,43).
MPT-npusnaku HKM AXK u IDK ¢ Busyaausanuein AByx-
CAOMHOTO MHOKapAa 1 AuaaTuposanHoro AXK y marmenra K.
IpeACTaBAEHbI Ha pUCYHKe 2. AOIIOAHUTEABHBIMH HAXOAKAaMHU
npu uccaepoBaHuU 6b1au APX, AMAATAIIMS U CUCTOAMYECKAs
auchynxmma AOK (KAO 256 ma, KCO 162 ma, OB 36%).
Ha ¢one mMepMKaMeHTO3HOM Tepamuu IpH AUHAMHIECKOM
monutopuposannn JOKI' (Xoareposckoe MoHuTOpHpOBa-
uue) (B Teuenue 29 MecsIeB HAOAIOACHHUS) KAUHMYECKH 3Ha-
YMMOli SKTOIMHU He perucTprpoBaroch (A0 300 0AMHOYHDIX
KEAYAOUKOBBIX 9KCTPACUCTOA B CYTKH).

IIpu AeTaabHOM HM3yYeHMM aHAaMHe3a BBIICHHAOCH,
yTO BHesanHas ceppeuHas cmepts (BCC) 6biaa pookymeHTH-
poBaHa y HoBOpoxAeHHOro 6pata ¢ BITPC B Bospacre 1 Hepe-
AU, POAHOII CeCTpbI IpoOaHAa B BodpacTe 16 Aet u 6abyuku
II0 MATePHHCKOM AMHMH B Bo3pacTe 45 aet. IIpu cemeitnoM
00CAeAOBAHMM Y MaTepH MAljieHTa OOHAPYXHMAM IUIIepTpa-
6exyasiprocts AXK mo tury HKM ¢ pAnaarariueit u cuctoau-
veckoit puchynkumeit AJK (OxoKI' kpurepun + MPT xpu-
tepun HKAXK u AKMIT). Teneasorudeckoe Apeso npoban-
AQ TIPEACTABAEHO Ha PUCYHKe 3.
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Puc. 2. MPT cepaua npo6anpa K. ¢ sonamu
asyxcaoitroro (KC u HKC) Muokapaa HIKHUX,
CpeAHUX 1 6a3aABHBIX OTACAOB HOKOBOI CTEHKH

A) mpoexuus 10 KOPOTKO# OCH; ~ B) cTaHAApPTHAS 4-X KaMepHas
OTYEeTAMBO BH3yaAU3UPYeTCs
ABYXCAOMHASI CTPYKTypa
muokapaa AK, ¢ coorHo-

mennem HKC/ KC > 2,3.

[O3KLS B KOHEYHYIO AUACTOAY
CepAEYHOTO LIUKA];
BbIPKEHHAS TPAbeKyAIPHOCTD
CPeAHHUX CEIMEHTOB
3apHe-60kxoBoI crenku AK

U NIOBbIIEHHAsS TPABeKyAsIp-
HOCTD IIPABOIO XKEAYAOUKA.

Puc. 3. Tenearormueckoe aopeso mpobaspa K.

BCC 4S5 aer

|:| 1 2

II
47 aet

1 2

111 /‘ i 3
el
20 aer BCC16aer BCC 1 Hea.

BCC - BHesamnHasi cepaeyHasi CMEPTbh, CTPEAKOI yKasaH NpobaHA,
[ — MY>XCKO MOA; O— >K€HCKHUH I10A;
B vAY @ — 3260A€BIIHIT HOCUTEAD My TaL¥IH;
/ — rubeAb UHAMBUAYYMA).

O6caepoBaHne MMPOOAHAA U €O POACTBEHHHKOB OBIAO
IIPOBEAEHO B COOTBETCTBHH C IIOAOXKEHUSIMH XeAbCHHKCKOM
AekAapanuu. Y BCeX YAGHOB CeMbH OBIAO IIOAYYEHO ITHCh-
MeHHOe HHPOPMHPOBAHHOE COTAACHE Ha IIPOBEACHHE MOAe-
KyAsIPHO-TeHeTH4eckoro uccaepoBanus. lenomuas AHK
manuenTa K. OblAa MCIIOAB30BaHA AASL BBICOKOIIPOU3BO-
auTeabHOro cekBenuposanus (NGS) na mpubope MiSeq
System (Illumina Inc., San Diego, CA, US) ¢ nomompio kom-
mepueckoit manean TruSight Cardiomyopathy Sequencing
panel (Illumina Inc., San Diego, CA, US). Io pesyasraTam
NGS y nmpobanpa 6b1A1 0OHAPY>KEHBI TP BaPUAHTA B FeHaX
KCNAS (p.P307S), MYH7 (p.A373V), ACTC1 (p.S283G)
KaK BO3MOXKHbBIe MyTanud, mosiexmue passutre HKAJK
u AKMIIL Bce Tpu BapmaHTa IPHBOAAT K HECHHOHHUMHY-
HBIM 3aMeHaM B 0€AKAX, YaCTOTA UX B IOIIYASIIUH YeAOBEKa
Kkpaiine Huska (meHee 0,005%), IPEAUKTHBHDIA aHAAM3 in
silico moxa3aA BbICOKYIO TATOT€HHOCTD AASI BAPUAHTOB I'€HOB

MYH7 u ACTC1.
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Mertop cexsenuposanus no CeHrepy ObIA HCIIOAB30BaH
AASl TEHOTHITHPOBAHHS POACTBEHHHMKOB IIAlJHeHTa M OIpe-
AEASHHS HaCAGAOBAHMS BBIABACHHBIX BapuaHTOB. CoraacHo
TIOAYYEeHHBIM AQHHBIM narueHT K. yHacaepo0BaA ABe MyTaIMu
or marepu (ACTC1 u MYH7) u BapuaHT OT OTIQ B reHe
KCNAS.

AaAbHeHIMI cerperaioOHHbIN aHAAM3 TI0KA3aA, YTO HOCH-
TeAbCTBO BapuaHTOB B reHax MYH7 u ACTCI accormupo-
BaHO ¢ pasButueM ¢eHotunoB AKMIT u HKAJK. B mpea-
CTaBAEHHOM KAMHUYECKOM cAydae rpobanp (I11:1) u ero math
(I1:2) umeror opuHakoBble PeHOTHIBI 3a60AeBanHus U 06a
SBASIIOTCSI HOCUTeAMHU BapuaHToB B redax MYH7 u ACTC1.
Y otrra mpobanaa npusHakos KMIT e BoisiaeHO, mpu IxoKT'
CTPYKTYpHO¥H naroAoruu, Auaararuu AJK u coxparureabHOM
AUCOYHKIIMM He OOHApy)XeHO. Pe3yAbTaThl cerperamioHHOro
aHaAumsa cembu K. mpeacraBaeHs! B Tabamrie 1.

CospemenHoe  MOpQOQYHKIIMOHAABHOE  OIHCAHHE
cemeitnoit KMII, ¢ ykazanuem peHOTHIIA M FeHOTHUIIA COTAAC-
HO MEXAYHApOAHOMY OYKBEHHOMY KOAY ITO HO30AOTHUECKOM
xaaccudurarmu MOGE (S) [6], npeacraBaeno B Tabaute 2.

