KAPANOMUOINATUA

Kapauomuonaruu (KMII) — rpymma 3aboneBaHMiA, MPH KOTOPBIX
TIEPBUYHO TTOPAYKAETCSI MHOKAP/I, W 3TO MOPaYKEHNE HE SBISETCS CIEICTBHU-
em BIIC, mprnoOpereHHBIX KiamaHHBIX TOpokoB, Al', UbC, mopaxeHus
nepuKapa.

®axKT TOro, YTO MYTAllUU OJHHUX M T€X e T€HOB MOTYT MPHUBOIUTH K
pasBuTHIO pa3nuuHbIX THITOB KMII 1 BHekapauanbHBIX (EHOTHIIOB, TOBO-
PUT O CIIO)KHOCTH TIATOT€HE3a 3a00JIeBaHUS M MMOAYEPKUBAET POJb JIPYTHX
reHeTH4YeCcKuX (hakTOpOB U (DaKTOPOB BHEIIHEH CPEIbI.

Kaaccupurkauus kapauomuonaruii (WHO, 1995)
Iepsuunvie kapouomuonamuu

Junaramonnas kapauomuomnartus (JJKMIT).
l'umeptpoduaeckas kapaunomuonatust (['KMIT).
PecrpuxTtuBHas kapaunomuonatus (PKMII).
ApUTMOTEHHAs AUCIUIa3us mpaBoro xkemynodka (AAIDK).
Hemuddepenupyemble KapIHOMHOTIATHH.

Cneyuguueckue KapouomMuonamuu (accoyuuposanuvie co cneyugu-

YeCKUM CUCMEMHBIM UTU HECUCTMEMHBIM 3a60ﬂ€6aH1/l€M)

Nmemuyeckas KMIIL.

Kiamannas KMIL.

l'uneprensusnas KMIL.

Bocnanurenbhas (MHQEKIIMOHHOTO U Ay TOUMMYHHOT'O T€HE3a).
MeTtabosindyeckas (TUIO/THIIEPTHPEO3, akpomeranus, (HeoXpoMo-
nutoma, CJ1, 00JIe3HM HAKOIUICHHS, reMOXpoMaTo3, aeuuut dak-
TOPOB IUTAHUSA, JICKTPOIMTHBIN JArcOaNanc).

KMII npu cucTeMHBIX 3a00JI€BaHUSX COSAMHUTEIILHON TKAHH.
KMII nipu HefipoMBIIIeuHBIX 3200I€BaHUAX.

Tokcuueckue KMII.

ITocneponosas KMII.
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[Mockonbky B knaccudukanuu BO3 ot 1996 roga He ObLT OTpaXKeH re-
HETHYECKUH XapakTep 3a00JeBaHUs, K HACTOSIIEMY BPEMEHHU CIOXKHIINCH
NPEANOCHUIKH TS IEPECMOTPa HITH TOMIOTHEHHUS 3TON Ki1acCU(HUKaLNH.

Muscular dystrophy Restrictive cardiomyopathy

Lipodystrophy TNNC1

TNNT2

hi
and other Hypertrophic

TPM1 cardiomyopathy

CRP3

Left ventricular MYH7

MYBPC3

non-compaction

SUR2A/ABCC9
Arrhythmias

Dilated cardiomyopathy

I'eHeTMYECKHE OCHOBBI KapAUOMUOIIATHN

[locnenane MOCTHKEHUS B 00JIACTH U3yUEHUS ITHOJIOTUN U MATOTeHe-
3a KapJUOMHOIIATHH OTPaKEHBI B JIBYX KIACCU(PHUKAIMIX, TPEI0KEHHBIX
Awmepukanckoii Accormarmein Cepana (AAC) u EBpormefickoit Acconma-
mueit Kapauosoros (EAK) (Maron B.J. et al., 2006; Elliott P. et al., 2008).

[IpenmymecTBaMu Kiaccu(hUKAMMOHHOTO TIOX0/A, MPEIOKEHHOTO
AAC, saBnsieTcs TO, YTO B €r0 OCHOBE JIC)KUT ITHOJIOTUS 3a00JieBaHUN U
MOJIPOOHO OTPaKEHBI TCHETUYECKHE TPUYHHBL.

B xnaccuduxannn EAK (2008) Boraenens! MmophodyHKIMOHATIBHbIE
KJIACChl, YTO JENAeT JaHHBIH IMOAXOJ][ KIMHUYECKH OPHECHTHUPOBAHHBIM,
YIOOHBIM JIJISl KICTIONIb30BaHUS B IIOBCEHEBHON KIIMHUYECKOW MTPAKTHKE.
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Hep BITYTHBIC KAPAIHOMITOITA TIIL

HaCIICNICTBCHHBIC ‘ CMETTTAHHETE U ’ TPIOGPETEHHETe ‘

— KM KM BocnanuTensHoro reHesa
— ApUTMOreHHaa gucnnasua MK PKMM (MroKkapanT)
(— HekomnakTHLIA MuUokapg, CTpecc cnpoBoLMpOBaHHbIe
t— bone3nn HakonneHua mukoreHa ("tako-tsubo ")
MNocnepoaoBble
PRKAG? HAYUMpOBAaHHEIE TaxUKapauei
Danon Y feTeil oT MaTepeil ¢ UHCYNMH-3aBUCUMbIM C[]
— bonesHu HapylweHnA NpoBeAeHNA
t— MuToxoHpransHble Muonarum
— Kananonarum
CwHppom LQTS American Heart Association. Scienlific
Cwngpom Brugada Statement. Contemporary Definition and
Cungpom SQTS Classification of the Cardiomyopathies

Cuuppom CVPT
Circulation, 2006, 113:1807-1816

Knaccudmkaumst kapamoMmonaTuii
AmepukaHckol accoumaumm cepaua (Maron B.J. et al., 2006).

KapavomuonaTuu
TKMN AOKMI AOMAK PKMIN Heknaccuouumpyemble
4_-/
—

cemeliHble / reHeTMYeCKWe He cemeiiHble / He reHeTUYecKue

reHeTU4eCKUi reHeTUYECKUM reHeTU4ecKuk
nedekT He nedekt nedekt
navonaTuyeckue

YCTaHOBNEH YCTaHOBAEH yCTaHOBAEH

Knaccudmkaums kapanommonatui
EBponeiickoi Accoumaumn Kapavonoros (Elliott P. et al., 2008).
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Kapnuomuonaruu (KMII) — rereporennas rpynmna 3aboyieBaHHI MHO-
Kap/a, acCOUMMPOBAHHBIX C MEXAaHMYECKOW H/MIM AJIEKTPHYECKOH IucC-
(hyHKUMeH, Tpyu KOTOPBIX OOBIYHO (HO HE BCET/a) BHIBISICTCS HEeaaeKBaT-
Hasl TUNEpPTPo(Usl JIEBOTO W/WIM TPABOrO KEIYAOYKOB WM IWNIaTalHs
BCJICZICTBHE Pa3HOOOPA3HBIX MPUYWH, YaCTO SBISIOMINXCS T€HETUYECKUMHU.
BaxxHoe momnosHeHUe: BPOKICHHBIE W MPHOOpPETEHHbIC KiIalaHHbBIE OpPO-
ku, Al', UBC, 3a0oneBanus mnepukapaa JTODKHBI OBITh UCKTIOUEHbI KAK
NPUYUHA BbIAGTICHHBIX U3MEHeHUli, HO MOTYT MPUCYTCTBOBATh KaK COMYTCT-
BYIOII[asl TATOJIOTUSI.

B HacTosiiee Bpemsi u3BecTHO Oosee 60 reHOB, ONOCPEAYIOMINX pas-
BUTHE Pa3IHYHBIX Kapauomuonaruid. GeHOTHITHUECKUE MPOSBICHUS Kap-
JUOMHOMATAN YaCTO 3aBHCAT OT BO3pacTa, moja, pakTopoB cpenbl, KOMOp-
OUIHOCTH.

Knaccudpuramms MOGE(s) ot 2013 roga 6azupyercsi Ha OCHOBE JIBYX
BBIIIETICPEYNCICHHBIX KIaCCU(PHUKALMOHHBIX TMOAX0A0B. HecoMHEeHHBIM
JOCTOWHCTBOM SIBIISICTCSI 803MOMCHOCHb (DOPMATU30BAHHOTO OMHCAHUS
KapIMOMHUOIIATHH U B IEJIOM HO30JIOTHHU, & TAKXKE 803MOINCHOCHb B XOIE
JUHAMUYECKOTO HAOMIONICHHS 32 TMAlMeHTOM JOIOJIHATh ¥ KOHKPETHU3IUPO-
BaTh ONHCATENbHYIO CXeMy TeueHus 3a0oneBanus. Kiaccudukamnms
MOGE(S) yuutbiBaeT 5 XapakTepUCTHK KapJAHOMHONATHU: MOPPOPYHK-
nuoHabHBIN Kimace (I'KMIL, AKMII, PKMIL u 1.1.) (M); mopaxeHue op-
raHoB (O); reHeTHYeCcKuil, B TOM YHCIIEe CEMEWHbIH, XapaKkTep HaclieqoBa-
Hust (G) M TOYHYHO 3THOJOTHYECKYHO XapaKTePHCTHUKY ¢ MOAPOOHON WH-
(dhopmarmeit o reHermdyeckoil wiu HereHetwdeckod mpuumHe (E); Taxke
MOXeT OBbITh Jo0aBieHa WHGpOpMAIUSA O (YHKIIMOHAIEHOM COCTOSHUHU
MHOKapza (S), KOTOpoe ONMCHIBAIOT C UCIOIb30BAaHUEM CTAaIUM cepledHOn
HegoctatouHoctd A-D, npennoxkenHblx AMmepukanckoil Komnerueint Kap-
nuronoros/ Amepukanckoir Accommanmeit Cepana (ACC/AAC) u dyHk-
IUOHANBHBIX KiaccoB [-IV, mpennoxeHHbIX HL}O-fIOpKCKOI?I accolnuanuen
cepana (NYHA). JTo6asnenue (S) octaBuiau GakyIbTaTUBHBIM, €TI0 CIIEAY-
€T HUCIOJIb30BaTh [0 YCMOTPEHHUIO JICUAIIEro Bpaya.
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MOGE(S): knaccudurkauua KapguomuonaTtuin

M — mopdo-PpyHKLMOHANBHbIN TUN

{2013 r. O — BoBNEYEHHble OpraHbl
: G — reHeTU4EecKMe UAu cemeiHble
E — stuonoruna
S — cragua XCH (ACC/AHA (ctagua A-D), NYHA (@K I-1V)
TKMnN — Gonesuw ®EHOKOMWK TKMI
CapKomepa
AMWArHOCTHKA Ha
AOKNHHHYECKOH CTagMKn TPaHTHPETHHOBEIT amHAoHp 03 bonesHe Tabpu ATarcua Opupeiina
MHOHGA[IEG- MHOH+NGA[1EG—TTR+ MHOH+N+KGX4.EG—GLA+ MHOH+NGAREG—FKN+
MYH7 [p.Argd03Glu] H—TKMN H—TEMN H— rKMN
H—TKkMnN H — cepAue, N — HepeHan cuctema  H — cepaue, N — HepeHad H — cepue, N — HepBHaA
H — ceppue AD — ayTOCOMHO—JOMMHAHTHBIA TUR  cMcTema, K — nouku cHcTema
AD — ayTOCOMHO-A,0 MM HAHT HBIIA HACNEQ0BAHMA X-L —X — cyenneHHEI THI AR — ayTOCOMHO-peye ccHBHbIR
THN HACNEOBAHHA G — reHeTHuecKan (TTR) HacnepoBaHuA TMN HACAeAOBAHMA
G —reHeTiueckan (MYH7) G — reHeTideckan (GLA) G — reHeTiieckan [FXN)

Eliosa Arbustini et al. (Journal of American College of Cardiclogy, 2013, Vol.62, N.22):
«COBOKYMNHaA YacToTa KapgWOoMMHONAaTHIA reHETHYECKOH 3TMONOrMM CONOCTaBUMA C TAKOBOH ANA
APYrMX pacnpocTpaHeHHbIX sabonesaHmWid, BKAKYAsA MHOMME BUARl paKkay.

Knaccudmkaums kapanomvonatuii MOGE(s).

O6o03nauenre «MophodyHknroHadpHb» (M) ompemenser ommca-
TENbHBIA auarHo3 ¢eHotuna (Mp = auiaTalMOHHAs KapIUOMHOIATHS,
My = runeprpoduyeckass kapaumomuonatus; Ma = apuTMOTeHHasi TpaBo-
xenynoukoBasi (ITK) kapmuomuonatus (ATDKK) mnu apurMoreHHas uc-
miazus  cepama  (AJIC); Mg = pecTpukTHBHAS ~ KapAHOMHOIIATHUSA;
M_vnc = u3onmupoBanHas HexkommnakTHOCTh JIDK). Bo3MokHO omnmcanue
CMEIIIaHHBIX (DEHOTHITOB: JUJIATAIMS + PECTPUKIMS, TuniepTpodus + aua-
taiust (Mp:r wmu My.p). Taxke MOryT ObITh J10OaBJICHBI CHEIM(PUUHBIC
JUTsl KOHKPETHOTO 3a00JIeBaHMsl KIIMHUYeckue, B ToM unciie DK, mapkepsl,
HanpuUMep, AaTPHOBEHTPUKYJIsApHas  Ojokama, cuHIpoM  Bosbda—
IMapxuncona—Yaitra (WPW) u mp.

Topaxxenust opranos (O) TOKYMEHTHPYIOT KaK IMOpPaKEHUs HCKITFOYH-
tenbHO cepana (Oy). BHekapananbHble MOpakeHUsI MOTYT OBITh OITUCAHBI C
MOMOIIIbI0 0003HAYCHUH OPraHOB/CHCTEM, TAaKUX KaK CKEJIETHBIC MBIIILIBI
(On+m), oprassr cimyxa (Opsa), moukd (Opsk), HepBHas cuctema (Opin),

_5_
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neueHb (Opsp), xemymaouHo-KuledHbld TpakT (Opsig), kKoka (Ouic), 3pH-
tenbHas cucteMa (Onso) WK Opeyr AT CIIyYas 33IePKKH YMCTBEHHOTO
pa3BuTHA. 370POBBIC HOCHTEIN MyTaIllMH MOTYT OBITh ormucanbl Kak (Og).

I'eHeTHYeCKHi, WM CEMEHHBIN, XapakTep Hachemoanus (G) npemoc-
TapisgeT uHGopMarmoo 06 aymocomuo-oomunanmuom (Gap), aymocommo-
peyeccusnom (Gar), X-cyennennom (GxL), X-cyennennom peyeccuerom
(Gxvr), X-cyennennom oomunanmuom (Gx p) HaCACTOBAHUH HIH HACIEIO-
Bauuu no mamepunckoti munuu (Gy). Tepmun «cnopaduueckuiiy (Gs) yka-
3BIBACT UCKJIIOUUTEIBHO HAa HECEMEHHBIN XapakTep 3a001eBaHuUs WK 3a00-
JicBaHWE, MMEIOIIEeecs y OJHOTr0 4ieHa CeMbH, Koraa WHGOpMalus WK
JAHHBIE 10 APYTHM YIeHaM CEMbH HEAOCTYIHBI (M HE OYIyT TOCTYITHBI).

Orronoruyeckas xapakrepuctuka (E) mobasisier k onucaHuio Jexa-
IIyl0 B OCHOBe 3aboneBanus npuumby. Hampumep, eenemuueckas (Eg)
ITHOJIOTHS. MOJKET OBITh OIMKCAaHA ¢ TOMOIIBI0 KOHKPETHOTO OIOCPEIyIO-
IIEro pa3BUTHE 3a00JICBaHMSA I'eHa M MyTaluu (MyTalluii), Kak B clyd4ae
capkomepHoi I'KMII (Eg.myh7pp.argaosciu), TaKk ¥ (DEHOKONUM, HanpuMep,
CEMEHHOro TPaHCTUPETUHOBOrO aMuiIou03a (Ea-trrpp.vaisomer) U T.I. DTHO-
JorHYecKast AeTaau3alis MOXKeT BKII0YaTh MOHATUE Herocumenb (Eg.neg),
€CIT pe3ybTaT TeHETHUYECKOTo TecTa oTpuiiareseH. [Ipuunta 3abomeBaHus
MOJET OBITh HETEHETHUECKOW, HalpuMep, H30JHPOBAHHOE MOpPaKEHHE
cepaua npu AL-amunonnose.

IMTokazarenb «S» OTpa)kaeT TAKECTh XPOHHUECKON CepACYHON Heaoc-
TaTOYHOCTH.



'yokosa A.f. Jlekumns «KapauomuonaTumy

TMNEPTPO®UYECKAA KAPANOMUOIMATUA

'KMIT — HeoObscauMast runeptpodus ieoro (JIXK) n/wnm npaBoro
xenynoukos (IDK) mpu HOpMansHOM WM YMEHBIIEHHOM pa3Mepe MOJoc-
TeH cepaua M OTCYTCTBHHU JIPYTHX KapIUOJOTHYECKUX WM CHCTEMHBIX 3a-
0oJeBaHMiA, KOTOPHIE MOTYT BBI3BaTh IMOJOOHYIO BETHYHHY THIIEPTPOQPUH
(> 15 mm) no mauHBIM 3x0Kapauorpaduu (OxoKI'). TKMII moxer ObITh
JMarHOCTHPOBAaHA B JIIOOOM BO3pacTe, HE3aBHCHMO OT IOJAa M PAcoOBOM
MIPUHAISKHOCTH.

Ipyrue reHeTHUECKHE
M He- TEHETHUECKHE MPHUHHE!

MYL3 — -
TPMI » Hacnepcteennsie merafoamveckne 3abonesanns:
TNNI3 * Bonessn HAKOTNEHHS MIHKOTEH:

* MMomne

. HOHA
TNNT2 « AMPas (PRKAG2)
« Bonesnn UHETA KAPHHTHHA
+ JInzocoMHBIE BONEIHH HAKOTLIEHHA
* Angepcok-Paipu

MYHT7

MYBPC3

HenspecTHo
- 25-30%

MyTaunu B reHax
capKOMePHEIX GENKoB

\ 40-60%

N

» Hepen

+ Arakcis @ panpeina
» FHL-1 B

* MuroxosIpHLILHEE G0e3HH
+ MELAS
+ MERFF
* Crnnpomsi Matiopsanmii
* Hyman
« LEOPARD
+ Kocremno
» KIIK
* Amwionios
+ Cemeiinuii TTP
« “Muknit Tan™ TTP (cennasarii)

+ AL ammnonaos
* Hosoposaenasie maTepeii ¢ naberom
* JleRapcT BeRRO-HETYIHPOBAHHLIE

+ Takponmuyc

* [HOPOKCIUIOPOXHH

+ Creponasl

3Tronornyeckoe pasHoobpasue runepTpodrUUecKkoi KapavoMmonaTm.
MpuMeyanme: B 60OMbLWMHCTBE CrlyyaeB B3pOC/ble M MOAPOCTKOBblE (DOPMbI ABASIOTCS
pe3ynbTaToM MyTauMii B reHax CapKOMEpHbIX 6EMKOB.

Cokpatienus: AJILL — amunona nérkux ueneit; TTA — aMunonaos, TpaHCTUTETMHOBbLIM Tun; KJIK — kapano-nuue-
KOXHbIW; FHL-1 — MpoTeunH-1 YeTbipex ¢ nososuHol UM-gomeHos; LEOPARD — nieHTUro, aHomanuu 3KI, rnasHoi
rMnepTenopusM, MynbMOHapHbIA CTEHO3, aHOManuu reHUTanuii, 3aaepxka pocTa U HelipoceHcopHas ryxoTa;
MELAS — muTOXOHAPUWanbHas 3HUedanomvonaTus, nakraT-aunaos, UHCynbTo-nofobHble anu3oasl; MERFF — muo-
KJIOHYC-3nunencusi ¢ heHOMEHOM "pBaHbIX KPacHbIX BOMOKOH"; MYL3 — reH mMuo3uHa nérkux uenen 3; MYBPC3 —
reH M1o3uH-cBsa3biBatowero C-6enka, cepaeyHas usodopma; MYH7 — reH Tsxkénov uenu 6eta-muosvHa 7; TNNI3
— reH TponoHuHa I, cepaeyHas usodopma; TNVNT2 — reH TponoHuHa T, cepaedHas usodopma; 7PMI — reH Tpo-
nommosuHa 1 anbda uenb; TTR — TpaHCTUPETWH.
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I'uneprpoduueckas kapanomuonatust (I'KMII) — sto renermueckoe
3a00JIeBaHUE C ayTOCOMHO-JOMHUHAHTHBIM THUIIOM HAaclelIOBaHUs, MPHYU-
HOU KoToporo sBisrorcst 6onee 1400 myTtaunii kKak MEHUMYM B 11 renax,
KOAUPYIOIINX OeNKH capkoMepa U CapKOMep-acCOLUMHPOBAaHHBIE OCJKH,
OTBETCTBEHHBIE 32 KOHTPAKTWIbHYIO (PYHKIHIO cepALa.

OnucaHHble TeHeTHYeCKHe Ae(PEeKThl XapaKTepU3yIOTCsl Pa3HOM cTere-
HBIO TICHETPAHTHOCTH, BBIPRKEHHOCTHIO MOPQOJIOTHMYECKHX M KIMHHYE-
CKUX TpOsiBIIeHHH. B3anMOCBs3p MEXIy T€HOTUIIOM U KIMHUYECKUM (e-
HOTHUIIOM SBJISIETCS MIPEAMETOM aKTUBHOro u3ydeHus. Ilpu stom y 5% mna-
ruenToB ¢ ['KMII mpucyTcTBytoT >2 MyTaluii B OJHOM T'€HEe WU pa3iny-
HBIX TeHax. VccnemoBaHusi OKa3aid, 9TO MPUCYTCTBHE Oojiee OHON My-
Taiuu capkomepa (aBe, Tpu u Oonee) npu ['KMII yBennuuBaer TsSXKeCTh
TEYCHHUS 3a00JICBAaHUS M PUCK BHe3amHOU cepaeunoii cmeptu (BCC).

Kaaccudpuxauus FKMII no npu4uHHBIM reHaM.
Koppeasiuuu Mexny reHoTunom u ¢geHoTHIIOM
(apanTuposano u3 Elliott PM et al., 2014)

% cpeau
TEH BEJIOK TEMIT OEHOTHIIL

MYH7 Tsoxensle uenw B- 25-35% VYmepennast nimu Tspkenas [KMIT
MHO3KHa

MYBPC3 Mpuo3sun- 20-30% YmepernHas runepTpous,
CBSI3BIBAOIIUI MO3/IHEee Ha4yao O0JIe3HHy,
6enokx C XOPOIIUI MPOTHO3

TNNT2 CepaeuHslit 3-5% YMepeHHas THepTpodus, BBICO-
TponoHuH T kit puck BCC

TNNI3 CepnedHsrit <5% HckmouynTtensHas TeTeporeH-
TpOnoHUH [ HOCTb, B T.4. BHYTPU OJJHOM Ce-

MbH, BeIcokuH puck BCC

ACTC a-CepaeuHsrit penko AnyukanpHasi THIepTpo U
akTuH-1

TPM1 Tponomuosus la < 5% PazHoo06pazHsIit nporao3, BCC

MYL2 Perynaropnsie <5% CkeneTHast MUOTIATUS
ey B-MHO3MHA

TTNC1 Tpononun C penko Tunuunas 'KMIIT

MYL3 OcHOBHEIE TIeTH f3- penko CKeneTHast MHOTIATHS
MHO3KHa

AJITOPUTM IMATHOCTUKHM KApAMOMHUONATHIA,
00YCJIOBJIEHHBIX MYTAIUSIMU B TeHAX JIeCMHHA U CepeYHoro Tpononuxa I
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Kap).IPIOMPIOHaTl/ll/I,
oﬁycnonneﬂﬂue MYTallUsAIMHA
retHa jeCMMHa

KapzmomnonaTnn,
06yc.1101;.11e}mble MYTallUAMMU
reHa CepaecuHoro TponmoHuHa I

Amnamues OTSITOLICHHBIN CEMEHHBIN aHAMHE3 TI0 3a00JIEBaHUSM Cep/la
B M0J10710M Bo3pacte u/mwin BCC
niepeOou, cepieOneHus, OJIbIIIKa, 0OMOPOKU
XKamoOwl | MbInIeyHast c1aboCTh, TapecTe- | KaIo0bl, CBI3aHHBIE C TPOMOO-
31y, AeUIUT MBIILIEYHOI Macchl | SMO0NINYECKUMU OCI0KHEHUSMU
IPOrPECCUPYIOINUE HAPYIIEHHUS. | IPOrPECCUPYIOLIUE CYIPABEHTPU-
nposenenus (CAb u ABB, BHyT- | KynspHble HapyLIEHHs pPUTMa —
OKT, PHXKETyI0YKOBbIE OJIOKAMbI), ($ubpwLIALYS/ TpeneTaHue Ipe-
CMOKI' | tpebyrommue nmiutanTanuu DKC. | cepauii
IIporpeccupyromrue KerygoIKo-
BBIC HAPYIICHHS CEPICIHOTO
pHUTMA BBICOKHX TPpafamuii, Tpe-
Oyromue nMrutanTanud KBJ®
(beHOTHIT: TUIIEPTPOPUUCSCKUI / PECTPUKTUBHBIHN / THIATAIHOHHBII
BBIPQXKEHHOE HAPYILICHUE JUACTOIMYECKON (YHKIUU
OXOKI' | B03MOXEH ITepexo/i THIIePTPO- BO3MOKHO (hOpMHPOBAHUE PA3HBIX
(uueckoro peHOTHIIA B PECTPUK- | PEHOTHIIOB (THIIEPTPOGUUECKOTO U
TUBHBIN U AWIATALMOHHBIN, HE- | PECTPUKTUBHOIO) Y WICHOB OJJHOM
60JIBIII0E KONNYECTBO XKUAKOCTH | CEMbU
B IIOJIOCTH TIE€pUKapAa
b/x anamm3 yYMepeHHOE IOBBIICHNE KpeaTrnH(pochokmHa3sl MB, TpomorrHa
KpOBH
Muorpadus TPH3HAKH TPOKCHMAITBHOM 0e3 MaToIOTrHYecKHX N3MEHEHHIT
MHOTIaTHH
yMepeHHasi MakpodaranbHas Jesopranuzaius KMI] (disarray)
buoncus | uHGUIBTpalys Ha GOHE BBIpa- UHTEPCTUIMANBHBIH, CyOdHI0Kap-
MHOKapfa | XeHHbBIX IPU3HAKOB JUCTpoduy | AnanbHbIH GuOpo3, Haubonee BbI-

MHOKapa.

ITpu UI'X peakiuu ¢ aHTUTENA-
MH K JIECMUHY — TJIBIOKH 1eCMH-
Ha, 1e(OPMHUPOBAHHBIN IECMUH
o nepudepun KML]

Pa’K€HHBIH B IpecepausX.
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PexomeHOoaumm
no MeguKo-reHeTHYeCKOMY KOHCYNETHROBaHHI

PakOMEHIALMA Knacc" Ypomewn'  Cobinka®
Meoueo-raHaTHYeCcKoe KOHCY NETMDOEaHHE | B 169-173
OONXHO NPOS0OHTECA BoaM GONbHEIM

¢ MEMI, y koTopsi 3350N283HNE HE MOXaT

GbiTh 0 BACKHEHD TONBKD HE-TEHETHYECKMMIA

NPWUMHAMH, HE ZABACHMMO OT TOMD,

MASHUPYETCA N MCNONEI0EAHME

EMHHMYECKOTD MK MEHeTHYeckoro

CKPMHWHME POACTRESHHMKDD,

Menueo-raHaTHYSCKDe KOMCY ETUD0EaHHE lla C 168-173
LON¥HO NPOE0OMTECH NPOQdEcCHOHEN MM,

OfyYeHHERY B 3TOA CReUWansHoR oonacTH

M DAGOTAKDLLAME B MYNbTHEMCLANIHHAHOR

KOMaHLe.

i b £
anH@HﬂHHﬂ: — KnacC F}E'KEIME'HD.EIJHH. — YpoEaHs 00Ka3aTeneHoCTH, — CCbin-
K1, MOOOspaHMBardLLpMe YpOReHb OOKSESTaNbHOCTI.

(apanTtupoBaHo u3 Elliott PM et al., 2014).

Yacto manueHThl ¢ JaHHOHM MaToJIOTHEH CTpaJlaloT pa3IUYHbIMH Ha-
pYLWIEHUSAMH cepliedHoro putMa. Ilo maHHBIM pa3HBIX UCTOYHHMKOB, B 12-
28 % cnyuaes 'KMII mposiBnsiercst ¢ubpmnisiiueit npeacepauii (OIT).
Hecmotpst Ha oueBUIHBIN nporpece B npoduiakrtuke u neuennu OI1, ato
HapyIIeHHEe PUTMa OCTAETCS OJTHOM M3 TJIABHBIX IPUYMH PA3BUTHS OCTPOTO
HapymeHus: Mo3roBoro kposooOpamenuss (OHMK), cepaeunoir Hemocra-
toyHocTH (CH), BHE3aITHOH CMEPTH M CEepIeYHO-COCYIUCTHIX 3a00IeBaHUM
BO BCEM MHDE.

Ha ceropnsiHuii 1eHb HU AJIS1 OAHOTO U3 JOCTYMHBIX (hapMaKoJIOrH-
YECKHX areHTOB He ObUIO JIOKa3aHo, YTO OH MOAU(HIUPYET pa3BUTHE 3a-
OoneBanust wnu ucxof y nanuentos ¢ ' KMIIL. EnuHcTBeHHBIE BMeIIaTe b-
CTBa, KOTOPBIE, KaK MOJIAraloT, BIMSIOT Ha JOJITOCPOYHBIA IPOTHO3, 3TO XU-
pypruueckass MUIKTOMHS U MMIUIAHTHPYEMBIH KapauoBepTep-aehuopui-
asrop (MK). Tem He MeHee (apmakoioruieckas Tepamnusi UrpaeT OYeHb
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BXKHYIO POJIb B YJIYUIICHUHM KAa4ECTBA KU3HU U CHIKEHUU PUCKA OCIIOXK-
HEHUH, CBA3aHHBIX C 3a00JICBaHUEM.

Pexomenaanuu EBpornetickoro obmectBa kapaunosioros ot 2014 rr. mo
cTpareruu jieueHus 0onpHBIX ' KMIT.

CrpaTtermsa nevyeHusa 6onbHbIX TKMI
(ACC/ESC Clinical Expert Consensus Document on Hypertrophic Cardiomyopathy, 2011, 2014)

BO/bHbIE UmnnanTaymsa
Anvrenbhoe || HacneacrsenHas — BbICOKMi pUCK KapauosepTepa/
Hab6niog peap b rKkMn BHE3anHoMi cMepTn aedubpunnatopa
(nepeuunasn/
Kapauoeepcus, BTOpUYHaA
Her Het/cna6o BbipaXeHHble KoHTtponb YCK, npodunakTuka)
1+ CMMNTOMBI AHTUKOAIYAAHTBI | .
neyeHus . ”
(i puck BC) CUMNTOMHOE AHTHapuUTMUYecKkue \_\
TeyeHue npenaparbl
Bepanamun l ‘ 3KC
DDD
Nekapcrea JleKapcTBeHHas
amuozapoH
HesasogunaTtupyiouve A3p
6eta-610KaToOpPbI
O6c¢TpyKTUBHaA TKMI
\ WANe I ] n mMua CHMITOMbY; By AnbTepHaTUBbI
fal P pedpakTtep \p| (06CTPYKUMA B NOKOE |,
LEIEE K leKap CTBeHHO nnn ot eloy
Avunatupyiowme N anvt npu au,vm) JIe4eHUr
6Geta- P v
6nokatopbi ‘
CnupoHo- TR HeobcTpyKTHBHaA Xupyprudeckoe Cnuprosas
NIAaKTOH e rKMn S — NleyeHue abnauma
g (8 noxoe nu (centanbHas MXN
cepaua

Crpaterus nedenns 6onbHbix FTKMIM
(apanTupoBaHo u3 Elliott PM et al., 2014).

OcHoBHble 11enu papmakoiorudeckoit repanuu npu ['KMIT:

v
v

KOHTPOJIb CUMIITOMOB U OTpaHWuYeHNe (HU3NUECKON HATPY3KH;
KOPPEKLUS MOBBIIICHHBIX BHYTPUKEITYJOUYKOBBIX I'DaJUEHTOB; JE-

yenue nucynkimn JIXK u cepaeunoit mnepocratounoctu (CH);

KOHTPOJIb GUOPUIUIALIMYI TPEACEPANN U JKEIYIOYKOBBIX apUTMHIA U

MIpeIOTBPAIICHNE KapANn03MOOINIECKUX OCI0KHEHUH.
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Baxxno noMHuTh, yto y nanuentoB ¢ OBTJDK cumnromsl, kak npaBu-
JI0, BapbUPYIOT C TE€UYEHHEM BPEMEHH M HapacTaloT MpH 00E3BOXHBAHUH,
npreMe MUILH, aTKOTr oISl ¥ IPUCEAaHUH.