Takum obpazoM, caoxHas cemerHas ¢opma KMII,
ACCOIMMPOBAHHAS C AMIeHHbIM HACAAOBAaHHMEM MYTalluii,
obycaoBaeHa mepexpbiBaromumucs ¢enorumamu AKMIT
u HKAJK. TlpoBeaeHHbI cerperanroHHbIN aHAAU3 Pe3yAb-
TaTOB HCCACAOBAHHUS HEMHOTOYMCAEHHBIX >KUBBIX YACHOB
CeMbU He TO3BOASIeT B 9TOM CAy4Yae YTOUHHTb AOMUHUPYIO-
M GEHOTHIT U MOATBEPAUTD T€HETHIECKYI0 CAMOCTOSTEAD-
HocTh HKAJK man cumppomuocts HKM nHa ¢pore AKMII,
TaK KaK ABAa YA€HA CeMbH HMEIOT OAMHAKOBbIe (eHOTHUIIDbI
3aboAeBaHMA U 00a SBASIOTCS HOCHUTEASMH aHAAOTMYHBIX
BapuanToB B reHax MYH7 u ACTC1.

Kananueckoe HabAI0AeHHE 2.

ITpobana A., xeH., 1962 r.p. B Bospacre 45 aet Brepsbie
nosiBAnCh cuMmnToMbl CH M BBLIBAGHDBI NPH3HAKH AHAQ-
Tanuu U cucroamdeckoin ancoymkmmu AXK. Ilanumentka
AAMTEABHO IOAYYAAd CTAHAAPTHYIO 6a3oByio Tepammio CH.
Yepes 5 AeT cOCTOSIHUE YXYALIHAOCH, OSBHAUCH IIPH3HAKH
pesucteHTHOH K papmakorepanuu Tspreaort CH, obycaos-
ACHHOV OUBEHTPHUKYASPHON CHCTOAMYECKON AUCPYHKIIMeEH
U AHAQTaIMeH Bcex moaocTed cepana. B 2016 r. marmeHTKa
6s1aa rocrimraausuposana B PHIIIIK aas pemenus Bompo-
ca 0 HEOOXOAMMOCTH IPOBEACHHUS TPAHCIIAAHTAIIMH CEPALTa.
ITpu OxoKI' BosiBAeHbI BopaskeHHas auaaramma AOK u cde-
pHUYECKOe PEMOAEAMPOBAHUE CEPAL, OUBEHTPUKYASIPHAS
CHCTOAMYECKAs] AMCPYHKIMS M NPUSHAKU HEKOMIIAKTHOCTH
MHOKApAA B 06AaCTH HIDKHET, 3aAHel 1 60KoBoit creHok AK,
a Takke Bepxymku U cBoboaHo crenku IDK. ITapamerpst
Ox0KI' (Cummcon): KAO AXK 272 ma; KCO AXK 241 ma;
OB AK 22%; KAA AK 71 mm; GLS AOK - -7,0%; KAO
IDK 51 ma; KCO IDX 39 ma; OB IDK 23,5%; GLS IDK -
-8,8%; runmepTpodus MOAEPATOPHOMN CBS3KU U CBOOOAHOM
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1 TabneTka 2 pasa B CyTKU

UBabpaauH
bonbLue Bo3MoxKHOCTel B 0HOM TabneTke
L1 NALMUEHTOB CO CTAabWNbHOM CTEHOKapaueN!

B 6 pa3 meHblue
NPMCTYNOB CTEHOKapauK'

Tyyie nepexsocHMocTh
thM3n4ecKon Harpy3Ku'

Bbilue Ka4ecTBo
JM3HM naLuenTa’

Vi S5 S M WeAGpAIWA/25 W weronporor st 75Mr/25mr75Mrmsa6panwna/15 I MeTonponona; UKMAMKOp® Sr/SOMT: S M WeaGpanuka/S0 M Meronporon;
ViunnwKop® 7,5 wr/S0 ur: 75w NeveHHe CTaGuTEHOT CTEHOKAPMN Y B3DOCTIBX NaUHEHTOB C HOMATLHEM CHHYCOBLIM

puTOM, COCTC TeX e [03aX, 11a6nerka2
232,11, YTPO 1 5400, 5 s ey Sasan TROM KUKOCTH. (POBM NOBLILAETCA NpH ApHEMe ¢ nuued. ITor
oK Wnnnwop. neqyeT npoBopTs
MOHOMpENapaTan WBaGpagUHa 1t Meronponona ﬂpM nuwewuu HEFOCTaTOUHOCTH: IpH BEMUYHE KIUPEHCA KDEGTUHIAA BblLe 15 WA/MUH HE TDE6YeTCA UIMeHeHIA A0 it CHITKEHMN KIVpeHCa
HoCTH: TeSeHOAHOf HELOCTOAHOCTHOCOeLE CTefe TAKECT IDINEHSTS  OCTOPORYGCT),

nawewamc NIeyeHouHol (HOCTHIO TAKENOM CTeren it Ta: y
i TaiTensHOCTS ApyTM npe-
naparam Tpynn F AYBCTBUTENbHOCTH), 3 T2KKE K BCTOMOTTsHbiM BELIECTEN; BHIDEXEHHaR Wl CHMITONATHNECKEA GpaUKapAMA; KapIUO-
e ik TP AHgabHT wrekabae (UM ko Togoponte s MM, eI 6noKafoit | crene, runotexsvei (AT)

(cne 100 MM PT.CT) WM TAXEIOH CePAEUHOT HEROCTATO! HOC a6

(AV) 11wl cremern; Twence S50 prcr) OCTpaA CepAesHar He-

'AOCTTONHOCTS; y NAUYIEHTOB, MepHOAUeCt

PbiX CepAeUHbIt pHTM OBecries-
BATCA TONbKO NOCTORHHOI KAPAHOCTHMYMAAEH) HECTABHTSHaR CTEHOKGPRMR; TRXETOE

TS TR EFOCTRTOUOCT

p YP3AG, Taki Ka
TUHOTVKN FpYTs MAKDOMMR AKO3aMMLIAH wmﬁmops BIY nporease (HendvHasHp, PHTOHABUP) M Hea3010K; annoapemen
D win GepewerHocTs, rpyaHoe p
4018 ner i i ﬂauwemvcmepewo nmpa»«ewou Toie.
HONHOM HEJJOCTaTONHOCTEO (MeH Yaiing: T Jo. HeglocTarosocT 300exta
K0 CraunbHO C i B KasecTa i Epann CTAT O CTetOKGpA, TOCKO 34b¢ekm 2 sacrory cep YRUCTONX
i nescrave cep y Korpons 4CC: Canok

i C, 3K wnn 24 Hapyuesws
Vinunop* naumenTam ¢ H TPEACEPAI T YTV TATENM BTV, COTSAHINA QY CHYYCOBOTD 7o OB PCK PESSHTAR G-

GpunnAL npeqceppi. naLeKTaM [
AanbHeiwem NPUMeHeHnK BabpaauHa AOMKHO BbiTb eule pa3 TauMeHTbI ¢

XPOHAECKO! CePAEUHOI HEAOCTATONHOCTHO e DY EHHRNA SHYTOIAENYI0KO0 DOBORAMOCT (61OKa1a 1EBOt WTH TD2GO HOKKH yKa TWCa) W AEYEOHKOBOI! AMCCHHXDORER 0T
J MaLIHEHTO C Hir3Koi YCC: NOTHEONOKa3aH, €CTH 40 Hauana Tepanan YCC & oKoe cocTasnser eee 70y ECT Ha goHe Tepanan Haomogaer-
A CTOfKoe Chuxenvie YCC 8 N0KOR MeKee S0 YA/, Wiy NaUHEHTa BOSHUKAIOT CHMITTOM, CBA32HHbIe C GpaAKaDEEN, HEOGXORUNO YEHbHT5 A03Y NPeNapaTa, NEpeiA Ka npyiem penaparos wa