O6ctrpyknus BTJDK ompenensieTcs MUKOBBIMH TpaueHTAMH, MPEBbI-
mratomuMu 30 MM PT. CT. B COCTOSHHU MOKOS Wik 50 MM PT. CT. BO BpeMs
(hu3nUecKoil Harpy3KH, U aCCOLMUPOBAaHA C HEOIArOMPHUATHBIM MPOTHO30M
BCJICZICTBUE Pa3BUTHS HEKENATEIbHBIX KapAHOBACKYJISIPHBIX COOBITHI.

O'Mahony ¢ coart. (2014) pa3spaboTtaii MOAEIL MPOTHO3HPOBAHUS
pucka BCC, BriIrouaromyro nepedrciieHHble (aKkTOpbl, IO KOTOPOH PHCK
MeHee 4 % paciieHuBaeTcs Kak Hu3kui, 4-6 % — cpenuuii; 6onee 6 % —
Beicokmii (O'Mahony et al., 2014).

Mogenp nporno3upoBanus pucka BCC ne npumensemcs y nauveH-
ToB crapue 80 ner u Monoxe 16 ner, npu Hanmuuuu ¢peroxonuit ['KMII,
I'JDK y cnoprcMeHOB, B ciiyyae MEpEeHECEHHOW BHE3alHOM ceplIedHOi
CMEPTH WM YCTOMYUBOM JKEIYJOUKOBOU TaXUKAPAHUH.

I'KMII 1 koMopOuIHOCTH

ConyrcTByromue 3aboneBanus (HalpuMep, apTepuallbHas TUTIEPTEH-
3Wsl, caXapHbIi MUabeT, TUIePIUIMUIEMUs, OKUPEHNE) TOJDKHBI JIEUUTHCS
B COOTBETCTBHH C cymiecTByrommMu pexkomeHnanusmu ['KMII (Kmace 1.
Vposens nokazarensHoctu C) (Elliott P.M. et al., 2014).

ArpeccuBHBINM KOHTPOIh MOAU(DHUIIMPYEMBIX (PaKTOPOB pUCKa cepiaed-
HO-COCYIUCTHIX 3a0oneBanuii o0s3arenen s manuieHToB ¢ ['KMII ¢ me-
JBIO TIPEOTBPAICHUS CHHEPTHYeCKUX 3(PPeKTOB HIeMUdeckoi Oone3Hn
cepla, caxapHoro nuadera TIl 2 U apTepHallbHON runepTeH3un. Hemas-
HUE HCCIIeIOBAaHUS TTOKA3aJi, YTO aHTATOHHUCTHI PEIETITOPOB aHTMOTEH3WHA
Il (APA) sBnsttoTcst 0€30MacHBIMUA M, KaK MPaBHUIIO, XOPOIIO MEPEHOCATCS
nanueHTamMu ¢ ['KMII, onHako cnemyer coOmromaTh OCTOPOXKHOCTH NMpPHU
UCTIOJB30BaHUH, HEOOXOMMO TUTPOBAHUE JTO3BI ITperapara.

I'KMII 1 XxpoHn4eckasi cepieqHasi HeAOCTATOYHOCTh

Y 10-15 % nanuenros ¢ 'KMII n HapymieHueM IuacTONMYECKOH
(yHKUMHM pa3BuBatOTCs Npu3Haku M cumnTombel CH, HecMoTps Ha coxpa-

— 12—
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HEHHYIO CUCTOJNMYECKYIO (QPYHKIHIO. Y MPHOIM3UTENLHO OIHOW TPETH Ma-
UEHTOB poucxoaut cHmkenue @BJIK u pa3sutue qunaTannoHHON ¢as3bl
I'KMII. Ecnu nporpeccupoBanue 3a00JeBaHNsI OYEBUIHO, MO KU3HEHHBIM
MOKa3aHUSAM MPOBOAUTCSA TPAHCIUIAHTAIMM CEpJIla B COOTBETCTBHU C CY-
miectByrommmu  pekomenganusamu ['KMIT 2014 ronma (xmacc Ila mpu
OBJIXK < 50 % u xnacc 1Ib mpu ®BILK > 50 %).

Ipumeuanue:

VYuureBas, uto 'KMII o0pr4HO0 XapakTepusyeTcs HeOOBIIOH MOTOCTHIO
JOK m cympaHopMmanbHOH  CHCTONMYECKOH (yHKUIWeH, 3HaYCHHS
OBJIK< 50 % mns manmentos ¢ UTKMII donorcnur paccmampusambca
KaKk KpumuuecKue, ompasicaroujue msagicenoe HapyuleHue CUCMONUecKou
@ynxyuu JDK.

Cnenyer u30erath YCIOBWM, NMPHU KOTOPBIX HPOUCXOJUT YMEHbIICHUE
o0beMa HUPKYJIUPYIOIIEH KPOBH, JUIs MPEIOTBPAILCHHS YXYALICHUS MPU
obctpyktuBHOW (opme 'KMII (Hanpumep, HEKOPPEKTHOE Ha3HaueHHE
MOYETOHHBIX).

L4 ,ZZMZOKCL{H He Cﬂe()yem UCNOIb308AMb 8 CXeMe JNeHeHUsl KIACCUYecKoU

T'KMII (obctpykTuBHas (popMma, cOXpaHeHHas (ppakius BEIOpoca), HO OH
MOXET OBITh pacCMOTpPEH B IMOATPYIIC MAlUEHTOB C BBIPAKEHHOH amc-
¢ynkueit JOK 11 KOHTPOIIS 9aCTOTHI COKPAIIEHHS XKEIYA0YKOB IIPH JIe-
YeHHUHU TTOCTOSTHHOH Gopmbl DIT.

— 13—
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Jleuenne ®II mpu '’KMII
o Antukoarynsutel (0e3 CHADSVASC), moku3HeHHO, naxe NpHU
BOCCTaHOBJICHHOM CHHYCOBOM PHUTME.
e Konrtpoas UCC.
e Konrpons putma (ipu JIIT > 45 mm XM OKI" kaxnasie 6-12 mecs-
1eB s uckiroueHus OIT).
e [lpu 'KMII naznauenne HOAK npuemnemo.
Her npocnexTuBHbIX AaHHBIX. OTCYTCTBYIOT AaHHBIE IO UCIOJIB30BAa-
Huto HOAK y manmentoB ¢ 'KMII, HO oHM peKOMEHAYIOTCS, KOr/a Mo-
nobpannas no3a ABK (MHO 2,0-3,0) He MOKeT UCIONTb30BaThCS IS MOJI-
JepKaHus TEParleBTUIECKOr0 YPOBHS, WM KOTJIa y OOMBHBIX Pa3BUBAIOTCS
no6oynsle 3¢ dexts! npu npueme ABK, mubo korma HEBO3MOXKEH PErysip-
Hbl MoHUTOpUHT MHO. B 3T0# cuTyanum peKoMeHaAyIOTCS IpSIMble HHTU-
outopsl TpoMOMHA (HabWraTpaH) WIKM OpalbHBI MHIHOMTOpP (akTopa Xa
(mammpmep, puBapokcabaH, anukcabaH).

OO0uue pexomMeHJauMu M0 00pa3y *ku3uu 1 nanueHTon ¢ FKMII

Harpy3ku = [MauueHTsl ¢ TKMIT gomkHbI M3beratb COPEBHOBATENBHOMO CMEPTA, HO
JOIMKHbI NOLAEPKMBATH 0ObIYHbIN 00pa3 KM3HN
= PekomeHZaLmm No 0300pOBUTENBHON aKTUBHOCTY AOIMKHBI ObITb OC-
HOBaHbI Ha CMMMTOMATMKE 1 PUCKe CBA3aHHBIX C 3abonesaHneM oc-
NOXHEHWH, BKNKOYas PUCK BHE3AMHON CEPAEYHON CMEPTH

[vera, = [launeHTOB creayeT NooLPSATL NOAAEPXMBATL 300POBbLIN UHAEKC
ankoronb u Maccel Tena
Bec = Borblume 06bEMBI MMLLKM MOTYT BbI3biBaTb 60NN B rPYAHON KIeTKe,

ocobeHHo y naupeHTos ¢ OBTJIXK. Yactoe apobHoe niTaHne MoxeT
BbITb pelleHnem npobnemoi

= Cniegyet usberatb gerugparauum v npréma bonbLIOro KonmyecTsa
ankorons, 0cobeHHo y naumeHTos ¢ OBTITK

= 3anopbl — YacTbI N0OOYHBI 3GhdeKT Bepanamiuna/an3onmpamuaa,
LOIMKHbI KOHTPONMMPOBATLCA ANETON 1, ecnn Heobxoaumo, cnabu-
TENbHbIMU CPEACTBAMN

KypeHue = HeT gaHHbIX, NOKa3blBaWX CBsA3b TabakokypeHus u FKMII, Ho na-

LiMeHTam criegyet NpeaocTaBnsATh 06Uy MHEOPMALIMIO MO pUckam
ANS 300P0BbS, CBA3AHHBIM C KYPEHWNEM, MPY Hanu4un, — MHopMa-
Lo 06 oTKa3e OT KypeHus

—14—
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Cekcyanb- = Y nauneHToB JOMKHA BbITb BO3MOXHOCTL 06CYANTH MX COMHEHUS B
Has aKTUB- OTHOLLIEHWM CeKCyanbHOM akTUBHOCTW. BecnokoicTeo 1 Aenpeccum
HOCTb nocre YCTaHOBMNEHWS A1arHo3a BCTPEYaIoTCs YacTo, N HEKOTopble na-
LIMEHTBI MOTYT BblpaxaTb YyBCTBO BUHbI, CBSI3aHHOE C FEeHETUYECKUM
LVAarHo30M Unu cTpax nepefatb 3abonesaHue LeTsm
* [aumeHTam CneayeT 3HaTb O BMMSHUM NEKAPCTBEHHBIX NpenapaTos
Ha WX CeKkcyarbHYyH akTUBHOCTb B LIENIOM, NaLMeHTam crieayet n3be-
ratb HrMouTopoB pDE, ocoberHo ecnn ecTb OBTITK

TNekapcr- = [launeHTam crieayeT 3HaTb 06 1X JIekapCTBEHHbIX Npenapartax, BKIo-
BEHHble Yyasi NoTeHLMarbHble NOBOYHbIE AEACTBUS 1 B3aUMOAENCTBUS MEXIY
npenaparbl HasHayYeHHbIMM NpenapaTamu, 6e3peLenTypHbIMM NpenapaTamu 1

APYriMU BUGAMM NEYeHUs
= [lp1 BO3MOXHOCTW, NaLMeHTaM criegyeT nsberatb neprudepuyeckmx
Ba304MnaTatopos, 0cobeHHo ecnv ectb OBTIDK
BakuuHa- = B oTCYTCTBME NPOTUBONOKA3aHMIA, NaLMEHTaM CreayeT CoBETOBaTb
ums ©XErofHyI0 BakLMHaLMo OT rpunna
BoxpgeHne = BOMbLMHCTBO NALMEHTOB MOTYT NOfyYaThb 0OblYHbIE BOAMTENLCKNE
npasa 1 MOryT NPOAOITKaTb BOANUTb MALLWHY, ECIN TOMBKO Y HUX HET
BecnoKosLLMX U MHBaNMAN3UPYIOLNX CYMMTOMOB
= PekomeHZaLuMm N0 BOXKAEHMIO TSXENOrO TPAHCNOpTa U NePeBO3KM
nogen JOMmKHbI COOTBETCTBOBATb MECTHOMY 3aKOHOAATENLCTBY
= bBonee getanbHble pekomMeHaaLmm no Boxaeruto ¢ UKg cm. B Pyko-
BogcTee EHRA [504] 1 MeCTHbIX 3aKoHax

(apanTupoBaHo u3 Elliott PM et al., 2014).

GEHOKOMWK KM

I'KMII — 310 cobuparensHblii TepMuH (uauomnarndeckas [KMIT +
(heHOKOIMH), OOBECTUHSIONIMNA IIUPOKUN CIEKTP 3a00JICBaHMI IeHETHYe-
CKOMl M HETreHeTHMYECKOH MPHUpPOAbI, OTINYAIOIIUXCS ATHONATOTCHE30M U
MOJIXOJIaMH K TEpaIinu.

Ha ¢ernoxonuu TKMII npuxonutcs 5-10 % Bcex ciyuaes ['JIDK Hesic-
HOTO T'eHe3a.

Auarnos u nuddepeHunanbHbIN 1MArHO3

JuddepeHnmanpHplii [UarHo3 JOJDKEH MPOBOJMTHCS KaK BHYTPH
rpymmsl ['JIK wesichoro renesza (I'KMIT — Gone3nb capkomepa u (heHOKO-
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1K), TaK U C APYTUMHU 3a00JIEBAaHUSIMHU CEPACUHO-COCYIUCTON CHCTEMBI,

conpososxaatomumucs ['JIK (Elliott P.M. et al., 2014).
Auaropurm quddepenunanbroi auarnoctuxku FKMIT

u cuapomos 'KMII B cTpykType H0JIMOPraHHON ATOJN0T MU

y AeTeil U B3POCJIBIX

I'uneprpoduueckuii peHoTun

NPU BPOKIAEHHBIX

npu 60/1e3HAX

NPU HEPBHO-

T'O HOPa’KeHHS

MOpa’kKeHUE KOXKH,

aHOMAJIMU U T10PO-

KH Pa3BUTHS BHYT-
PCHHUX OPTaHOB

SIX TIPOTPECCHPYIOIIEe
MOpa’KeHHE MOYeK,
JKKT, npixaTenbHON
cuctemsl, [ITHC, mbirin

Ipusnak I'KMII
T0JIHOPTAHHBIX HAKOILJIeHHsI MBIIIEYHBIX
CHHIpOMAX 3200J1eBaHUAX
Tun AyTOoCcOMHO- AyTOCOMHO- AyTOCOMHO- AyTOCOMHO-
HACJeOBaHUS | JOMHHAHTHBIA JOMUHAHTHBIH, JIOMHUHMHTHBII, ayTo- JOMUHAHTHBII
ayTOCOMHO- COMHO-PELECCUBHBIH,
peLeCCUBHBII X-clenieHHbIi
CeMeiHbIH BCC, KMIT Kak npasuo, KMII, nopaxxenue 3aboneBaHus
aHaMHe3 HE OTATrOLIeH Pa3HBIX OPTaHOB HEPBHO-MBIIIEY-
U CHUCTEM HOH CHCTEMBI,
BCC, KMIT
Bospact JIroOoit IIpeumyiiecTBeHHO B 3aBucumoctu ot Kaxk npasuo,
JiebroTa HIepBBIH IO )KM3HH | OCHOBHOTO 3a0omeBanus | mocie 10 et
CreneHb PasznooOpasna | Kak npaBuio, Bbl- | BbIpaskeHHas, ocodenno | Kaxk npasuiio -
runeptpodun pakeHHast pu Mytauusix LAMP2 yMepeHHas
Jlokanuzanus IIpeumymect- Hepenko CpenHexerynoIKoBas Makcumym
runeptpobun, | BEHHO CpeaHe- BOBJICYCHHUE runeptpodust MIXKII, B BEPXHEH TpeTn
Mopdoorus JKEITy104KOBast MpaBoro MOXET ObITh CUMMET- MXII (curmo-
MXKIIT runeprpodus JKEITyI0UKa puunas I'JDK BuHass MOKII)
MXKII
Oo6cTpyKIms Pa3noobpasna XapakTepHa He xapakrepHa Kak npaBuno —
obcTpykrms BTIDK yMepeHHast 00-
w/vnn BTIDK crpykuust BTJIK
Onexrpodu- KT KT WPW CPPX
3HOJIOTUYECKHE I Hapymenus Hapymenus KT
HapyIIeHUs MIPOBEJICHUS MIPOBEICHUS
Mopdoonormde- | [le3opranusa- I'nnieptpodust Bakyonusanus,
CKHe U3MEHe- s KMIJ KMII, HAKOTUICHHE TIIMKOTeHa ?
HUS (disarray), B OTCYTCTBUE
¢$ubpos disarray u ¢pubpo3sa
IIporpeccu- He tunnuna He tunuuna TunuyHa, 0COOEHHO He tunuuna
pytomas XCH npu myranusix LAMP2
dusnuyeckoe be3 C orcraBaHueM OtcraBanue be3
pasBuTHE 0co0EHHOCTEH IIPU paHHEM J1e0I0Te ocoOeHHOCTe#
IMpusnHaku CTHrMBI MoryT npHuCyTCTBOBaTh IMopaxenue
MoNMopranHo- | OTCYTCTBYIOT | IM3dMOpHOTeHe3a, | B pa3MYHBIX COYETaHH- | HEpBHOI (cymo-

POJKHBIE IPHIIAN-
KH, aTaKCHsl)
W/ MBIIIEYHOMN
CHCTEM
(Myonatust)
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AMUWIIONO3 CEPALIA — 5TO OTNIOXKEHHE B BO BHEKJIETOYHOM Mart-
pHKCe aHOMalbHOTrOo (QUOpWIUIIpHOTO OenKa (aMHIOMa) BCICACTBUE TeHE-
THYECKHUX U HETEHETHYECKUX (POPM CHUCTEMHOTO M JIOKAJTBHOTO aMUJIOH/03a.

«3070TOH CTaHAAPT» IUATHOCTHUKH — OMOICHUS TIOPaKEHHOT'O OpraHa,
OKpacKa KOHTO-KPacHBIM U IPOCMOTP B MOJIIPU30BAaHHOM CBETE.

Knunanueckas knaccuukanus BKIIOYACT NPUOOPETEHHBIE W HACIKIE-
CTBEHHBIC (DOPMBI aMHIJION1032, HANOOJIee YaCTO BCTPEUYAIOMIecs B KIIMHU-
yeckoil mpaktuke. [Ipym amuiaonmose JEerKuX Lened MMMYHOTJIOOYIUHOB
(moaTunbl Kamma ¥ JsAMOAa) M TPaHCTUPETUHOBOM (HACIIEACTBEHHBIN M
CBSI3aHHBII C BO3PacTOM) aMHWIIOMJ03€ TMOpPaKEHHE CepAlla BCTpEHaeTCs
gacTo. Ciy4an opaxxeHusi cepAra U COCyJ0B Ipu cemeitHom anonumo Al-
amuonziose yactel. Ho ata ¢opma B 11e710M BcTpeyaeTcsi peaiko.

ITpu cemeiinoM anbda A-HuOPUHOTEH-aCCOMUPOBAHHOM aMHIIOUIO-
3e (emie Oomee peakas W MeHee M3ydeHHast (hopma) OMMUCAHO MHOTO MYyTa-
Ui C BOBJIEYCHUEM cepaia U cocyaoB. CylecTByeT TUIIOTE3a, YTO Mopa-
JKEHHE ceplilia U COCYAOB BBI3BIBAET paHHEE pa3BUTHE aTepPOCKIEPO3a.

[Tpu 6eta2-MHUKpOTIOOYITHMH-ACCOIIMMPOBAHHOM aMWIIOHJ03€, TI0 €U-
HOMY MHEHHUIO, TIOPAKEHUs cep/ia He ObIBaeT.

JlnarsocTuka aMWIONJHOW KapJIMOMHUONATUH SBIIAETCS OJHOU
U3 OCHOBHBIX IIpO0JIeM, C KOTOPOW CTaJIKMBAIOTCA Bpayd IpHU Jie-
YEHUU NALUEHTOB C IIPOrPECCUPYIOLIEH CEpACYHON HEIOCTATOYHO-
CTbIO, accoruupoBanHoil ¢ ¢peHokonusimu ' KMIL. B mepByto oue-
penb, 3TO CIPaBEUIUBO I MOPAKEHUs cepaua npu cucreMHom AlL-
aMUJIONJI03€, CEMEHWHBIX M CIOPAJWYECKHX CIIy4asX TIE€HETUYECKH
00yCJIOBJIEHHOTO  TPaHCTHUPETHHOBOro (Mt) ammionjgo3a U Hpu
CTapeHMH MAIMEHTOB BCIIEACTBUE KOH(POPMALMOHHBIX W3MEHEHHH
MOJIEKYJIBI Oesika HopMaabHOTO (Wt) TpaHCTUpETHHA
3a0osieBaHUs, C KOTOPBIMU CIIeyeT MPOBOAUTH AU depeHnaib-
HBIA JIMArHo3 MpH IMOJO3PEHUHN Ha TPAHCTUPETHHOBYIO (Mt) amu-
JIOUJHYI0 KapIMOMHUOIATHIO — 3TO CIIy4au U30JIMPOBAHHOIO IIOpa-
KEHHUs cepila IMpH CapKoUI03€e, aTUITUYHbIe (OpPMBI OOJIEe3HH
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Annepcena-®abpu, a Takke TakyKe HAOIIOACHUS C H30JIMPOBAHHBIM
WIA TIPEUMYIIECTBEHHBIM MOpakeHueMm cepama npu AL-

aMUJIONI03€

JAnddepenumnanbHbIil IHATHO3 AMHJIOH1032

Konuentpuueckas INIK u neannaruposanupiii JIZK

7 4

\\
7 X
COMHHTEJILHO

Cunnrurpadus kocreii ¢
(ocobenno ¢ 99m Te-DPD

A

ITnasmokierounas JIHCKpa3Hi

Beposiren AL-amnaonjos

= +

Canbpiit 3XBAT MHOKAPAOM | I Hev saxpara muokapiom I I Bripagennsri saxsar uuoxup,u4

¢ l [aroaorus resa TT I

I FRMIT wan apyrue KMII I E

v ¥
TPAHCTHPETHHOBBI TPAHCTHPCTHHOBBII
(wt) amuaroK103 (mt) aMuionj1on
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Symptomatic

TTR-FAP

: l

Patient aged <50 years and

Patient aged >50 years or

no Cl for LT® ClforLT?
b 5 Severe Severe b p
Stage | Stage Il nephropathy cardiomyopathy Stage | Stage Il

- - l l

Tafamidis Tafamidis Protocol
clinical trial/
diflunisal®

{

If progression Protocol Combined Combined
of the disease clinical trial/ kidney and LT heartand LT
diflunisal®

1

Cxema ne4eHust TPAHCTUPETUHOBOM aMUJIOUIHON KapAHMOMHO-
[IaTUM ¥ [OHEBPOIIATUU
IIII- mpotuBomnokazanus; TII- tpancrurantamus neuenu; T TR-CAITL-
TPAaHCTUPETUHOBAs ceMeHHas aMHUJIOU THAS TTOJIMHEBPOIIATHSL.

Anantuposano u3 First European consensus for diagnosis, manage-
ment, and treatment of transthyretin familial amyloid polyneuropathy
Curr Opin Neurol. 2016 Feb; 29(Suppl 1): S14-S26.

BOJIE3Hb ®ABPU
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Bonesur ®abpu (bD) — 310 HacnencTBeHHOE (X-CILIECIUICHHOE) MeTa-
Oonrueckoe 3abosieBaHUE U3 TPYIILI Ooee yem S50 JTU30COMabHBIX 00-
Jie3HeW HaKOIJICHUS! U3 IOATPYNIbI (TJIMKO)ChUHTOoINNNA030B. CunTaercs,
gyto 1 u3 40 000 myxxuuH umeetr b®D, B To Bpems Kak paclpoCTPaHEHHOCTh
cpenu HaceneHus B 1iesoM coctasiger 1 Ha 117 000 genosek. Ipuunnoi
3a0oJeBaHus SBIACTCS Hanyne MyTanuu B reie GLA, KOTOpbIi KoaupyeT
(epmenT anba-ranakro3ugasy A. ['eH kapTupoBaH Ha JJIMHHOM Iuiede 22-
1 X-XpOMOCOMBI U COCTOUT U3 7 3K30HOB.

T'KMII ¢ cmpyxkmype 6one3nu @abpu

i 0, 7 6) Psychological issues
Aavad~ (e.9. depression)
2)%L
= >/
Comnea verticillata* 2) /(
1 7) Early stroke, TIAs
Hypohidrosis* 3)
(dry skin; heat, cold, = 4
and exercise intolerance) 3 S
> 9) 8)  Hearing loss, tinnitus*
Cardiac complications  4) 10)
(amhythmias, conduction 11 .
abnormalies, LVH (al T 9) esloamuees
th correspondi ¥
;:‘un;?on Ectlsnf 5 % \ (micro) albuminuria‘/
valvular dysfunction, 4 A | proteinuria, end-stage
myocardial infarction, '\ | renal disease)
heart faiure, sudden
death)
10 Gl dysmotility*
(cramping, diarrhea,
Peripheral neuropathy* 5) bloating, nausea)

(chronic burning pain,
severe episodic pain crises,
paraesthesias, sensory
abnormalities) 5
1) Angiokeratoma

(apantupoBaHo 13 B. Hoffmann, E.Mayatere., 2005).

OCHOBHBIM METOJIOM JUArHOCTHKHU 00sie3Hu Dabpu sSBiIsSeTCS Onpe/e-
JICHEe aKTUBHOCTH ()epMeHTa anb(ha-rallakTo3uaa3bl A B TUIa3Me WM Jiek-
KOIIMUTaX KpOBHU. J[MarHo3 MoJTBEpKIAIOT IyTEM TE€HOTHITMPOBAHHS TI'eHa
anbda-ranakro3uasel. B kauecTBe CKpUHHHTA TPUMEHSIETCS M aHAIIU3 CY-
XHX ISTEH KPOBH, C TEM MPEUMYIIECTBOM, YTO 00pa3Ibl MOTYT XPaHUTHCS
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B TE€UEHHE HECKOJILKUX HEJETb, MPekKae yeM OyIyT OTIIpaBJIeHbI B 1abopa-
TOPHIO.

Maxudecrauma Knaccuueckuin KapauanbHbiid
BapuaHT

Bo3pacrt ge6iotabonesun 4-8 ner > 40 net

Cp. BO3pact cmepTtn 41 net > 60 ner

AHrvokeparoma + —

AKponapecTte3us + —

MMnoruapos + —

NMomyTHEeHHne

poroBuubl/XpycTanuka + —

Nwemma mmokapga/UM ¥ /UM

Mosrosbie TUA / UHcynbT —

MoueyHan HegocTaTouHOCcTb XIMH He3HauutenbHasn
npoTenHypus

OcraTtoyHasa

aKTUBHOCTb anbda-

ranakrosmnpaasbl <1% 1-10%

Ilopasicenue cepdeuno-cocyoucmoii cucmemul

PaHHue cumntombi:

+  OucdyHKUMA CMHYCOBOTO y3/1a U NPOBOAALWLEH CUCTEMbI cepaua

+  KopoTtkuit PQ BCTpedaeTca y MONOAbIX MNAUMEHTOB M NO3ME MOMKET passutecs AB-
6nokaga.

«  Aputmua (BpaauvKapaua, KeNyaovKoBanA TaxMKapausa) = BHe3anHas cmepTb |

No3aHue cumnTomsl:

*  ApTepuvanbHaa runepTeHsua BcAeAcTBME NOYEYHOM HeAOoCTAaTOMHOCTHU

*  CreHokapgma

*  WMudapKt mroKapaa

+  KoHueHTpuyeckasa MK ¢ guactonmyeckon gaucdyHKUMern Jaue BcTpedyaeTca y
MYKUMH, Yem Y KeHWMUH. Mcecneaosanmns nokasanu, 4to ot 3 40 12% nauymeHTos ¢
HeobbaAcHUmMmoM [T cTpaganu bonesnbio Pabpu u TonwmHa cTeHku JIHK
YBENUYUBACTCA NPU CHUKEHUU GYHKLUMM NOYESK KaK Y MYXKUMUH, TaK W Y eHWKH. [
Kpome Toro, uHtepctuumanbHelii $pubpos muoKkapga ceA3aH ¢
NPOrpeccupoBaHmuem NOYMEeYHOW HEeAOCTAaTOMHOCTU. [nobanbHaa cUcToNUHEcKan
anchyHKUMA BCTPEYaeTCs pesko.

+  Jlumdegema, B 0COBEHHOCTH HUMMHUX KOHEYHOCTEH BO3HUKAET BCNeACTBUE
auvcbanaHca mexkay BasoaunaTupylowmmMu 1 Ba3oOKOHCTPUKTOPHbIMU
mexHu3mMamu, |

Fabry Disease—Often Seen, Rarely Diagnosed

Bjorn Hoffmann, Ertan Mayatepe

OcHoBo# muarHocTHKH b® y MyX4uH ABISETCS ONpeeIeHrne aKTHB-
HocTH (pepmeHTa anbda-ranakro3uaassl A, KOTopas, Kak MPaBUIo, 3HAYH-
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TENbHO CHIKEHAa WU OTCYTCTBYeT. [Ipu M30IMpOoBaHHOM KapAHalbHOM
BapuaHTe, OCOOCHHO MpU MO3AHEM Je0roTe 3a00eBaHus, JaKe Y MY>KUUH
MOYKET COXPaHATbCS OCTaTOYHAs aKTUBHOCTH (pepMeHTa. Y >KEHIIWH JKe
AKTUBHOCTH (DEpPMEHTa MOXKET ObITh COXpaHEeHa U HEOOXOAUMO NPOBEICHHE
T€HETHYECKOTO HCCIIEJIOBAHUS /A TOCTAHOBKM auarHo3a. [IpoBoautcs
TP ¢ mocnenyronmm cexkBeHupoBanueMm no merony Conrepa. [Ipu orpu-
HaTeIbHBIX pe3y/bTaTaX CEKBEHHPOBAaHUS B psAe clydaeB HEOOXOAMMBI
JIOTIOJTHUTENbHBIE T€HETHUECKUE UCCIEAOBAaHUA /U1 YTOYHEHHS UarHosa,
TaKue KaK TeCT Ha MacIUTaOHbIE TIepeCTaHOBKHU, HAPUMED, JeNeUU LEN0-
ro 9K30HAa, TYIUIMKAllMU, HHBEPCUH, KOTOPHIE COCTABIAIOT OKOJO 3 % My-
tarmid npu Ooneznn Padbpu: MPLA — mynbTuIUieKcHas aMIDTH(UKAHS
JIMTUPOBAHHBIX 30HAOB, KonnuecTtBeHHas [ILP, a Takxe ceKBEeHHUpOBaHUE
HOBOT'O TOKOJIEHHSI C OJHOBPEMEHHBIX aHAIM30M HECKOJBKUX JECSITKOB
3aMHTEPECOBAaHHBIX [€HOB.

[MoreHunanbHEIM OHOMapkepoM 3a00JICBaHHSI CUHMTAIOT TaKKE JKC-
Kpenuto 1n30-Gb3 ¢ MoYoii.

Jleuenue — pepMEHTO3aMECTHTENBHAS TEPAITHSL.