‘OCHOBE MOHOKOMIOHEHTOB, /40 AOCTXEHIA ONTMMANHOI! F03b1 METOTIPONONA, W OTMEHWTb JIeveHie. npuMererme C ieny KanbLyiesbix Karanos (BMKK):

XCHIVOK NYHA npivitsrs ¢ 0. HcymT He cpasy nocne A
crenen:c 5. 15 /i) 0. oy naLy-
€HTOB C NWTMEHTHOM i o "

nocTene

HO, HETATET:HO, B TeUEHHE HE MeHee 2 HEAENs, OTHOBDEMERHO HaHMIHEA AMECTHTETsHYI0 TEDATIH, ECTH HEOBXORAMO. B Cysae NORBTEHIS  MaLYIEHTa TIOGBIX CHITONOB OTMEH, CHIKEHHe 20361
JHOMKHO GLTb Gonee nOCTeneH M. ApTEpMTHaR FVINOTEHSHA: € OCTOPOXHOCTIAO, MM TAKENOi aprepansHoit rvinorern (A] wenee 90/50 M PT.CT) MUNEHEKYE TpOTBONOKa32HO. OHEPHATAMA

ipencepui - cep nenyer pariee, Yew uepes 24 uaca noc
< QTumy npenapars, HasHat
nepreawet i Tepani: Al y CBporxnansHOM acToi n YOBT:
< 10 1 npi T8a. T 1 N0gob
npenaparos. AMarHose TpHMEATD crenyer s ansaa-
APeHOGNOKATOaMH, MTaUMEHT C CaXapHbIM AMGBETON: CTAYeT MpUMEHAT C OCTOpOKHOCT B TOM HACTE, TaXMKap-
Avio). CreHoKapaua NpMMeHeHie yBennuTy o m(my npmynoa CreHoKapaM MpuHLeTana. Hpmenenme KaPAHOCENEKTUBHbIX
1 " 15KO NOCrE TIjaTens-
HOM OLieHKM OMb3bl 1 PHCKa. MO MoryT Tipu npueme 0611aR aHecTesns: Neuﬁxnnmo MpenynpenyT
Bpava- Tonkocrs
48 vacos if anecresun. MaunenTsl i MaUMEHTOB, N All wm 4CC
MOXET NDUBECTI K HEAOC p OCTOPOXHOCTIO, CTBUTENEHO
W yCUIUBRTb TAXECT i r-recta
TIpOTBONOKa3aHHbIE COUETaHUR: MOLLHbIE WHTHOVTOPb U3odepmeHTa CYP3Ad; yMepeHHbie WHFMEHTOpbI uaoaaepmma CYP3A4 (unTiasem wnw epana-
),  neKapC pencTsa, ynuHAIoLLve WiTepsan QT, rpeMn¢pyTosuM oK, BapBUTypaTHl, TMMOTeH3MBHbiE NEKAPCTBRHHIE NPeNapaThl Liek-
TPanbHOrO AeCTBA, aHTHAPHTMMYECKUE Npenapatl | knacca. C NpUMeHeHHe ¢ LMYPETUKN (TMa3ugHble W «neTesbien QUypeTHKn), Apyrie
yMepeHHsie UHTBUTOpbI CYP3A4, wHayKTopbI CYP3A4, mHayKTopbi VPzDe WHIMGTOpS! CYP2D6, nwgokamh, TTHK, Hit-
TpaThi, CepaedHbie 6 1 MHTUGHTODSI MOHOBMVHOOKCAAa3, aApeHanN, e IpenapaTs, WHCyTMH 1 Nepo-
PanbHble CaxapoCHIBKaIoLMe NpenapaTbl, KOMGHHALIMM, KOTObIE HYXHO NDUHUNAT BO BHUMaHUE: TPMLIMKAUYECKe i MednoxH, (s/6), anbiga-anpe-
HOBTOKQTOpS, MDAMEARNGIE 8 YPOTOTIA, 3prOTaMH, KYDAPENORJBHBIE MAODETZKCaHTS, TOKTAGEHNH, AHTaLWS. TlpoTvBonoKazaH. Buauve. Ha
CrocoBHOCTb YpaBATL i Nauentos.
) y repanul. Odeb
Geccon nwBocTs Heer-

voctsspeun paaapan, A G0k | creness (ygmwe witepsana PQ #a )
y e TOTeH47, OJLIKA P QSISECKOR aTPYSe, TOUKOTa, SEN0P,AZPEA, GTW 8 XYBOTe, POTa aPY Ve TUOALD Hedacro
oboctpere OCTH TCIINECKX 1 DAk, OHAMGHAS,

kgl e CONGinGs, NSpECTE e, T, A Spein, unnonMs, BepTH 6nokana | creneHw, ouyuene

ORURS, GOFOCTESH, HHCHESPOTHLECKNR DT, KOXHZACl, BCTPORNECKHE VHEHERHA KON, GATVEHILE, TTEPIDOS, TKCPHES, LS CYIOPOTH NOLESH CTa i, T, e
3KT. Pego: Th, TpeBora, popy

L cness, Wy 8 yuwa PHIT, CYXOCTb CIM3UCTOR nonoCTIA pTa, Avcres3s,
AT, DY YA e, SDITENR KORHI Y, T, NLEAH3A TaBOcTs
4R Qe PEAKO: NeiKONeHIA, AenepCoHan3ag, aNHesws, myxora, AV 6nokaga ll ull crened, (nnnpw o tocst mny(oaorayzna yuauenre
W yTRKeneHe npicTy i GUBpo3, renamr, pTpanTs, 60ne3Ho MeiipoH,
Msaﬁpanun- ] ¢ Py i e
yCOBOM Y. 4CC. Usabpapns jeay
Y uew gosb,

/Aax 0
TAGnETKH, TOKATE TIEHOMHOR OBOTOUKOR, 5 i + 251,75 M + 25 W1 5 M+ 501,75 Wr-+ S0, o 14 TaGnerox s 6nucrep (TBX/An). Mo 1,2,4 6 fmmepus CuHCTpyKUMein
TIOMEDMUCIONY DAMEHEHHO B T2y KaPTOH .
6paTHTECH K MHCTPYKLAN

1. Divchev D. et al. Cardiol Ther. 2017;6: 239-249. [lnsues [l. v coasT. Kapavionorus u Tepanus. 2017; 6: 239-249
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Tabanma 1. Pe3yabTaTs! cerperajoHHOro aHaAu3sa ceMbu rmpobanpa K.

Cemps npo6anpa K. | KCNAS MYH7 ACTCl1
YaeHbI ceMbH ®enornn KMIT
III: 1 (mpobanp,) HKAX + AKMIT (KAA 63 mm, B AXK 36%) + + +
II: 1 (oren) KMIT ge soisiBaero (OB ASK 67%) + - -
II: 2 (MaTs) HKAX +AKMIT (KAA 65 mm, ®B AXK 39%) - + +
ITpeauxrop narorennoctu (revel score) 0,205 0,737 0,915
Upentuduxarop B 6ase pauubix (dbSNP) rs17215409 15730880924 rs751044644

«+> — HOCUTEABCTBO MYTalliH; «<->»> — OTCYTCTBHE MyTalJHUH.

Puc. 4. MPT cepaua mpobanpa A.
¢ annatanueit AOK u 6usenTtpuxyastpasiv HKM

B) xouTpacTtHOe ycuserne MPT:
B IIPOEKIIMH 110 KOPOTKOH

A) mpoexuus 1o KOPOTKO# OCH:
OTYETAMBO BU3yaAU3HPYETCS

ABYXCAOMHAs CTPYKTypa 0CH HaBAIOAQIOTCS

muoxappa AOK u ITK, HMHTPaMypaAbHbIe AMHEHHbIe
C COOTHOIIEHUEM 30HbI OTCPOYEHHOTO HAKOIIAE-
HKC\KC =34. HUS TAAOAMHHS (30HBI MHOKAp-

AMaAbHOTO $ubposa B o6aacTi
cpeanux cermenToB MOKII,
60KOBOM, 3apHe-60KOBOM

U HIDKHe-AMadpparMaAbHON
ob6aactu AK).

crenku IDK (9 Mm); cucroamdeckast 9KCKypCcUs TAOCKOCTH
TPUKYCIIMAAABHOTO KOAbIA (TAPSE) 10 MM; MHAEKC MacChl
MHOKapAa cocrasua 217 r/m? macca muokappa AJK - 388 1.

B pesyabraTre MPT mccaep0BaHUS cepAlla BBLIBACHBI 3Ha-
YUTEAbHAS] AMAQTAIIUS A€BBIX OTAGAOB CEPAIIA C CHCTOAMYE-
cKoi aucoyHKIMer u 4 ocHoBHbIX npusHaka HKM c coot-
nomennem HKC/KC (17 mm/Swmm) = 3,4 (amaararus
AOK m AByXCAOMHASI CTPYKTypa MHOKApAa IPeACTaBACHBI
Ha pucyHke 4A). KoHTpacTHpoBaHUe rapOAMHHEM IO3BO-
AMAO OIIPEACAUTb AWHEHHbIe 30HBI PaCIPOCTPAHEHHOTO
$ubposa muokapaa (puc. 4B).

Ilpy OHOXUMHYECKOM HCCAEAOBAaHHMHM Y  IIAllUeHT-
Ki A. HaOAIOAQAOCH IOBBIIIEHHE YPOBHS CHIBOPOTOYHOIO
N-KOHIIeBOTrO IpeAlleCTBEHHHKA MO3rOBOTO HATPHIypeTH-
4eCKOro IenTruAa — 1423 nr/MMOoAb 1 pepMeHTOB IIUTOAM3A —
tpancamunas (AAT 217 E/a, ACT 297 E/a). Cumnromos
CKeAeTHO MHUOIIATHUH 1 CHIDKEHUS] HHTEAAEKTa OOHApY>KeHO
He 6b1A0. ITpH ceAeKTUBHOI aHTHOTPadUU [TATOAOTHH KOPO-
HApHBIX ApTEePHI He BBIIBACHO.

Ilpu anasmse pOAOCAOBHOM IAIIMEHTKU A,. BBISBACHBI
HeOAArOIpHsTHBIE KAPAHOBACKYASIPHBIE COOBITHS Y POA-

CTBEHHHUKOB I10 MaTepuHCKoi auany — panaue BCC uaeHoB
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Ta6amna 2. Hozorornyeckas
KAQCCUQUKALI CAOXKHOTO ceMerHoro ¢perormma KMIIT

Yaenpt

cembrt Kaaccuduxanus MOGE (S)
I:2 Mpinc [brady] OuGapEcmvnr [p. A373V] +ACTCl1 [p. S283G] Sy
II: 1 MpncOuGanEemynr [p. p- A373V] +ACTCl [p. $283G] Si

Puc. §.Teneasoruyeckoe Apeso Hpo6aHAa A.

I /gij BCC 40 aer

1I
65 aer
111 x
BCC 36 aer TC 50 aer
v

BCC - BHesamHas ceppevHast CMePTb,
TC - TpaHCIAAHTALHS CEPALIA, CTPEAKON yKa3aH IPOOaHA,
O - My»cKoi moA; O— 5KeHCKUH II0A;
H vau @ - 3a60A€BILMIT HOCUTEAb My Tal{Uu;
/ — rubeAb HHAMBHAYYMA).

Puc. 6. parmeHTbI CEKBEHUPOBAHNUS I'eHa
LAMP2 y npo6anaa A. 1 YA€HOB CeMbH

LAMP2: c.864+1C>T

1
e %M” A

j

IIpo6anp (111:1) M f ~JA 5 M/\NMA
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Ta6anmua 3. Hosorornaeckast KAACCHPUKAIIMS
¢penoruma KMITy manuentku A. ¢ 60ae3Hbpio AaHOHA

Kaaccnpnkamms

Tpo6ana MOGE(S)

MDanon(D+NC+H)O H[1ALT, 1AST, {LDH, {BNP ]

III: 1

GDe Novo EG-[LAMPZ: c.864+1C>T] UD-IV

Puc. 7. szobpaskenne MPT cepata marmenTku B. B AByX mpoexmsx

B) npoekuus 1o KOpoTKoit ocu
(nabaropatoTcs runeprpabexy-
ASIDHBIE 30HBI B CPEAHHX

A) IpoeKuys o AAMHHOI! OCH
(oTueTauBO BusyasusHpyercs
ABYXCAOHHAS CTPYKTypa

muokappa AJK u MexTpabexy- CerMeHTax IepeaHeH,

ASIpHbBIE KapMaHBI. 6oxoBoi1 u HukHeit crerxn AOK).

cembu B Bospacre 40 1 36 AeT (AeAyIIIKa M ABOIODOAHBIH 6par).
Y aouepu u Matepu nnpobaspa A. nmpusnakos KMIT uau Apy-
rux MOp$OQyHKIIMOHAABHIX H3MEHEHHUIT CepALIa IIPH 06cAe-
AOBaHUH He OOHapyxeHo. [eHeasorudeckoe ApeBo ceMbH A.
B YeTHIPeX IOKOACHHUSX IIPEACTABACHO Ha PUCYHKe 5.

C y4eToM ceMeNHOro aHaMHe3a (B COOTBETCTBHUY C IIHCh-
MeHHBIM MHPOPMHUPOBAHHBIM COTAACHEM) MALJUEHTKe GBIAO
IPOBEAEHO TreHeTHdeckoe HccaepoBaHue. Ilo pesyabraram
NGS, y mpobanaa A. 6p1Aa 06Hapy>KeHa CIIAAFCHHT My TaIjHsl
reda LAMP2: c. 864+1C>T. MeTop npsIMOTO CeKBEeHHPOBa-
Hust 10 CeHrepy ObIA HCIIOAB30BAH AASI T€HOTHUIIUPOBAHHS
POACTBEHHHKOB MAIUeHTKH (MaTbh U AOYb) U OIpPEACACHHUS
HACAEAOBAHUS BBLIBACHHBIX BapUAHTOB. Y MaTepu U AodUe-
pu ykasanHast myTanust LAMP2 He o6Hapysxena. CoraacHo
TIOAY4EeHHBIM AAQHHBIM (parMeHTbl CeKBEHHMPOBAHHS TeHa
LAMP2 npeacTaBAeHbl Ha PUCYHKe 6), BbIIBACHHAS MyTa-
uus y mpobanaa A. ssasgercs de novo (copaamueckas
myranus). Ha ato ykassiBaer LAMP2 oTpHIaTeAbHBII TeCT
y MaTepu. Brosorudeckuii MaTepraA OTIa He OBIA AOCTYIIEH
AASL QHAAWI33, OAHAKO OTCYTCTBHE y HEro IpHU3HAKOB HoAe3-
HH H IIPOAOAKHTEABHOCTD XXHM3HHU OTIIA A0 65 AeT HCKAIOYa-
IOT HOCHTEABCTBO MyTAIlMH U 0OAe3Hb AAHOHA, IIPU KOTO-
PO¥i CpeAHSISI AAMTEABHOCTD JKUM3HH Y MY>KYHH COCTABASIET
1946 aer.