I'KMII u ¢penoxonnu 'KMII. KT anomauuu,
MO3BOJISIIONIE MPeINOJ0KUTh KOHKPETHBII IHarHo3

Ocodennoctu KT Ipeano/0:kuTeLHBIH ANATHO3

Beipakennas I'VIOK = ['KMII — 6ose3Hb capkoMepa

(baau nmo CokoJoBy > 50) = Bonesnu HakorneHus (Ilomme, /laHoH)

I'uranTckuii HeraTUBHBII = ['KMII — 60e3Hb capokmepa (auKaib-

3y0en T (>10 mm) HBII BapUaHT)

Hu3skuii BosbTa:k QRS (miu = Ammronno3 (AL-amumronno3 o

HOPMAJIbHBIA BOJIBTAK, He- 50%,TTP- amunonnos 1o 20%)

CMOTpsI Ha BbIpaxeHHoe yBe- | ® Ilpu I'KMII 3a cuer sxcTpakapauaIbHBIX

JIMYeHHe TOJIIHHBI CTEHKH NIpU4rH (IepUKapIUAIbHBIN BBIIOT,

JIK) OKHpEHHNe, O0JIE3HN JIETKHX) MM B CTa-
JUY IeKOMIICHCAINU

Koportknii PR- = Bonesnn Hakorrenus (Ilomme, /lanoHa,

HHTepBaJI/paHHee BO30Y:K/e- PRKAG2)

HHE = Muroxonapuanbabie 6onesan (MELAS,
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| MERFF)
AB-0J0Kaga = JlecMUHOMIATHH
= AMWIOHIO3
= Boile3Hn HaKOIICHUS
=  MuUTOXOHIpPHABEHBIC 00JIC3HU

(apanTuposaHo u3 Elliott PM et al., 2014).
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I'KMII u ¢penoxonnu F’KMII. Dxoxapauorpaduyeckue 0CO0eHHOCTH,
M03BOJIAIOIIME NPeNO0JI0KHTh KOHKPETHBIH I1HMAarHo3

HaijizeHHbIE€ 0CO0CHHOCTH KomMmenTapuii

YToJmenne MeKnpeacepIHon
TEPeropoKH

YTosenune cTBOPOK
MHUTPAJBHOI0 KJIanmaHa

YT1oamenue cBO0OTHON CTEHKH
DK

OT He00JIBIIOrOo 10 CPeIHero
NMEePUKAPANAIBLHOTO BHINOTA
«IloTMpoOBaHHBIN» MHOKAP/
JKeJIyI0YKOB Ha 2D 3xokapamno-
rpapuun

Konuentpuuecknii JIZK (I'KMII
— 00J1e3Hb capkoMepa Bcero 5%)

IKCTPEeMaIBLHO KOHIeHTpUYe-
ckui JIK

(ToJmUHA CTEeHOK > 30 MM)
I'no6anbHas runoxkunesust JIXK ¢
HAJIMYHEM HJIM OTCYTCTBHEM AU~
aaranuu JIK)

OO0cTpyKIMs BHIBOJHOTO TPAKTA
K

AMunonmos

Awmunonnos, 601e3Hb AHAEPCOHA-
Dabpu

AMMIION103, MUOKAPANT, 00JIe3Hb AH-
nepcona-®abdpu, cuaapom HyHaH u cBs-
3aHHBIE C HUM 3a00JICBaHHUS
AMUIION103, MUOKAPANUT, MUOTICPHKAP-
JIAT

Amunonos

MutoxonnpuansHbie 6one3Hn, TTP-
amMHII0n 103, Oone3Hb AHgepcona-dadpu,
myTanuu B rene PRKAG2

Bonesns JlanoHa, 6one3Hb [Tomme

MuTtoxoHapuansubie 6one3nu, TTP-
amuinouo3, mytauuu B rere PRKAG2,
0oxe3np JlaHoHA, MHOKapIUT, TaJeKO
3amesmas capkomepHas ' KMII, 60-
ne3nb AHnepcona-dabdpu

Cungpom HyHaH n accounupoBaHHbIE
CUHAPOMBI

(apanTuposaHo u3 Elliott PM et al., 2014).
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I'KMII n ¢penoxonnu 'KMII. Ilpu3Haku U CMMIITOMBI,
MO3BOJISAIONINE NPEANOJI0KUTH ONpeleeHHbIH 1MarHo3

JKcTpakapauajbHble

Jnarno3

NPOSIBJICHUSI
TpyaHocTH B 00y4eHHH,
HHTeJUIEKTYaJbHasl 3a/IepaKKa

MHuTOXOHApUATBHBIE OOJIE3HH
Cunnpomsl Hynan/LEOPARD/Kocremno
bosnesns JlanoHa

HeiipocencopHas riyxora

MuroxoHpuansHble 60s1e3HH (0COOEHHO
B couetanuu ¢ CJI)

Bonesns Arnepcona-®adbpu

Cunppom LEOPARD

HapymeHnue 3peHust

MutoxoHIpuaIbHbIE 00e3HH (32001IeBa-
HUSI CEeTYATKH, aTPO(HsI 3pUTENBHBIX HEp-
BOB)

Bonesns JlaHOHA (MMTMEHTHBIH PETHHUT)
Bonesnp Aunepcona-®abpu (karapakra,
MTOMYTHEHHUE POTOBHUIIHI)
TTP-onocpenoBaHHbIN aMIIIONI03 (BaTO-
00pa3HBIN TUII TOMYTHEHUSI CTEKJIOBUI-
HOTO TeJIa)

T's1a3noi nro3

MuToxoHIpualbHbIe O0JIE3HH
Cunnpombel Hynan/LEOPARD
MuoTtoHndeckast JuCTpodust

JlenTuro/msitHa «cafe au lait»

Cunnpomsl Hynan/LEOPARD

AHl"ﬂOKepaTOMbl, runoruapos

Bonesns Aunepcona-®abpu

MeImeynas ¢1adocThb

MuToxoHIpUualibHbIE O0JIE3HH
Bosne3snn HaKOIIIEHHS IITUKOTeHa
Artakcus @pugperixa

Hapymienune noxoaxn

Arakcus @punpeiixa

ITapecre3nn/cencopubie
aHoMaJIMM/HeliponaTuyecKkue
00JM

TpaHCTHPETHHOBBIN aMUIOUI03
Bonesns Aagepcona-®adpu

CHHIpOM KapnaJbHOro
KaHaja

TTP-onocpenoBanHbIi aMuIon 103 (0CO-
OeHHO 1py OWIaTepaIbHOM OPAXKEHUN Y
MY>KYHH)

(apantmposaHo u3 Elliott PM et al., 2014).
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PexoMenanmu 1o 1a00paTopHbIM HCCJIEOBAHUAM
y nanuenToB ¢ I'JI’K HesicHOro renesa

HccaenoBanue Kommenrapuii

TI'emoroonn

DyHKIHA 10YeK

TpaHCﬂMI/IHa3bI ne4YCeHNn

K®K, JIAI', nakrart

AKTHBHOCTB aJIb(a-
rajJakTo3ujaasbl A B
mia3Me/JIeHKOUTAX

Onpenenenue JJerkux
neneil HMMYHOTJI00Y-
JIMHOB, 3J1eKTpodope3
IUIA3MBbI 1 MOYH
I'moko3a HaTomak

BNP, NT-proBNP,
TponoHun T

Ounenka GpyHKknuu mu-
TOBHUIHOM Kej1e3bl

[Ipn u3MeHeHnN CUMIITOMATUKY (yCHIIeHHne 00n B
TPYJHOM KJIETKE U OZBIIIKHI) CIIEAYET UCKII0YaTh
AHEMUIO

|CK® u npoTenHypusi MOKeT HaOJIIOAATHCS TIPU:
— CHCTEMHBIX (hopMax aMmIOH03a

— Oone3nn Anpepcona-dabpu

— MUTOXOHJPHAJIBHBIX OOIE3HAX

[TeueHOUYHBIE TECTHI MOTYT OBITH H3MEHEHHBIMH
pH:

— Ooune3nu JlaHoHA

— MUTOXOHJPHAJIBHBIX OOIE3HIX

— neexrax P-okucieHUsS

1 IpH creyomuX 3a00JICBaHUsX:

— MUTOXOHJpHaJIbHBIEC 00JIE3HN

— Oones3ns JlaHOHA

— I'KMII (necMuHOTIATHH, TAMUHOTIATHH )

| akTHBHOCTE (hepMeHTa anb(da-raJaKTo3n-

na3bl A ipu 6ose3Hu AnnepcoHa-Dadpu

VY My>KUUH: OIpeieTIeHUe aKTUBHOCTH (hepMeHTa
(<10% OoT HOpPMaJIBEHOTO YPOBHA).

VY >KeHIIMH: olpe/ielieHne aKTUBHOCTH (hepMeHTa
(uacro B mpenenax HOPMbI)+ IPOBEACHUE T€HETH-
9EeCKOro aHanu3a (mouck myTanuii B reHe GLA)
ITpu nogo3pernu Ha AL-amunonnos. [loareep-
XKJIeHHE JHarHo3a OOBIYHO TpeOyeT MPOBEACHHS
MMMYHOTHCTOXMMHUYECKOT'O HCCIIEIOBAHUS U UC-
kmrouenns ATTR-ammnongosa.

1 Ip¥ MUTOXOHJIPUAIIBHBIX OOJE3HAX

| mpu Gone3HsIx 0OMeHa KUPHBIX KUCIOT U KapHH-
THHA

Omnpenenenne prcka BOSHUKHOBEHUS CEpeUHO-
COCYJIMCTBIX OCJIOKHEHUH M MOHUTOPHUHT Ha (oHe
JeyeHusi, B yactTHocTH AL-ammiionnosa

JomkHa OBIT OIIpeesieHa B MOMEHT IIOCTaHOBKH
JIMarH03a 1 MOHUTOPUPOBATHCS KaXKble 6 MeCsIeB
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HccaenoBanue Kommenrapuii

| y 6OHBHLIX, nojiydyaromux aMuoaapoH

(apanTtuposaHo u3 Elliott PM et al., 2014).

PECTPUKTUBHAA KAPANOMUOIATUA

PectpuktuBHas kapauomuomnatus (PKMII) — He camocTosTensHOE 3a-
OoneBaHue, a, CKOpee, ONMUCATEIBHO-MOP(OIOrHIECKUI TEPMUH, XapaKTe-
PHU3YIOIIMHA MHOXECTBO BO3MOXKHBIX MAaTOJIOTMYECKUX COCTOSHUM € Topa-
JKEHHEeM MHOKap/a B Ka4ecTBE BEJyILEro WK BCETo JIUIIb OJHOTO U3 CUM-
nromoB (Mogensen J. et al., 2003). Yacro PKMII HOCHT HacieICTBEHHBIH
XapakTep W MOXKET SIBJSITHCS 4acThlo OoJiee CIIOKHBIX HACIECTBEHHBIX
CUH/IPOMOB C BOBJIEYEHHEM MHOTHX CHUCTEM M opraHoB. Hepenko reneru-
yecku oOyciosienHsie PKMII coderarotest ¢ HeHpOMBIIEYHBIME 3a0071e-
BaHUSIMHU, IPU 3TOM KapIuallbHBIA ()EHOTUI MOXKET OBITh BEAYIIUM B KIIU-
HUYECKOW KapTHHE, a MOpaKeHHe NepHUPEepHUSCKUX MBI — CyOKINHIYE-
CKuM (necMmuHomnaTud, taMmuHonatuu). PKMII moxkeT ObITh OHUM U3 TIPO-
SBJICHUH OOJIe3HEH HaKOIUIEHUS W WH(HUIBTPATUBHBIX 3a00JieBaHMIA, Ha-
npumep, 6onesnu ['ome, 6onesnn ®adpu, remoxpomarosa, 6onesnu [lom-
ne, Oone3nn Heiimana-Iluka, a Taxke 9acThiO HACIEICTBEHHOTO KapJIHoO-
(anuanpHOrO CMHAPOMa HyHaHa MM TeHeTHYecKH 00YCIIOBIEHHBIX GopM
amunonziosa. [Iprnodperennsie PKMII mMoryT sBASTBCS TpOSIBICHHEM 3a-
0oJeBaHMl COENMHUTENBHON TKaHM (CKIIEPOAEpPMHUs), BOZHUKATh BCIIEACT-
BUE aMHJIOWIHOTO MOPaXKEHHsI cepiia Ha (poHe MOHOKIOHAIBLHON raMma-
NaTUW WA MHEIOMHOH 0OJIe3HHW, KaplIMHOWAA, CapKOMI03a, a TaKkKe HO-
CUTh TOKCHYECKHH XapakTep. Peaxumu mnpuyrHAMH NPHOOPETEHHON
PKMIT siBnsitoTcst OpaXKeHUs: S3H0KAP/Ia, CBSI3aHHbIE C THIIEPIO3MHOPHITH-
HBIM CHHJPOMOM HJTH TOKCHYECKUM BO3CHCTBHEM JIEKapCTBEHHBIX Tpera-
paroB (Oycynbgan, ceporonun) (Mogensen J. et al., 2003). Juddepenun-
abHasl AMArHOCTUKA PECTPUKTHUBHOTO (PEHOTHIIA CIIOKHA M TpeOyeT mpo-
BeIeHUS OOJIBLIOTO KOJIMYECTBA CHEIMAIbHBIX TUATHOCTHYECKHX TECTOB U

Opouenyp.
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Kinnuyeckue 0co00eHHOCTH HEKOTOPBIX (hopm

PeCTPHKTHBHBIX KAPAHOMHONATHI B COYECTAHMH
€ CHCTEMHBIMH M HACJIeACTBEHHbIMH 3200JIeBAaHUSIMU

Kiannuyeckue Jduarnocruye- Cnenuduye-
3aboneBanue N
0CO0EHHOCTH CKHIi TecT cKasl Tepanust

[lepBuuHbIi Ouaru gectpykiuu 1 | buoncwus, smek- XumuoTepanus,
aMITIONI03 6omu B KocTsX, HED- | Tpodopes OeTKOB | TpaHCIUTAHTALINS
(AL) pOTHUYECKUi CUH- CBIBOPOTKH, CY- KOCTHOT'O MO3ra

JPOM, CKJIOHHOCTb K | TOYHasl 3KCKpEeLUs

opTrocTaszam, rema- JIETKUX Liemneit

TOCTIJICHOMETaus, ¢ Mo4o0it

oTepsi B Bece
CemeitHbIit [Mepudepuyeckas buorncus, cexse- Tpancnnanra-
HaCJIeICTBEH- | HelpomaTHs, Kely- HUpPOBaHME TeHa IIUsl IEYEHU U
HBII aMIJION- | JIOYHO-KHIIEYHBIC TPaHCTUPETHHA cepana
7103 CHMITTOMBI
Ckuiepo- Cungpowm Peiino, Buorncus koxu n Bazogumararo-
JIepMHUs CHUMIITOM KHCEHHOTO | JPYTrHX OPraHoB- | pbl

pTa, HapyIIeHUe MHUIICHEH

(YHKINU TTOYEK,

KeTyJOUHO-

KHIIEYHBIE CUMIITO-

MBI
Cunapom Bponxocnasm, ai- OHAOMHOKapIU- Crepousl, Xu-
Yapra- JIEPrUYeCKU pUHUT, | aibHas buoncus MHUOIIpEnapaTsl
Crpocca HOCOBBIE TIOJIHIIHI,

CHUMIITOMEI CO CTO-

POHBI JIBIXaTEIIHLHON

CHCTEMBI
Cungpom DEeHOTUITNYECKHE MHO€eCTBEHHBIE
Hynana n 0COOCHHOCTH TeHETHYECKHUE
LEOPARD- aHOMaJINH,
CHUHJPOM (axomaro3
Bonesns AHTHOKEPaTOMBI, VYposeHs anbpha- 3aMecTUTENbHAs
®abpu 60JIeBOI CHHIIPOM rajgakTo3ua3ssl Tepanus dep-

B KOHEYHOCTSIX — MEHTaMHU

aKponapecTesud,
HapyueHue GpyHK-
LU TT0YEK
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Kannuuyeckne Jnarnocruye- Cneunduye-
3ab6oaeBanne .
0CO0EHHOCTH CKHIi TecT cKasl Tepanust
Capxonzmos YBenudeHne BHyT- MPT Crepons
PUTPYAHBIX TAMGO-
y3JI0B
I'emoxpo- luneprimrmenTanys, | ChHIBOPOTOYHBIH KpoBonyckanus
Maro3 apTPUTHL, CaxapHeIi | TpaHcheppuH
auaber
OHpoMHuo- B nerckom Bospacre | MPT, snnomuo- Xupypruueckoe
KapIuajdbHBIH | — COUETAaHHE C BPOXK- | KapIHanbHas
¢ubdposIacTo3 | ACHHBIMU MOPOKAMH | OWOTICHS
cepaua, BO B3pOCIIOM
BO3pacTe — AeHUIUT
KapHUTHHA, TOKCH-
YeCKHUe JIEKapCTBEeH-
HBIE IIPENapaThl
l'unepao3u- Do3uHo U Crepousl,
HO(MWIBHBII XUMHOTEpanus
CHUHJPOM, 3H-
JTOKapauT
Jlednepa
Kapuaonn Bponxocnasm, xemy- | DKCKpemus ¢ MO- | O-MHTEpQEpoH,
JOYHO-KHIIICUHBIC qoit 5-HIAA XUPYpPTHIECKOE
CUMIITOMBI, TOKpac- | (TMAPOKCUUHION- | JICUCHHUE, Ballb-
HEeHHE, CUMIITOMBI CO | YKCYCHasi KUCIIO- | BYJIOIUIACTHKA
CTOPOHHI AbIXaTeNlb- | Ta), OMOIICHUS
HOU CUCTEMBI

Jnarso3 uauonaTuyecKoi peCTpUKTUBHOM KapAMOMUONATHH Ha CEro-
IHSAIIHAN J€Hb SBJISIETCS B OOJIBIION CTEINEHM AUArHO30M HCKIIOYEHHS.
Jaxe npu BO3MOKHOCTH MOJIEKYJISIPHO-TEHETUYECKOT0 UCCIIEI0BaHUSA, IIPU
oOHapyXeHHH pecTpUKTUBHOrO (peHHOTHIAa 1Mo naHHbIM DXoKI' cHawama
JIOJKHBI OBITH MCKITIOYECHBI BCE M3BECTHBIC IPUYMHEI, B IIEPBYIO OYepe/h —
KOHCTPUKTUBHBIA MEPUKAPIUT, a Takke nuddy3Hbie 3a005IeBaHUs COCIU-
HUTENbHOW TKaHU W mepBUYHBIN AL-ammionnos. Ilpn uckmoueHun Bcex
BBIIICOMMMCAHHBIX TPUYUH MOYKHO MO03PEBaTh KaKOH-IM00 BapuaHT TeHe-
traecku oOycnoBinerHor PKMII, cBs3anHbIil 1M00 ¢ MyTaIMsMH T€HOB,
KOJAMPYIOIIUX OCNKH KapJUOMHOIIMTOB, JUOO C CEeMEHHOW aMUIIOUIHON
noJIMHeponaTreit (MyTaluy TeHa TPAaHCTHPETHHA).
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I'enetnyeckn 00yCIOBICHHBIE HIUONATHYECKUE PECTPUKTHBHBIE Kap-
JUOMHONATHN TPEJCTAaBICHBl MyTAl[sIMU B T€HaX JE€CMHUHA, TPOMOHHHA I,
a TaKkxke J-MHUO3MHA TsDKEIbIe 1IeTH, TPOIoHHHA T, akTHHA.