Takum o6pazoM, 60Ae3Hb AaHOHA y MaLUeHTKU A,. IOA-
TBepXAeHa reHetudecku. [IpeacTaBAeHHBIN CAOXKHBIN QeHO-
i KMIT MOXHO OOBSICHUTD HaAMYHeM AeQUIUTA IIPOTe-
uHa LAMP2, BrisbIBaromero pasBUTHe CHCTEMHOIO AH30-
COMAABHOTO HAKOIIAEHMSA — IAMKOTeHo3a. Crenu¢uueckas
KMII, ¢ yxasanueMm ¢peHOTHIIA M TEHOTHUIIA [I0 HO30AOTHYe-
ckoit kaaccudukanmu MOGE (S), npeacraBaeHa B Tabam-
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1ie 3 B BUAe OYKBEHHOT'O MEXAYHAPOAHOTO UHAUBHAYAABHOTO
KOAQ 3a60AeBanuA [6].

B mpeacTaBA€HHOM KAMHHMYECKOM HAOAIOAGHHU OUBeH-
tpukyaspubii HKM sBAsieTcs XapaKTepHBIM aHaTOMHUYe-
CKMM CHHAPOMOM M COCTaBASIOIIMM KOMIIOHEHTOM CIIeIjd-
¢myeckoir KMII mpu MOHOreHHON AM30COMAaABHOM IATO-
asorun — 6oaesHn AaHoHa. OTCyTCTBHe OOIIEIPHHSTHIX
kpurepues HKM Ha $oHe cOmyTCTBYIOIMX M3MEHEHUH —
3HAYMTEAPHON AMAQTaIlMM KaMep CepAlla, BBIpaXKeHHOM
CHCTOAMYECKOH AMCOYHKIIMH M TMIepTPOPUH MHOKapad —
3HAYUTEABHO YCAOXKHSIET MHTEPIIPETAIHIO Pe3YABTHPYIOIINX
AQHHBIX COBpEMEHHbIX METOAOB BU3YaAU3ALIUH.

Kannnuyeckoe HabAr0pAeHHE 3.

[Manuentka B., xen., 1991 r.p., obparuaace B 2016 .
B PHIILIK ¢ xaro6aMu Ha KOAIOIIME U HOKOMME OOAH
B 00AACTH CepALI, YyBCTBO CepALieOMeHus mpu OBICTPOI
x0Ab6e 1 opbiKy. [Tpu ¢puanxasbHOM 06CAEAOBAHMH: acTe-
HUYHOE CAOXKeHHe; KOXKHbIe MOKPOBBI M CAU3HCTbIE OOBIU-
Hoit oxpacku; AA 115/75 mmprt. ct.; HacToTa ceppedHBIX
cokpameHuit 67 yA./MUH; cepAeYHble TOHBI PUTMUYHBIE,
KOPOTKHMM CHUCTOAUYECKUH IIyM B TOuke BoTkuHa; aApixa-
HHe Be3HKYASPHOE, XpPUIIOB HeT; IIAABIIATOPHO YBEAHYEHHS
IeveHH U nepudepuIecKux OTEeKOB He BbLiBAeHO. I1o paH-
HbiM DKT' - cuHycOBBI pUTM, yMepeHHasl CHHycOBasi bpa-
aukapausi ¢ YCC 53 ya./MuH, HOpMaAbHOE ITOAOXKEHHE
9AEKTPUYECKOH OCH CEpAIId; II0 AAHHBIM XOATEPOBCKOTIO
MOHUTOPHUPOBAHHMS — HEMATOAOTMYECKOe KOAMYECTBO
npeacepanbix axcrpacucrtoa (133 B cyr.). Ilpu DxoKT
BBISIBAEHBI 30HBI I'MIEPTPAOEKYASIPHOTO CTPOEHHS] MHO-
kapaa no tuny HKM Ha ypoBHe cpeaHero u BepxyniedHo-
ro cerMeHTOB 60K0BOI1 U HIKHel cTeHok AJK (oTHOmeHHE
HKC/KC >2), a Takke APX B cpeaHeil TpeTH IOAOCTH
AOK; HapymeHHe AOKAABHON COKPAaTHMOCTH CpeAHe-60Ko-
BOTO H BepxylIedHO-60koBoro cermenTos AJK; HesHaum-
TEABHOE CHIDKEHHe IAOOAABHON CHCTOANYECKON PyHKIIUH
(OB AXK 52%) mpu orcyrcrsum pAuaatanun AOK (KAO
88 Ma, KCO 42 ma, KAA 55 mm). Ilpu MPT wuccaepo-
BaHHM ObiAM BbisiBAeHbI Bce mpusHaku HKM B obaactu
BEepXYIIKH, ITepeAHero, 6OKOBOrO M HIDKHErO CerMeHTOB
NAK  (xpuTepum: ABYXCAOMHDBII MHOKAapA; OTHOIIEHHe
HKC/KC=17 mm/4 MM=4,25; coobmamomuecss C IOAO-
croio AJK  MexxTpabexyAsipHble KapMaHbl); TPU3HAKOB
$ubpo3a MHOKApPAA IPU KOHTPACTHOM YCHACHHH He OOHa-
pyXeHo; mpu HekoHTpacTHOH MPT-koponaporpapuum —
HOpPMAaAbHAsl aHATOMHUS U IPOXOAMMOCTb KOPOHAPHBIX
aprepuii. M3obpaskenus cepara B AByx MPT mpoexnumsix
IpeACTaBACHBI Ha PUCYHKe 7.

B pesyabrare aHaAM3a AQHHBIX AaHAMHE3a U PeTPOCIIEKTHB-
HOM OlIeHKU MEAUITMHCKOM AOKyMeHTalluu B mepuop ¢ 2009
o 2015 r. 6BIAK ITOAYYEeHDBI AOTIOAHUTEAbHbIE BAKHBIE CBe-
AeHust: 1) 5Kar06bl Ha OABIIIKY, YTOMASIEMOCTD H TIOSIBAGHHE
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nepudeprUIecKUX OTEKOB, a Taioke MaHHPecTarss HKAJK
(mpu OxoKI B AuMHAMMKe) MOSIBUAMCh y MAaljUeHTKU B.
BO BpeMs TpeTbeil GepeMeHHOCTH; 2) BrepBble de novo
TUIEPTPAOeKyAsIpHOE CTPOEHHe BEPXYLIKH, IepeAHel
u 60okoBoit creHok AJK 6b140 06HapysKeHo B 2015 . B 3-M
TpuMecTpe 3-eil 0 cYeTy GepeMeHHOCTH; 3) IO AAHHBIM
mpeAbIAyImux cepuitHbIx JxoKI (a0 2015 1.) IIPU3HAKOB
MOpPQOCTPYKTYPHBIX M (QYHKIIMOHAABHBIX HM3MEHEHHI
cepalia He OBIAO 3apeTrHUCTPUPOBAHO.

C yueToM cemellHOro aHamHe3a (He YTOYHEHHbIe
06CTOSITEABCTBA PAHHE!N CMEPTH MaTepH B Bo3pacTe 29 Aer,
HaAMMHe TPOHMX AeTeil) GbIAO NMPHHATO pelleHHe O Mpo-
BEACHUHU T'€HETHYeCKOrO TeCTHpPOBAaHHUsS. Y HanueHTKH B.
OBIAO IIOAYYEHO IHCbMEHHOe HHPOPMHPOBAHHOE COTAQ-
CHe Ha IPOBEAEHHEe MOAEKYASPHO-T€HeTHIeCKOTO HCCAe-
AoBaHus. B pesyapraTe mpoBeaeHHOTO CeKBEHHpPOBAHHS
(NGS) renomuoit AHK c mnomompio KoMMepyYeckoit
maHean TruSight Cardiomyopathy Sequencing Panel
(Illumina Inc., US) marorensbx myTanuit B 174 anaausu-
PYeMBbIX reHaX He OOHApPYKHUAH.

B 2018 r. manjmenTxke B. u ee peTam (9, Su3l AeT) npose-
A€HO KAMHHKO-HHCTPYMEHTAABHOE HCCAEAOBaHME: QH3H-
KaABHBIH OCMOTp, HellpoMblmedyHoe TecTupoBanue, JKI,
Xoateposckoe monuTopuposanue u OxoKI. Ilpusnaxkos
runeprpabekyaspuoctu (uau HKM) no aaunbim OxoKT,
usmenenuit OKI' u HapymeHuit cepaeyHOro puT™Ma y AeTeit
He BBLIBUAH. Y MaTepH, HallHeHTKH B., oTMedaAach moaoxu-
TeAbHAsI AMHAMUKA — MHBOAIOI[HS TUIIEPTPAOEKYAIPHOCTH
o aaHHBIM OX0KI' MccaepOBaHUS, IPOBEAEHHOTO ABYMS
He3aBHCHUMBIMH 9KCIIEPTAaMHU: 30HA IIOBBILIEHHON TpabeKy-
ASIPHOCTH HaOAIOAQAACh TOABKO B obaacTu Bepxymku AJK
(oTMeueHa TOABKO OAHHM 3KCIHepTOM); mpusHakoB HKM,
anaaranun u pucdyuknun AOK He obHapykeno. Ot mpo-
BepeHUA KOHTpoAbHOTO MPT mccaepoBaHMS cepalia manu-
€HTKa OTKa3aAacCb.

B mpeapcTaBA€HHOM CAy4Yae y HAIlMeHTKH C IepHIIap-
taapHBIM U 06paTuMbiM HKADK Tpurrepom aast pazsutus
HKM (runeprpabekyAspHbIil audeHOMEH) MOTAM MIOCAY-
XUTb T€MOAMHAMHYECKUe U3MEHEeHMHs, BbI3bIBaeMble IIOBbI-
nreHreM 00beMa IIUPKyAUpyromeit kposu Ha 50% u yABO-
eHHeM IIpeAHArpy3KM Ha MAaTepHHCKOe cepAlle B IIepH-
0A 2-3-ro TpuMecTpa OepeMeHHOCTH. B mccaepoBanHum
S. Gati (2014 r.) y 25,4% 6ecCHMITOMHBIX XeHIIUH 6bIA
BbISIBAGH anudpeHOMeH de novo rumeprpabeKyAspHOCTH
AOK Bo BpeMs OepeMeHHOCTH U OOpaTHOe ero pa3BUTHE
y 69,2% Habaropaembix depes 8,114,2 Mecsia mocae poAo-
paspemenus [17].

O6c¢cyxaeHne

Hamu HabAIOAEHHS OTPAXKAIOT TEKYIIYI0 HEOLPEACAEH-
HOCTb B OTHOIIEHHHM ITaToreHesa u 3Haunmmoctu HKAJK.
Anatommueckn cuspapom HKM mpepcraBasier coboit

42

Puc. 8. Cxemarnueckoe u3obpaxkeHue
HepeKphIBAIONUXCSI OCHOBHbIX I€HOB-KAaHAUAATOB,
oTBeTCTBeHHbIX 3a passurie HKAK,

AKMIT, TKMIT u PKMIT

PecrpuxrusHas
KapAMOMHOTIATHS

Kapauomuonarus
HeKOMITAaKTHOTO

CTPOEHHU
muokapaa AOK

SUR2A/ABCC9

TUIIePTPAOEKYAIPHYI0 MOPPOAOTHIO CEPAEYHOH CTEHKH,
KOTOPYIO OIIEHHBAIOT C IIOMOIIbIO BBICOKOTOYHBIX COBpe-
MEHHBIX BU3YaAU3UPYIOIIHNX MeTOAUK. KAMHMYecKku cHH-
Apom HKM Bbicoko BaprabeseH — HEPEAKO COIyTCTBYeT
APYTHM 3200A€BaHUSIM CepPALIA M IKCTPAKAPAHAABHOM [IATO-
AOTHUH HAH SIBASIETCSI HEOTHEMAEMBIM COCTABHBIM KOMIIO-
HEHTOM PeAKOTO 3a60AeBaHMHSL.

Tak, B mepBOM KAMHHMYecKoM caydae (mpobams K.)
AVaTHOCTHPOBAaH CAOXHBIA ceMmedHbl ¢peHornn KMII
(HKAXK B coueranuu ¢ AKMII), acconuupoBaHHBII
c AByMs marorenHbiMu myTamusmu (MYH7 u ACTCL),
KOTOpbIe BCTPEYAIOTCs M IpU APYrux nepsuuHbix KMII
(AKMII, HKAJK, TKMIT). Bo Bropom Habaropenuu (mpo-
6anA A.) BoiaBaeH 6uBenTpuxyaspubiit HKM (c aAnaataru-
el ¥ 3HAYMTEABHON CHCTOAHUYECKON AUCPYHKIfHEl oboux
KeAyA0uKoB, ¢ runeprpodueit IDK), obycaosaennsiit de
novo MyTanueit reHa LAMP?2, sbizbiBaromeil AePpuIUT
AH30COM-ACCOLIMHPOBAHHOIO MeMOpPAHHOIO IIPOTEHHA
C pa3BUTHEM TAMKOTeHO3a — 60Ae3HH AAHOHA; B 9TOM CAy-
yae HKM — 3T0 Ba)XHBIM COCTABASIIOL[UI aHATOMUYECKHAN
CHUHAPOM MOHOTEHHOM 6oae3HH. B TperpeM HabaropeHHH
(xamHMYeckuit caydail B.) mpeacTaBaeHa mepunaprasbHas
aBoAronus npuobperennoro cuaapoma HKAXK.