IIpu MyTanusax B reHe JeCMHMHA KIMHUYECKas KapTHHA XapaKTepu3y-
ercs HanuuneM AV-0mokan I-III cTenenu, coueTaHreM ¢ QUCTATLHOW MUO-
natueil (BO3BMOXXKHO Ha cyOKIMHHMYECKOM ypoBHe). Ha Mop¢omoruueckom
YpOBHE XapaKTEpHO HAIW4YME BHYTPUKIETOUHBIX arperatoB JeCMHHA (OK-
CUQUIBHBIE TPH OKPAacKe IeMaTOKCHIMHOM-303MHOM M J€CMUH-TIOJIOKH-
TEeJIbHBIE TP UMMYHOTHCTOXUMHUYECKOM HCCIICIOBAHUN ).

IIpu MyTanusax B TeHe TPONOHMHA | KTMHIYEecKas KapTHHA XapaKTepH-
3yeTcsl BBIPAKEHHOM KIMHUYECKOH TIeTepOreHHOCThIO (EHOTHITUYECKUX
MIPOSIBJICHUH BHYTPH OJHOW CEeMbU — CHHIPOM BHe3anmHou cmepTH, ' KMII,
PKMII, mpu OXOKI' yacTo BBISBIAIOT BBIPAKEHHYIO JHACTOIHUYECKYIO
muchyskmio. [Ipu Mopdosoruueckom ucciaenoBanuu GeHomeH «disarray»
Y TUNEepTpodUs KapAMOMHOILIUTOB.

[Mpu MyTranuax B reHax (B-MHO3WH TsDKENbIe LIENH, TPOMOHUH T, ak-
THH), KaK TPaBUJIO, UMEET MECTO PaHHss MaHH(pecTalus 3a00IeBaHysl, CO-
YyeTaHWe C MPU3HAKAMH HEKOMIIAKTHOI'O MHOKapAa, MOophodyHKIIMOHATb-
uele knaccel (I'KMIL, JKMII), Ha MopdonorudeckoM ypoBHE — ()eHOMEH
«disarray» u runeprpodusi kapauomuormtoB (Arbustini E. et al., 2006;
Peddy S.B. et al., 2006; Kocrapesa A., I'ynkosa A. 5., 2014).

Juacnocmuxa u oughghepenyuanvnan ouaznocmuka

*  PKMII moxkeT SBIATHCSI OJHUM W3 MPOSBICHUI OONe3HeH HAKOII-
neHus, Hanpumep, Oonesnu [omre, ®abpu—AHaepceHa, 6osne3Hn
ITomrie, HEPBHOMBIIIIEYHBIX 3a00JIEBAHUI; YaCThIO HACIICICTBEHHO-
ro kapauodanuaabHoro cuHapomMa HyHana, cucTeMHBIX (opm
aMHJIONI03a, TEMOXPOMAaTO3a, CapKoOH103a.

*  PKMII moryT OBITH OIHUM W3 TMPOSIBICHUI CHCTEMHBIX 3a00iieBa-
HUN COEIMHUTENBHOW TKaHU (CKIEpOAEepMUs), KapIUHOHIHOTO
CHH/IpOMA.

* Pepxkumu npuunnamu PKMII MoryT ObITh mopakeHusi SHIOKapAa,
CBSI3aHHBIE C TUNEPI03NHO(MITBHBIM CHHAPOMOM WIIM TOKCHYECKUM
BozzeiicTBreM JIC (XJTOpOXHWH, SproTaMrH, CEPOTOHHH, PTYTh).

—31-—



lyakosa A.A. Nekuns «Kapanomuonatum»

Knunuxa PKMIT
Knunnueckas kaptuna PKMII ckiagsiBaeTcst U3 CUCTEMHBIX IPO-
SBJICHUH OCHOBHOI'O 3a00JIeBaHMs W NPHU3HAKOB JIEBO-, IIPABOXKeE-
JTyIOYKOBOW WJTH OMBEHTPUKYISIPHOH nuactonmdeckoit XCH.
BonbHble BHayane JKaldylOTCS Ha OJBIIMIKY, MPUCTYIBl YAYIIb,
c1aboCTh, YTOMIISIEMOCTh, OTeKH. [losBisroTcs akponmaHos, Ha0y-
XaHHE LICHHBIX BEH, BBIPAXEHHBIE OTEKH, aCLUT, TeIaTOMErajus,
aHacapka U Ipyrue Npu3HaKH.
IlepkyTopHO OTME4YaeTcsi yBEIWYEHHWE OTHOCUTENBHOW TYMOCTH
cepaLla BOpaso 3a cyeT auiaranuu I1I1.
IIpu ayckynbTanmu onpeaensercs ocnadnenue | u Il ToHOB cepa-
na. Ha Bepxymike u cieBa OT ITPyJUHBI B YETBEPTOM-TIATOM MEX-
pebeprsix 00bgHO xopomio BeichaymmBaercsa Il maromormueckuit
TOH CepALa U CUCTOJIMYECKUH IIyM, IPOBOSIIMICS B JIEBYIO MOA-
MBIIIEYHYIO 001aCTh.

IKI" npu PKMII
Wzmenenuss OKI' mpu PKMII mecrenmduunbl. B 3aBucumoctu ot
NpUYMH 3a0051eBaHus U XapakTepa nopaxenus cepaua Ha OKI' MOKHO BbI-

SIBUTB:

* HH3KHH BOJIBTAX;

e [IPU3HAKM yBEJWYEHHUs ipenacepauii (P-mitrale u P-pulmonale);

e mHapymeHnus cepaeunoro purma (OII, TIL, IIT, sxcTpacuctonus u

Jp.);

e HecnenuUecKue N3MEHEHHUS PerosIpU3aLLT;

e HapyLIECHHs IPOBOJUMOCTHU (BHYTpHXKeIy10oukoBoii, AB, CA).

IXOKTI npu PKMII

Haunbonee xapakTepHble TeéMOIUHAMUYECKHE W MOP(OIOTHUECKHUE
npusHaku PKMIT:

BBIPpAXXCHHOC YTOJIUICHUE, CHMIXCHUC OJJIACTUYHOCTH, PUTUAHOCTDH
OHAOKapJa W/WIH MHOKapaa,
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Hapymenne nuactoimdeckor ¢yakmuu JOK u [DK, ¢uxcuposan-
HOE HapyIICHHUE 3aII0JTHEHHSI KPOBBIO OJIHOTO MM 00OUX JKEITyI0Y-
KOB, MPHYEM UX 3alOJHEHHUE KPOBBIO OCYIIECTBISIETCS TOJNBKO B
Havaye neproja OBICTPOTO HATIOJTHEHUS,

YMEHBIIICHUE Pa3MEPOB IOJIOCTH JKEIYJOYKOB U MPOTPECCUPYIO-
Iast AUJaTarus npeacepIuii;

3aCTOMHAss OMBEHTPUKYJISPHAS MPEUMYIIECCTBCHHO MPABOKEITYI0Y-
koBas XCH;

0o0pa3oBaHHE BHYTPHUCEPJCYHBIX TPOMOOB ¥ TIOBBINICHUE PHCKA
TPOMOOIMOOTMUECKUX OCIIOKHEHUH.
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Kpumepuu nocmanoexu ouaznoza PKMII

1.

w

SXOKapI[I/IOI‘pa(bI/I‘lCCKI/Ie MOPpU3HAKW — YBCIIMUCHUEC PasMCpPOB NPCa-
cepﬂnﬁ IIpU HOPMAJIBHBIX HUJIU MMOYTU HOPMAJIBHBIX pa3dMepax JICBO-
T'0 XCJIyJO4YKa U €T0 CHCTOJIMYCCKOM (1)yHKHI/II/I

OTcyTCTBI/Ie 3HAYUMOT' O YBCIIMUCHU A TOJJIIHUHBI CTCHOK JDK.
OTcyTCTBI/Ie MPU3HAKOB KOHCTPUKTUBHOT'O IICPUKApANUTA.
VBenuueHue KOHCYHO-ANACTOJIMYCCKOr'0 AAaBJICHUA B JICBOM JKCIIYy-
JOYKE IIPpH KaTCTCpHU3alli KaMEp cepala.

OCHOBHbIE MEXaHU3Mbl CHM:KEHHS KOMILJIAEHTHOCTH U yBeJu4e-
HHUA «<KecTKocT» JIZK

Hapymenune paccnabienuss MuoKapAa Ha YpOBHE capkKomepa
BCJIEJICTBHE MyTaluii 0enkoB (TporonuH I, Tpomonun T, Tsoxenbie
1enH - MHO3MHA) U OEJIKOB IIUTOCKEIETa.

Hapymenune paccnabnenuss MUOKapa BCIEACTBUE UHDUIBTpaUu
(ammonmo3) 1 HakoruieHus (00JIE3HH HAKOIUICHHS TJIMKOTeHa, 00-
ne3np ®abpu, TeMOXpoMaTo3).

Hapymenue pacciaGieHusi MHOKapJa BCJICACTBUE MATOJIOTHH JH-
nokapaa (303MHOGWIBHBIN dHIoKapauT Jleddepa, sHmIOKApaH-
albHBIN GuOpO3IacTO3).

PKMII Cemeiinbie/I'eHeTHUECKHE

IHoaTun ¢ U3BeCTHBIM reHeTHYECKUM JedeKTOM
Tpomnonun I

Tpononun T

JlecmuHa
B-Muo3uH
AKTUH

Ooba3amenvuvle 1adopamophvie mecmul

Onexrpogope3 OENKOB CHIBOPOTKM C HMMYHOOJIOTOM JUIsl OIpese-
neHuss M-rpanuenTa (napanpoTerHa).

Onexrpodope3 OETKOB MOYM M CYTOUHAs AKCKpeLus K/A Lened c
MOUYOI.
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K®K (onenka MM ¢pakium) CBIBOPOTKH KPOBH.
NMMyHONOrHUYecKkue TeCThl AJis BBISIBICHUS CKIEPOJEPMUH.
DeppUTHH CHIBOPOTKH KPOBH.

Oobs3amenvuple OuazHocmuuecKue npoyeoypsl

OcMOTp HEBPOMATOJIOTa U IIEKTPOMHOTpadusl.

TxaneBas gonmep-sxokapauorpaduss 1 MPT s uckmroueHus
HepHUKapauTa, a TakXKe capKom103a, hudbposnacrosa.

Buornicus moakoxxHOTO XMpa ¢ OKpackoil KoHro kpacHbBIM Ha aMu-
JIOWA W BO3MOXKHBIM MOCJIEAYIOUIMM HMMYHOTHCTOXHMHUYECKUM
OKpalllnBaHHEM (TPaHCTHPETHH, K/A 1enu, AA-aMuIons).
OHpoMHOKapauaibHas Ouorncus (MopQoIOrndeckoe, WMMYHOTH-
CTOXMMUYECKOE U BUPYCOJIIOTHYECKOE HCCIIEI0BAHNE).
TmarenbHbli cOOp HACIEACTBEHHOIO aHamMHe3a U o0cieloBaHHe
POICTBEHHHKOB.

Jlononnumenvuvle nabdopamopuvie mecmovl U OUAZHOCHUYECKUE
Meponpuamusn

IIyHKIMs KOCTHOrO MO3ra.

0-TAJIAKTO31/a3a CHIBOPOTKH KPOBH.

OKckpenus S-THIPOKCHUHAOIOYKCYCHOW KHCIIOTBI ¢ MOYOH.
Buoncus mpimn (Mopdonornueckoe 1 UMMYHOTHCTOXMMUYECKOE
HCCIICIOBAHME).
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ANNATALUMOHHASA KAPONOMUONMATUA

JwunaranmonHast KapIHOMHOTIATHS B HACTOSIIIEE BPeMsI OTIPEAeIsIeTCs
HaMA4YneM OecTpuauHHON JieBoxemynoukoBor (JIK) mmm OuBeHTpUKYIISAp-
HOW JWJIATallid U CHCTOJMYECKON AUC(YHKINU MPH OTCYTCTBUU aHOMAIlb-
HBIX YCJIIOBUH HAarpy3KWl (apTepHalbHOW THIIEPTEH3WMH, 3a00JeBaHHMNA Kiia-
MAaHHOTO amnmapara Wi HWIIEMHYeCKON OOJe3HH cepira), JOCTATOYHBIX
9TOOBI BBI3BATh AMIATAIIMIO U TI100ATbHBIE CUCTONNYECKUE HAPYIIICHMS.

* Haubonee rereporenHas rpymma.

*  YacTto nMeeT TeHeTHYECKYI0 MPenpacrojokeHHOCTh W MpHOoOpe-
TEHHBIM XapakTep 3aboyieBaHMs (ITOCIEPOJOBAsi, BOCMAIUTEIbHAS,
AJIKOTOJIbHAs).

* llatoreHernyeckrie MeXaHW3Mbl HaWMEHEE W3yYEHBI BCIICICTBHE
TeTePOreHHOCTH.

CoBpeMeHHBIIi B3Iy Ha Mexanu3mbl pazputus [JIKMII
ArmonTo3, TUCPYHKIUS MUTOXOHIPHUHA, U3MCHEHUE PETYJISIMN TCHOB,
MOU(UKALIYS BHEKJICTOYHOT'O MaTPUKCa.

OCHOBHbBIE KJIHHUYECKHE CHHIPOMBI

V 6oapubix ¢ JIKMII cuMOTOMBI OOBIYHO IMOSABIAIOTCS MOCTEIEHHO. Y He-
KOTOPBIX TMAIMEHTOB CHMIITOMBI OTCYTCTBYIOT BOOOIIE, HECMOTpS Ha Ha-
TUYYe TUIATAlNH J)KEeTyJ0YKOB B TEUCHHE MECSIIEB U JIET.

v" Cucromnyeckass XCH (eBoxkenyoukoBasi MM OWBEHTPHKYJISP-
Has) C MPHU3HAKaAMH 3aCTOS KPOBH B MaJlOM W OOJIBIIIOM Kpyrax KpOBOOO-
paieHusl.

v/ HapylieHuss putMa | IPOBOAUMOCTH (KENYJOYKOBBIE apUTMUH,
(bubpunsus npencepanii, AB-6mokanbl u 0J10Kaapl HOXKEK my4dka ['ucca).

v TpomboambGonnueckue ocnoxuenust (TIJIA u smGonust B aprepuu
0OJBIIIOTO KpyTa KPOBOOOPAIIEHYS).

v CuMmnromMaTHyecKkas CTeHOKapaus (BCIEICTBHE CyOdHI0KapAHaIb-
HOW WIIIEMHH U TUTIONIEPY3HH).

v K MOMEHTY TOCTaHOBKH jJnaruo3a 73 % GOJIbHBIX HMEIOT CHMIITO-
MBI 3aCTOMHOMN CepIeYHON HEJOCTATOYHOCTH.
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KianHuveckne BapHaHTBI

N30mupoBaHHOE NMOPaKEHUE MHUOKApAa U IPEBAIMPOBAHUE CHUMIITO-
moB CH.

— AKMII u nporpeccupoBanue HapyImeHU pUTMa U IPOBOJUMOCTH.

— JAKMII + HepBHO-MBIIIEYHBIE CUMIITOMBI, BBICOKUH ypoBeHb KDK.

— JAKMII + nonuopranHoe nopaxeHue.

Bonvuout JI. ¢ debromom 3abonesanus 6 15 nem ¢ cumnmomom cepOeuHoll
Hedocmamounocmu Ha ¢one JJKMII.

* [lpu nesponozuueckom 00Ccne006aHUU — MblUEYHAsl clabocmy U
ampogus Muluy Mmazo8020 NOACA U HUNCHUX KOHEUHOCmel, NOgbl-
wenue KOK ¢ 10 pas.

*  Ob6Hapysxcena mymayus 8 eene oucmpoguna (DMD) no muny Oe-
aeyuu 6 50 sx30He.

»  Jlna X-ceazannou popmur JJKMII ecredcmeue mymayuii eena ouc-
mpoguHa XapaKxmepHa panHas MAHUGECmayus y MyHCUUHblL 8 803-
pacme 0o 20 nem, omcymcmeue HAPYWEHUN pUmma, 8blcoKue
yughpvl KOK, nopasicenue mviuy no muny muooucmpoduu Jio-
wenna-bexkepa.

JAuarsocruyeckue KpuTepHUu AJsl POACTBEHHUKOB IPOOaH1a

I'JTABHBIE:

1. HeoObsscunmoe camkenne ®BJIK < 50%, no > 45%.

2. HeoOwsicaumas nunaranus JIK (quamerp wnm o6beM) B COOTBET-
CTBHHU C HOpMOrpammamu (auametp/oobem JOK > 2SD +5%).

BTOPOCTEIIEHHBIE:

1. Monnas BJIHIIT wiu A-B 6mokana (PR > 200 mc wiu A-B 610-
Kajia 0oJiee BBICOKOH CTETIeHH).

2. HeoObsicHHMBIE XKelyJOYKOBbIe HapymieHust putMa (> 100 sxeiy-
JIOYKOBBIX KCTPACUCTOJ B Yac 3a 24 Jaca WM HEyCTOMYUBAs JKe-
JyJIOYKOBask TaxuKapaud npu gactore > 120 yaapos B 1 MunyTY).

3. CermenTapHble Hapymenus creHok JIOK B oTcyrcTBue Hapyie-
HUW BHYTPHKEIYIOYKOBOU ITPOBOJIUMOCTH.

4. Tlo3mnee ycuieHne curHana ragoauaus mo MPT.
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5. Ilpusnaku BocmayieHusi, Hekpo3a w/wim (pubpo3a B OTCYTCTBUC
WIIEMUYECKOTO TeHe3a MO pe3ysibTaTaM SHAOMHOKapAHaIbHOM
ouorcuu.

6. Hannume aHTUMHOKapAMATbHBIX aHTUTEN MO OAHOMY HMJM Oojee
TECTOB.

Y MHOTHX pPOJCTBEHHHKOB, SIBJSIFOIIUXCS HOCHUTENSIMH MYTalUd WIH
MMCIOIUX aHTHUTENAa K TKAaHW cepiua, HaOiromaeTcs JOKIMHUYecKas (asza
0e3 KapAuaJbHOTO MPOSIBICHUS, KOTOPast BIIOCIEACTBIH MIPOTPECCUPYET 110
YMEPEHHBIX CTPYKTYpPHBIX aHOMAaJIHMii, TAKUX KaK W30JUpPOBAaHHAs AWjIaTa-
st JOK (mpucytctByeT y ~25 % pPOACTBEHHHMKOB B Cllyyae CeMEWHOMN
JKMII u koTopas mpeacka3bIBaeT pa3BUTUE MOJHOTO ()EHOTHIA B TEUCHHE
crenyromux jert). CoriaacHo oQUIMaTbHOMY 3asBICHUIO padoueil rpymiibl
EBpormeiickoro o0mecTBa KapAHOJIOroB MO 3a00JIeBaHUsIM MUOKapAa M Tie-
pukapaa (2016) ocymiecTBieH NMEPECMOTp OMpEIesIeHUs AUIaTallHOHHON
KapIIMOMHUOIIATHH, BBEJCHO IMOHSATHE «THIIOKMHETHYECKasi HeAMUJIaTallHoH-
Has KapAUOMHUOTIATHS.

Knunuvecxuii ouaenos u umoeosoe neuerue mo2ym Oblimb ONmuMU3U-
posanvl nymem 0OHOGIEHU Kpumepues NOCMAaHo8KU OUAeHO3a ¥ pooC-
senHurxos bonvuvix JKMII u co30anus HOBOU Kamezopuu cUnoKuHemuye-
CKOU Heounamayuounou kapouomuonamuu (I'H/IKMII).

JIKMII — nosast modenv onueocennoco Haciedosanus (m.e. 3a00a1esamue
BbI36AHO MATBIM YUCTOM MYMAyuil 8 0OHOM UU Ooee Yem OOHOM 2eHe):

e 3HAYHTEIHHBIE CIOXKHOCTHU ISl TEHETUIECKOTO KOHCYIBTUPOBAHUS

Y TIPEJICKA3aTeIbHOTO TeCTHPOBAHYS,

e OJHO W3 OOBSICHEHH 3HAYUTENBHBIX BapHallMi B MIEHETPAHTHOCTH

3a00neBaHusl, HA0IIOIAeMBIX B HEKOTOPBIX OTAEITBHBIX CEMBSIX;

® C KIMHUYECKON TOYKM 3pEeHUs, TINATeNbHAss (EHOTHITMYECKas

OIIEHKA TMAI[MEHTOB M WX CEMEH MMeeT peliaroliee 3HaYeHHe s
KOPPEKTHOM MHTEPIPETALN T€HETHIECKUX PE3YIbTaTOB.

Juaznocmuueckoe oocnedosanue:

o HMmemundeckas 0ose3Hb cep/ua A0JHKHA ObITh MCKIIOUEHA y Halu-
€HTOB cTapuie 35 JeT.
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Ilepsas nunus 1a00paTOPHOTO TECTHUPOBAHUS NODKHA BKIIOYATH!
K®K, JIAT (obmas u ¢ppakunn), QyHKIUK TOYEK, aHATN3 MOYH Ha
MPOTEUHYPHIO, TECThl (PYHKIHMM IEYE€HH, TeMOTIOOMH U TOACYET
OeTBIX KPOBSHBIX KJIETOK B KPOBH, KOHIEHTPALHUS CHIBOPOTOYHOTO
xenesa, QeppuTHHa, Kanelus, ¢(ocdara, HATPUHYPETUUECKOTO
NEeNTUAA U THPEOTPOITHOTO TOPMOHA

Bmopas nunua ouacnocmuxu nokHa OBITH HaIlIpaBJieHA Ha MOA03-
peBacMyr0 ATHOJIOTHIO (TeMOXpOMAaTo3, aHEMHH, HapylIeHUe
(YHKLIWY IIUTOBUTHOM JKEJIE3bl U T.1.).

MarnutHeiii pe3onanc cepaua (MPT) ans oueHku aHaToMuW,
CTPYKTYPBI ¥ (DYHKIIMH KEIyJOYKOB U JUIsl ONpPEACITICHUS XapaKTe-
pHUCTUK TKaHu: GUOPO3, OTeK, HHPHUILTPALIUS

[Ipu momo3peHur Ha MHOKapJIUT PEKOMEHAO0BaHA IHOOMUOKAPOU-
anvras 6uoncus (OMB) [BkiTOUas cTaHIapTHBIE OKPACKU Mpemnapa-
TOB THCTOJIOTHIO, IMMYHOTHCTOJIOTHIO U MOJMMEPa3HYI0 LEIMHYIO
peakmuio (I1LP)]. DMb pexomeHm0BaHa TPU HATMYUH OO3PCHUI
Ha 00JIe3Hb HAKOIICHUS WX METaboIndecKre 3a001eBaHus, KOTO-
pBI€ HE MOTYT OBITh MOATBEPKICHBI IPYTUMHU METOAAMH.

Cxpunune c ucrionbp3oBanueM 3xokapauorpadguu u DKIT pexomen-
JIOBaH BCEM DOJICTBEHHHMKaM TNEPBOM JIMHUM POJICTBA TAIl[MCHTA-
Hocutens 3a0oneBanus ¢ JIKMII He3aBUCUMO OT CeMEHHON HCTO-
pum.

T'enemuueckoe mecmuposaniie PEKOMEHIOBAHO TPU HAIHYUHU Ce-
metiHoi popmbr JKMIT wmm npu criopaamueckoi JIKMII ¢ knmuHu-
YEeCKUMH TIPU3HAKAMH, IPEIIONIAraloNuMH  KOHKPETHOE/PEaKOe
reHeTnyeckoe 3abonesanue (Hanpumep, JKMII + atproBeHTpUKY-
nspHas 0yokana win nossienne KOK).

Hcnonvzoeanue cexeenuposanus creoyiowezo nokoaenus (NGS)
JUIS aHaJM3a OYCHb OOJNBIIMX TaHeNed T'eHOB, BKIIOYAas TaHTHH,
MOKET paccMaTpuBaThbcs, KOrJa ceMeiiHas (opma 3aboseBaHUS
MpearnonaraeT NPOBOANUTh CErPeralMoHHbI aHaIn3 (T.€. HECKOJIb-
kux poacteeHHUKOB ¢ JIKMII u nocrynaoit JJHK).
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[Tockonbky y poncteennukoB nanueHToB ¢ JKMII wiu ¢ THAKMII
MOXET Pa3BUTHCS SBHOE 3a00JICBaHUE, OHU JIOJKHBI OBITh PACCMOTPEHBI
JUIS KIIMHUYECKOTO U T€HETUYECKOTO CKPUHUHTA.

Onpedenenue 3a601e6anUsL Y POOCMEEHHUKA

SBHOe 3a00neBaHME:

e CootserctByeT kputepusam s JKMIT wiu 'HJAKMIL.

BeposiTHOe 3a00neBanue:

e OpauH rIaBHBIM KpUTEpUi + MO MEHbLIEH Mepe, OAMH BTOpPOCTE-
NIEHHBIN KpUTEpUI

NI

e OnuH raaBHBIA KPUTEPUN + HOCHUTEIBCTBO NMPUUMHHOW MYTALIMH,
UICHTU(DUIIMPOBAHHOE Y MTPOobaHIa.

Bo3moxnoe 3a00s1eBanue:

e J[Ba BTOPOCTENECHHBIX KPUTEPHSL.

NI

e OauH BTOPOCTENEHHBIN KPUTEPUIl + HOCUTENBCTBO MPUYHMHHOMN
MyTalnu, HASHTHQUIIMPOBAHHOE Y IPOOaH/A.

e OnuH TNaBHBIN KPUTEPHUil, HO 03 KaKOro-TH00 BTOPOCTENEHHOTO
KpUTepHs U 0€3 TeHETUYEeCKUX JaHHBIX 10 CEMBE.
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Onpedenenue cemelinozo 3a001e6anus
Omnpenenenne ceMmelHOW (OpMBI 3a00JIEBaHUS B OTCYTCTBHE OJIHO-
3HAYHOW MOJICKYJIIPHO-TEHETUICCKON MH(DOPMAIINU O CEMbeE:

Korna nBa nnm Oonee uHAMBHAYyMa (POACTBEHHUKU NEPBON WM
Bropoii crymenu) umeroT JKMII umu 'HJIKMII, cootBercTByIO-
LIYI0 IUarHOCTHYECKUM KPUTEPUSM TSl «SIBHOTOY 3a00JI€BaHUS
nim

[Ipy HamMuuKM nanMEHTa-HOCUTENs 3a00JE€BaHUsl, COOTBETCTBYIO-
mero auarHoctudeckuM kputepwsim aast JKMITTHAKMIL, wu
POJICTBEHHHKA NEPBON CTYNEHM C JIOKA3aHHOW C MOMOIIBIO ayTOI-
cuu JIKMII u BHe3amHOM cMepThIO B Bo3pacTe < 50 JieT.

Tenemuueckas npeopacnoioxiceHHocms, peanuzyemas noo GrusHuem
gaxmopos okpyosicaioweli cpedvl, Hanpumep, MUOKApoum ¢ mparchopma-
yueti 6 JIKMIT:

[oaTBep kICHHBIH C TTOMOIIBIO OHOTICHA MHOKAPIUT MOXKET OBITH
00paTUMBIM, €CIIM M3JIEYeH OCTPBIA BOCHAIMTENBHBIN Mpolecce U
npuurHa (HarmpuMep, BupycHast mHpekuus) kynuposana. Jo 30 %
CIIy4aeB BHPYCHOTO MHOKAapAHWTa MOXET TMPOrpeccupoBaTh a0
JKMIL.

B ciyuasx ceMeiHOTO M HECEMEHHOTO MPOUCXOXKICHUST HHDEKIIN-
OHHO-OTPHIATEIbHBI MHUOKAapAUT, ¢ win 0e3 deHoruna JJKMII,
MPEJICTaRNIsIeT cO00M opraHcnenuduuHoe ayTOMMMYHHOE 3a00Jie-
BaHKE, BO3HUKAIONIEE Y TEHETUYECKH TPEAPACIIONOKECHHBIX HHIM-
BUJIYYMOB.

B Takux ciyuasx y poJCTBEHHHKOB, HE UIMEIOIIHX CUMITOMOB, MO-
T'yT 0OHApYKUBATHCS CHIBOPOTOYHBIE OpraHcrennGUIHbIC aHTUTE-
Jla K TKaHH ceplila, KOTOpbIe aCCOLUUPOBAHBI C YMEPEHHBIMH aHO-
MaJIMSIMH JIEBOTO KENyJO4YKa M IPeICKa3blBalOT MPOrpeccHpoBa-
Hue g0 AKMIL.

Cucronnueckas pucynkuusa winn anitaranus JOK npu 3abonesa-
HUSIX, TAKAX KaK MHOKapIUT, MOXET ObITb OUYeHb yMEPEHHOU MU
IpU HEKOTOPBIX OOCTOSITENBCTBAX OTCYTCTBOBAaTb, HECMOTpPS Ha
HaJIM4YMe KIMHUYECKH 3HAYMMOro 3a00JIeBaHUsl MHUOKapAa — IO
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JaHHeiM MPT cepana, paguoHYKIMIAHBIX UCCIENOBAaHUN WIH 3H-
JOMHOKapANaIbHON OUOTICHH.

e Hannuue Hapymenuil putma (KemyI0uKoBas WIH HaIKEIyA04KO-
Basi apUTMHS WIM HApYIIEHHUS MPOBOJUMOCTH), KOTOPBIE MOXHO
HaOII0NaTh PU MHOKapaUTE WM Ha paHHEl (a3e TeHeTHYECKUX
3aboneBanuii, Takux kak JKMII-acconuupoBaHHbIE C JTaMUHOM
A/C 1 HepBHO-MBILICYHBIMH 3200JI€BaHUSIMH.

¢ JSIBHas aza cuCTONMYECKON AUCHYHKIIMN OOBIYHO aCCOIMUPOBAHA C
nmunatauueit JOK, Ho mocneqHss B HEKOTOPBIX CIydasx MOXKET OT-
CYTCTBOBaTh (OIUCAaHO y HOCUTENEH MyTaluu reHa jamuHa A/C u'y
HEKOTOPBIX MAIMEHTOB 0€3 M3BECTHON TeHETHIECKON PHYHHBI).

I'enemuueckasn npedpacnonodceHHoCmy, peanusyemas noo GIUsHUEeM
Gaxkmopos oxpyoicarowell cpedvl, HAnpumep, NePunapmarbHas Kapouo-
Muonamus

® [lepunapranshas kapauomuonarus ([TIIKMIT) npeacrasnser co-

0ol pesikoe, HO MOTCHIMAIBHO OMACHOE IS XKU3HU 3a00JICBaHuUE,
OTpesieNIIeMOe Pa3BUTHEM HEOOBACHUMOM CHUCTOIMYECKOW cep-
JICYHON HEJIOCTATOYHOCTH K KOHITy O€pEMEHHOCTH HMJIM B TEUCHHUE
HECKOJIbKMX MECSIIEB ITOCIIE POJIOB.

® DTHOJNOTUS SBISETCS CIOXKHOM M BKJIIOYAET: ayTOMMMYHHYIO

npupoay, (GeTaabHbI MUKPOXUMEPU3M, BUPYCHYIO HH(DEKLHIO,
CTpECC-aKTUBUPOBAHHBIE IIUTOKHWHBI, TOKCUYHOCTh, BBI3BAHHYIO
aHOMAaJIbHBIM MPOIYKTOM PACHIETIICHHS TPOJaKTHHA.

® EcTb JaHHBIE O TOM, YTO HEKOTOPHIE JKEHIIMHBI C IIepUIapTaIb-

Hoit KMII sBisitOTCS HOCUTENSIMU PEIKMX MYTalUd, a peanusa-
nus reerndeckoro gedexra ¢ pazputuem JKMII mpowucxogur
Ha QoHe OepeMEHHOCTH U IOCIIE POJIOB.