Ilpu pepxux cuHppomax/3aboaesanmsx HKM sBas-
eTcs HeoThbemAeMoin uacTpio KMIT (6oaesan Aamona
u ®abpu). Kaunuveckas smasumocts HKM, comyTtcTBy-
IOIEro APYTUM cepAeuHbIM 3aboaeBanusm  (60-65%
CAy4aeB), MO-IIPEXHEMy OCTAaeTCsl HEOIPEACACHHOH [7,
30-37]. Kpaiine reteporeHHast reHeTHYECKasl COCTABASIOMIASL
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HKAJXK,koTopasi coBmapaer (MepeKphIBaeTcs) cO CIeK-
TPOM TeHeTHYeCKHX MYTalluil, BBI3BIBAIONIIMX U ApYTHUe
nepsuunbie popmbr KMIT (AKMII, PKMII, TKMII),
MOXXET CBHAETEABCTBOBATh O BO3MOXKHOM <«KOHTHHyyMe
KMII, acconuupoBaHHBIX C MyTalUsIMU [€HOB CapKOMep-
HBIX 6€AKOB>, T.H. «KOHTHHYYyM KMII>» 651 mpeproskeH
rpymmnoit utasbsHckux yuensx (M. Baldi ¢ coasr.,, 2010 1.).
CxeMaTnyeckoe H300pa’keHHe OCHOBHBIX II€PeKpPBIBAIO-
IUXCSI TeHOB-KAHAMAATOB, ACCOLMHPOBAHHBIX C pa3BHU-
tueM HKAJK, 'KMII, AKMII u PKMII npeacraBaeHo
Ha pucynke 8 [7, 36, 37, 43-48].

IIpuo6petennsie Gpopmsl (y COPTCMEHOB), pasBUTHE
HKAX Ha pone Apyroro 3aborepanus (aHeMus, moyeqHas
Hepoctarounocts, UBC) uAu ero AMHaMudecKasl 3BOAIO-
nous (npeACTaBAeHHbIﬁ HaMH TPETUN KAMHUYIECKHM CAydar
obpaTHOro passuTus nepunaprasbioro HKM) cauperean-
CTBYIOT O TOM, YTO IIATOreHe3 3TOT0 CTPYKTYPHOIO pac-
CTPOMCTBA SIBASIETCSI OOA€€ CAOXKHBIM U ITATOTeHeTHIeCKast
POAb aMOpHOTeHe3a — He eAMHCTBEHHAsI THIIoTe3a. Apyrie
naTodusnosorndeckue reopun passutuss HKAJK 6asupy-
IOTCSI HA BTOPUYHBIX MEXAaHU3MAX, BBI3BIBAIOIUX POpMU-
pOBaHHe MOBBILIEHHON TPabeKyASIPHOCTH BCAEACTBUE BO3-
AeFICTBHS SIHI€HOMHBIX PAKTOPOB Ha NPOTSDKEHUHU BCei

OB30PhI §

KU3HH HMHAUBHAyyMa [15-20]. Hampumep, mukpouup-
KYASATOpHasl AMCQYHKIMS MAM HApYyLIEHHUs MeTaboAU3Ma
MOTYT IIPUBOAMTD K HMIIEMHH MHOKAapAd, TeM CaMBIM CTH-
MyAHpyS yBeAndeHHe Tpabexyaspaoct [27]. Kpome Toro,
IOBbIIIEHHAsT TPAOEKYASPHOCTb PAa3BUBAETCS y MALMeH-
TOB C 3a00A€BaHMSIMHU KAAIaHHOTO ammapara u npu XITH,
reMOAMHAMHUKA KOTOPBIX OTAMYAETCs ITOBBIIEHHOH Ipea-
u nocTHarpyskoi [11, 13].

ITarorenes mpuobperenHoro HKAJK ocraercs Bce
elfe HEAOCTATOYHO H3YYeHHbBIM, HO I'MIIOTe33 aAAITHBHO-
ro MexaHusMa passutusi HKM HaxoAHUT cBoe IOATBepiK-
AeHVe B HEKOTOPBIX 9KCIIePUMEHTAABHBIX HCCACAOBAHUSIX.
ITosbimenue TpabeKkyAIpHOCTH (CBOEro poA YBEAMYEHHE
SHAOKAapAUAABHOl MOBEPXHOCTH) SABASETCS KOMIIEHCAIU-
OHHbBIM MEXaHU3MOM AASl YBEAMUEHHs 0ObeMa CepAedHOro
BBIOPOCA JKEAYAOUKOB C KOMIIPOMETHUPOBAHHOM COKpPAaTH-
TEABHOH (YHKIIHMEH HAU IIOABEP)KEHHBIX 3HAUUTEAbBHOMN
neperpyske AaBAeHueM/o6bemoM. IsywaroTcs u apyrue
BepOSTHbIe MeXaHM3Mbl PAa3BUTHSI THIIEPTPAOEKYASIPHO-
CTH, OOYCAOBACHHbBIE CHIDKEHHEM AaAre€3HH KapAMOMHO-
IIUTOB M3-3a HApyIIeHHS (YHKIUHM IJEeAeBBIX KOHTAKTOB
(gap junctions), KoTopble AOKAAM3YIOTCS BO BCTABOYHBIX
AMCKAX COCeAHHMX KapAMOMHOLIMTOB (C. Agnisola, 1994 r.:
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K KOM¢0PTHO“ )K“3H“ Tenepb 1 Kancyna B A€Hb

(OCTAB.* 1 TBepaan Kancyna C NpONOHTPOBAHHbIM BbICBOGOX/AEHNEM COREPXUT TpUMeTa3uauHa aurugpoxnopuaa 80 mr. MOKA3AHWA K MPUMEHEHWIO.* lanTenbHas Tepanua uwemuyeckoil 6onesHu cepaua: npodunakTuka NpuCTynoB crabunbHoii CTeHokapAMM B COCTaBe MOHO- UNi KOMOUHIPOBaHHO Tepaniu. CNOCOb
TPUMEHEHIA 1 I03bI*. BHyTpb, no 1 kancyne 1 pa3 B cyTku, yTpoM Bo Bpems 3aBTpaKa. OLieHKa Mofb3bl OT NleYeHitA MOXKET ObiTb NpoBe/eHa Nocne TPex MecaLes npiema npenaparta. lpuem npenapara cneflyer NpexpaTTh, €CAK 3a 3T0 BPeMA YyYLleRUA He HacTynuno. MaunenTbl ¢ NoYeyHoit HeZlOCTaTOYHOCTbIO/NALIMEHTI
CTaplue 75 IeT: y MauneHToB C NOYeYHOii He0CTaTouHOCTbIo yMepekHoii crenenu TaxecTy (KK 30-60 mn/MuH) pekomeHayeTca cHinketme o3bl, T.e. 1 Tabnetka, cofepxaluas 35 Mr Tpumetauauqa B Aexb. [IPOTUBOMOKA3AHIA.* MoBbiwweHHaA YyBCTBUTENbHOCTE K M06OMY 113 KoMMOHeHTOB npenapara. bonestb [lapkuHcoHa,
CUMMTOMBbI TAPKMHCOHU3MA, TPEMOP, CUHAPOM «BeCnOKOiHbIX HOM» U APYrie, CBA3aHHbIE C HUMM ABUTaTeNbHbIe HapyLLeHN. TAxenas noyeyHan HeflocTatouHoCTb (KK <30 mn/muk). HenepeHocumocTs GpyKTo3bl/caxapo3bl, Hariuue CUHAPOMA F10K030-TaNaKTo3HOi Manbabcopbiium, caxapo3o-30ManbTo3HOi HeAOCTATOYHOCT
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§ OB30PhI

OAHA M3 TEPBbIX U3YYEHHBIX MOAEAeH HeKOMIIAKTHOCTU —
rybuaTtoe cepalie AeASIHOM pbIObI, KOTOpOe CIIOCOOHO
obecreunBaTh AA€KBATHBIA YAAPHBIA 00beM IMpPU HHU3KOM
AABAGHUH C IOMOIIbI0 KOMIIEHCATOPHOM IICEBAOTUIIEPTPO-
$un) [11, 36, 37].

Taxum 06pa3oM, MHOXeCTBEHHBIe TeHeTUYeCKHe Aedek-
b1, BoI3piBatomue HKAJK, sHaunTeAbHast BaprabeAbHOCTD
KAMHUYECKUX H CTPYKTYPHO-QYHKIIMOHAABHBIX (EHOTH-
nos HKAXK [36], AeTaAbHO He uU3y4eHHbIE U He YTOYHEH-
Hbleé MEeXaHH3Mbl B3AUMOAENCTBHUS IATOTeHeTHYeCKOIo
«KOHTHHYyMa CapKOMepHbIX M HecapkoMmepHbix KMII>,
BBI3BIBAIOT COMHEHHS M Pa3HOUTEHHUS y BEAYIUX OKC-
IepTOB — KapAMOAOTOB, T'€HETHKOB, IaTOPHU3HOAOTOB.
Bonpocsr mo pasrparmyenmo HKAJK, kak Hozosormyecku
camocrositeabHOM KMII mAM Kak COmyTCTBYIOIEro aHa-
Tomudeckoro cuappoma HKM, eme pasexu oT paspere-
HHA. AOIIOAHMTEABHON CAOXKHOCTBIO SIBAS@TCS OTCYTCTBHE
YHUQUUUPYIOIUX KPHTEPHEB AMATHOCTHKU (KpUTepHH
COOTBETCTBUS) HAa OCHOBE COBPEMEHHBIX BU3YaAH3HPYIO-
ITMX TeXHOAOTHH M HEOAHO3HAYHas MHTEpPIIpeTallus POAU
HKM (npuumna uau caepctsue KMIT). Bce Bhimenepe-
YHCACHHBIE POOAEMbI BHOCSAT CBOM BKAAA B CYIJECTBYIO-
ITYIO CErOAHS HEOIPEACAEHHOCTb B OTHOIIEHUH KOHKpeT-
Hout renetndeckoi ocHoBsl HKAJK u pAuxrytor HeoOxoau-
MOCTD pellleHHs CACAYIOIUX BaXKHBIX 3aAa4:

* AOCTIDKeHHEe NPOQeCcCHOHAABHOTO pPeKOMEHAATeAbHOTO
KOHCEHCYCa MO YHUQPHKAIIMU AMATHOCTUYECKHX KPHTEepHU-
eB HKAJK; 60Aee OCTOpOXHBIN M B3BEIIEHHBIH ITOAXOA
K Amaraocruke uzoanposannoit HKM, xak camocTosTeAn-
HoM Ppopmer KMIT;

+ IIPOBEAEHHE AAABHEHIINX MCCAGAOBAHUM C GOpMHpPOBa-
HueM MHoroneHTpoBbIX peectpoB HKAJK, ¢ aauTeabHBIM
HaOAIOAGHHEM IPOOAHAOB M UX POACTBEHHMKOB, C aHAAH-
30M KOPPEASIIIMU FeHOTHUIIOB, pEeHOTUIIOB U KAUHMYECKHX
ncxopos HKM.

IIpoBeaeHHe  reHeTHYECKOTO  KOHCYABTHPOBAHHS
U MOAEKYASIPHOTO TECTHPOBAHHUS SIBASETCS LjeAecoobpas-
HBIM AAd manueHToB, uMeomux HKADK kak B usoaupo-

BaHHOM QopMe, CAY4alHO BbISIBAGHHOM BO BpeMsl MEAMIIMH-

ckoro obcaepoBanus, Tak u npu covetanun HKAJK ¢ Apy-
rumu popmamu KMII [45, 46].

KanHMYeckoe MEAMITHHCKOE MCCAGAOBAHHE AOAXKHO
BKAIOYAaTh OO0S53aTEABHYIO OIIEHKY aHTPOIOMETPUYECKUX
AQHHBIX, OCMOTP KOXXHbIX IIOKPOBOB, I'Aa3, BOAOC, a TaKXXe
HeHpOMbIIIedHOe TeCTUPOBaHMe. TITaTeAbHBIN PEeHOTHUIIH-
YeCKHi aHAAU3 9KCTPAKAPAHAABHBIX IPU3HAKOB ITO3BOAHMT
HCKAIOUHTD APyTHe 3200A€BaHMS C NPHCYIIEH MM THIlep-
TpabeKyAsIPHOCTBIO, Takue Kak 0oae3np Pabpu, 60re3HD
Aanona nam Hynan cunpapoM. Kamnmueckuit CKpUHMHT
YAEHOB CeMbH IIePBOM AMHHH POACTBA IIOMOTaeT BbISC-
HuTh, sBAserca au HKAJK cemeftnpiM mam cmopapude-
ckuM [46]. Bce paHHBIE BaXHO MHTErpUpPOBaTh B CEMeEl-
Hble POAOCAOBHBIE, KOTOpbIe IIO3BOASIIOT TIpadrdecKu
IPeACTAaBUTb THIIBI HACAEAOBAHHS 0OoAe3HH. B cembsx
¢ HKAJK HexoTOpble pOACTBEHHHKH MOTYT UMETb H30AH-
posannyio popmy HKAXK [45], Toraa kax apyrue moryT
umers BITPC mam Apyrume ¢popmsr KMIT [11], Brarouas
KMIT u 6es HKAJK. Muoroo6pasue Bapuantos KMII
Yy POACTBEHHUKOB AMKTYeT HEOOXOAMMOCTb IIPOBEAEHUS
CerperajuoOHHOTO aHAAM3A, TO3BOASIONIErO OLEHUTDh POAb
TOM MAU MHOM MyTAaIlUH, OCOOEHHO B CeMbSIX C HACAEAO-
BaHHEM MHOXEeCTBeHHbIX MyTanuil. TijaTeabHoe ¢u3su-
KaAbHOe M KAMHHKO-MHCTPYMEHTaAbHOE OOcCAepOBaHMe
[1eAeCOOOpa3HO MPOBOAUTH BCEM YA€HAM CeMbU C TUIIEpP-
TpabekyasipHocTbio, cuHpApomom HKM maun HKAX,
HE3aBUCHMO OT Pe3yAbTaTOB TI'€HeTHYeCKOTO TeCTHUpPOBa-
Husl. Beposrasnit ponarnos KMIT HKAJK caeayer paccma-
TPHUBAaTb AASL TeX IAIIMEHTOB, Y KOTOPbIX, IIOMUMO KpHTe-
pues HKM (no panubiM OxoKI' u MPT), npucyTtcrByer
XOTsI OBl OAHH U3 CAEAYIONIHX IIpH3HaKoB: Haamdne HKAK
Y POACTBEHHUKA MAM HECKOABKHX YACHOB CeMbH; UACHTH-
QUITMPOBAHBI ITATOAOTMYECKHE MyTalluH TEeHOB, acCOIH-
uposaHHbix ¢ HKAJK; BbIABAeHBI AOKaAbHBIE Hapylle-
HHSI COKPaTHMOCTH MHOKApAQ; 4 TakoKke HAAWYHME OAHOTO
U3 TaKUX OCAOXKHEHMH, KaK KAMHUYECKU 3HAYMMBIE apHT-
muu, CH uau pom6oamboans [47, 48].

Konudrukm unmepecos He 3as6ren.
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