Heeenemuuecxue eapuanmur JJKMII: nexapcTBeHHbIE CpeAcTBa (aH-
TUHEOIJIAaCTUYECKUE, AHTPALMKIMHBI, ICUXOTPOIIHBIE Npenaparthl, aHTH-
PETPOBUPYCHBIE areHTHl U Jp.) ¥ TOKCHHBI (KOKanH, aM()eTaMHHBI, SKCTa3H
u 1p.). Cucronuyeckas auchynkuus JOK moxer ucuesaTs mocie BbIBee-
HUS JIEKAPCTBEHHOTO CPEACTBA WM TOKCHHA, HO MOXKET COXPaHSThCA B Te-
YeHHE MHOTHUX JIET B CyOKJIMHUYECKOH (opMe.
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B cnydae ankorosns 1 HEKOTOPBIX JEKapCTBEHHBIX CPEACTB, TAKUX KaK
AHTPALUKIINHGI, [T0-BUIUMOMY, CYIIECTBYET WHIMUBUAYalIbHAs BOCIPUUM-
YUBOCTh, KOTOpasl peanu3yeTcsi ¢ y4aCTHEM TIEHETHUECKUX M HereHeTHye-
CKHX MEXaHH3MOB.

Hanpumep, B nemnom y auil, 310ymoTpeOISIOIINX aJKOTOIeM, TSHKECTh
MOBPEKACHUS MHOKapia €1a00 KOPPENUPYET C AJTUTEIbHOCTBIO U KOJIHYe-
CTBOM BBIIIUTOTO ANKOTOJIsl. Bonvuioe 3nauenue umeem uHOUBUOYATLHAA
npeopacnonoNHCeHHOCmy.

» Cpenn G6onbHBIX anmkoroam3mMoM 70 % HMMEIOT OTSTOLICHHYIO Ha-

CJIEICTBEHHOCTb, CPEJIN 370POBBIX ATOT MOKa3aTeab cocTasisieT 10-
15 %. C Touku 3peHHs] MEAUIIMHCKOW T'€HETHUKH, aJTKOTOJIH3M OTHO-
CST K MOJIMTCHHBIM 3a00JICBAHMSIM.

» AKTHUBHO H3ydaeTcs pOJib TCHETHUYECKHX (DakTopoB, NETEPMHHU-
PYIOLIMX €0 MeTaboJIN3M B OpraHu3Me.

» Hapsiny c cunrazoii 111 3Tu10BBIX 3QHUPOB KUPHBIX KUCIOT B METa-
Oonu3Me dTaHoNla MPUHUMAIOT YYacTHe ajKorojb JACTHIpOreHasa,
anpnerus aeruaporenesa u nuroxpom P4502E1 (CYP2E1), mpu-
4eM U HUX TaKKe XapaKTepeH FeHEeTHUECKUH monuMopdu3Mm, Ko-
TOPBIN aCCOLMHUPYETCS C Pa3INYHON CKOPOCThIO MeTabonu3ma 3Ta-
HOJIa ¥ CTPYKTYPHBIMH NU3MEHEHUSIMH B OpraHax.

Jugpgpepenyuanvnotii ouaznoz cioxkeH u TpeOyeT WCKIIOUEHUSI
OOJBLIOr0 KOJIMYECTBA T'€HETUYECKU OOYCIOBJIECHHBIX M HETEHETHUECKHX
BapuanToB JJKMIIL.

Jleuenue. YMEHBIICHUIO CUMIITOMOB CEPJIEYHOM HEAOCTaTOYHOCTH U
YIYYIIEHUIO TPOrHO3a MOI'YT CIIOCOOCTBOBATH (PU3MUYECKHE TPEHUPOBKH.
JlexapcTBeHHast Tepalus HalpaBJieHa Ha 0JIOKay BCeX 3BEHbEB MIAaTOrCHE3a,
YTO CONPOBOXKIACTCS YBEIMUCHUEM MPOJOKUTEIILHOCTH JKU3HH MTAIIUEHTOB
U YJIy4lLIEHUEM €€ KauecTBa. JIedeHue cepieuHoN HEJOCTaTOUHOCTH CIIENyeT
MpoBOAUTE B cooTBeTcTBMM HarmonanensiMu pexomenaanusmu BHOK u
OCCH mno nuarnoctuke u gedeHnro XCH. Onenka pucka u iepBu4YHast po-
¢unaktuka BCC npu JIKMII — tpynnas 3agada. bonsabix AKMIT moxHO
OTHECTH K rpymnine Beicokoro pucka BCC, ecnu y HUX oOHapyXeHa HEeYCTOM-
yuBas KT, monreepxkneHnas nanueiMu XM, KIP JDK > 70 MM unm
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OB JIXK < 30 %. B xauectBe Merona nepBuunoit npodunakruku BCC yc-
taHoBka MKJl ummeer mpenMyliecTBa MO CPAaBHEHHIO C IMPUMEHEHUEM
amuoaapona. Cepbe3nsiM npeauktopom BCC nmpu JJKMII cuurator cus-
KOTIaJIbHBIE COCTOSIHUSI BCIICACTBUE DIEKTPHUECKONH HeCTaOMIBHOCTH MHUO-
kapaa. Ykazanue Ha BCC B cemeliHOM aHaMHe3€ SIBIISICTCS MOKa3aHHEM
s yeraHoBku UKJ (Bropuunas mpodunaktuka). [lpu @I1 y GombHBIX
JKMII crnenyer mocTuraTe KOHTPOJS pUTMa M(MJIM) ONTUMAIBHOM 4acTo-
TBI KEIyAOUYKOBBIX cokpauieHuil. 1Ipu ®DII pekoMeHgOBaHa aHTUKOAry-
JSIHTHAS Tepanus Ui NpoQUIaKTUKH TPOMOOIMOOINIECKUX OCIIOKHEHUH.
TpaHcITaHTanus cepiaua 10 CUX IOp OCTaeTcs PaguKalbHBIM METOJIOM
nedeHus narueHToB, crpagaronmx JJKMII ¢ tepmunansHoit cranueit CH,
pedpakTepHOii K IPOBOIUMON MEAMKAMEHTO3HOM Tepanuu. OCHOBHAS alib-
TEepHATHBAa TPAHCIUIAaHTALIMU CEp/lla — UCIIOJIb30BaHUE alllapaToB BCIIOMO-
raTejIbHOr0 KPOBOOOpAIICHHSI.

IIpozno3. PaHHAs NOCTAaHOBKA JMArHO3a YIy4IIAeT IIPOrHO3 U OTBET
Ha Tepanuio. [IATUneTHssI BBDKMBAEMOCTh TOCIE MOATBEPKAEHHOIO AUar-
no3a JIKMII cocrasmsiet ot 30 % m0 36 %.
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Takum o6pazom, KMII ocratoTcs oqHMMH M3 HauMEHEEe M3YyYEHHBIX
3aboneBannii Muokapaa. C BHEIpEHHEM B HIMPOKYIO KIMHHUYECKYIO MpaK-
TUKy MeToaa Buzyanuzauuu muokapaa (MPT, cuunaturpadum), a Takxke c
BO3MOXKHOCTBIO MPOBEACHHUS MOJIEKYISIPHO-OMOIOTHIECKUX U MOJIEKYIAp-
HO-TEHETUYECKUX HCCIEAOBAaHUM NOCTUTHYT CYIIECTBEHHBIH IpoOrpecc B
MOHMMAaHUU 3THOTNATOreHe3a, YTO HAIJIO OTPAKEHUE B CYIIECTBYIOIIHX
KJIacCU(UKAIMAX U ONPEACTICHUSX.

HEKOMITAKTHBIIT MUOKAP/]

HexommnakTtHblii Muokapn neBoro skemynouka (JIK) — 3aboneBanue
cep/ilia, XapakTepu3yrolleecs: IByXCIOHHBIM MHOKAapAOM, MHOKECTBEHHBI-
MU BBICTYMAIONINMU TPaOEKYISPHBIMA CTPYKTypaMH U TIYOOKHMH MEX-
TpaOeKyISIpHBIME KapMaHamu, cooOmatomumuca ¢ monocteio JOK. He-
KOMIakTHOCTh MHOKapaa JOK mMoxeT BO3HMKATh M30JIMPOBAHHO WJIU B CO-
YeTaHUU C BPOXKICHHBIMHU MTOPOKAMH CEp/Ia, TAKUMHU Kak Je(eKT MexiKe-
nynoukoBoii neperopoaku (JMXKII) nim cTreHo030M MyJIbMOHATIBHOTO Kila-
NaHa, TeHETUYECKUMH CHHIIPOMAaMU M HEHPOMBIIIIEUHBIME 3200I€BaHUSIMHL.

I[I/IaFHOCTI/I'leCKI/Ie KPUTEPUHU HEKOMITIAKTHOT0 MHOKap/aa JK

9XO-KI'

Jenni et al. 2001

1. VYronmenue MuOKapaa ¢ ABYXCIOWHON CTPYKTYPOMH, COCTOSIIEH U3 TOHKOTO
KOMIIAaKTHOTO 3MHKapuaibHoro cios/monocsl (C) u Oosee TOJNCTOTO He-

KOMIIaKTHOTO SHAoKapauanbHoro cios (NC) umm TpabekynsipHas ceTb C
rIyOOKHUMH 3HIOMHOKapAUAIbHbIMU TpocTpancTBamu; C/N oTHOIIECHHE >
2,0

2. TlpeuMmyliecTBEHHAs JIOKATH3ALUs: CpPEAUHHO-IATEPAbHBIE, CPEIUHHO-
HW)KHHE cerMeHThI U Bepxymika JIK.

3. Hannuwe npu nBETHOM JOMILIEPOBCKOM HCCIICAOBAHUH TITYOOKHX MEXKTpa-
OCKyJIIPHBIX KapPMaHOB, HATIOJTHEHHBIX KPOBEIO U3 mosoctu JDK.

4. OTCcyTCTBHE OPYroil OPraHMYECKON MaTOJIOTUH CTPYKTYP CEp/lia U COCYI0B
(B cityyae U30JIMPOBAHHOTO CHHIIPOMA).

5. Omnenka mo KopoTkoi ocu; otHomieHue C/N u3MepsieTcsi B KOHIE CUCTOJIBI.
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Stollberger et al., 2013

1. Bonee Tpex BeIcTymaroumux TpabeKys, OMpeaensieMbIX B KOHIE AWACTOJIbI,
XOPOIIO OTJIMYUMBIX OT NAaNMUISPHBIX MBIIIIL U JIOKHBIX XOPI.

2. HexommakTHas 9acTh OBYXCIIOWHOW MHOKapIUalbHOH CTPYKTYpHI, cdop-
MHPOBaHHAsl 3TUMH TPaOEKyISAPHOCTSAMH, JIydllle BCEro OMNpEnessieTcs B
KOHIIE CHCTOJIBL.

3. Ilepdysus MexTpabekyIsipHBIX NpocTpaHcTB U3 nosoct JIXK B KoHNE nua-
CTOJIBL

4. OTHOLIEHNE HEKOMIIAKTHOTO K KOMITAKTHOMY CJIOIO > 2:1 B KOHIIE CHCTOJIBI.
JluarsocTuyeckue KpUTepUH MEHSIOTCS B T€USHHE MOCIETHUX JIET

Paterick et al. , 2012

1. Omerka pa3mepoB Tpadekyn (NC Muokapxa) 1o oTHomeHnto K tommuHe C
CJI0S TOJIKHA MPOU3BOJUTCS B MHOKECTBEHHBIX BU3YAJTU3UPYIOMIMX OKHAX
1 Ha Pa3HbIX YPOBHAX XKeyJ0UKa Ha BCEM MPOTSHKEHUH CEPSUHOrO UK.

2. Brusnenue neyxcioitaoro muokapaa [C u NC) npom3BoguTcs B mapacrep-
HaJIbHOM MO3UIMHU MO KOPOTKOI OCH Ha CPEIMHHOM M BEPXYIIEYHOM YpPOB-
HSX U B allUKalIbHOU 2- U 4-KaMepHON MO3UITUX.

3. Tommmua C u NC crmoeB MHOKap/a JIydIie BCETO U3MEPSAETCS 0 KOPOTKOM
OCH B KOHIIE AMACTOJIBI, TUArHOCTUYECKUM I HEKOMIIAKTHOTO MHOKapza
cuntath NC/C cooTHoIIeHHE >2.

MPT

Petersen et al., 2005
1. OTHomEeHNEe HEKOMITAKTHOT'O K KOMIIAKTHOMY CJIOIO > 2.3,
2. l3mepeHue: B KOHIIE IUACTOJIBI.

Jacquier etal. , 2010

1. Tpabexynsapnas macca JOK cocrasnser > 20 % ot rirobanbsaoi Maccest JIK.

2. Usmepenue: tpabekymsapHocts JIK u rimobanpHas/kommaktHas Macca JIK
OLIEHMBAIOTCS B KOHIIE INACTOJIBI.

KanHanyeckne BapuaHTBI:

W3onupoBannsiii HekommakTHEIN Muokapa JOK. Cmydaii, korma mop-
(ostorusi HEKOMITAKTHOrO MHOKapza Haomonaercs B JDK ¢ HopMmab-
HOU CHCTOIIMYECKOW W JMACTOIMYECKOH (QYHKIMEH, HOpPMaJbHBIMU
pa3MepaMy U TOJIIIMHON CTEHOK. I'eHeTHueckass OCHOBA U30JIMPOBAH-
HOT'O HEKOMIIAKTHOI'O MUOKap/1a OCTAETCSI MAIOU3Y4CHHOM.
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Hexomnaktueiii muokapa JDK, acconumnpoBaHHBIN ¢ aujaTanued u
muchynknuet JOK B Havane 3aboneBanus (HanpuMmep, HHpaHTHIBHAS
KapauoMuonatus npu cuHapome bapra). Taddasunonatnn npen-
CTaBISIIOT COOOHM YHHKabHYI0 MOJENb HEKOMIAKTHOTO MHOKapna
JIK, kak kapuoMuonaTuu.

Hexomnaktueii muokapn JDK, orTBewarommii BceM KpUTEpHSIM
JKMII, TKMII, PKMII unn aputmorennoi aucruiazuu [DK. B atux
CIIy4asx MPUCYTCTBYIOT M KapJUOMHONATHSA, U HEKOMIIAKTHBIA MHO-
kapa JDK.

HexkoMmnakTHBIH MUOKapA, aCCOLMHUPOBAHHBIN C BPOXKJIECHHBIMU TOPO-
KaMUu cepAla (OT OTKPBITOTO apTepHabHOTO MPOTOKA I JEPEKTOB
MEXKIpeICepIHOM/ MEXKETy T0UKOBOI MEPEeropoiku 10 Ooiee cepbes-
HBIX COCTOSIHMH, TaKWX Kak aHoMaius DOITeldHa Win CUHIPOMA TH-
TIOTUTA3HMH JIEBBIX OTIIENOB CepAla). ITH CIy4an MOTYT OBITh Kak CIIO-
paauyecKuMH, Tak U CEMEUHBIMHU, C HAIMYMEM BPOXKJICHHBIX MTOPOKOB
cepaua 6osiee 4eM y 0HOTO WICHA CEMbH.

CunpoMBl ¢ HeKOMMakTHEIM MuokapaoM JIK (kak cropamudeckue,
TaKk ¥ CEeMEWHBIE), IPU KOTOPBIX MOP(OIOTrUs HEKOMIIAKTHOTO MHO-
KapAa SBIsIeTCS OJHOW M3 KapAHAJIbHBIX MPHU3HAKOB, aCCOLMHPOBAH-
HBIX KaK ¢ MOHOT€HHBIMHU JIe(EKTaMH, TaK ¥ XPOMOCOMHBIMH aHOMa-
musiMd. K TakuMm cHHApOMaM OTHOCSTCS peAKHe 3a00JIeBaHusl, HEKO-
TOpBIE M3 KOTOPBIX, BIIPOYEM, XOPOILO H3BECTHHI Kapauoioram (6o-
ne3nb AHnepcona-®abpu, 6one3np JlaHoHA), 3a cUeT TOTO, 4TO PeHo-
tunt 'KMII ovenp dacTo siBisieTcss TepBoil MaHU(ecTanueld TaHHBIX
cocrostHUiA. [IproOpeTeHHpIN WM MOTEHIMAIBHO 00PATUMBIA H30JTH-
poBaHHBIM HexkoMnakTHbIN Muokapna JDK, ciydan xoToporo onucaHsl
y aTJIETOB, IPU CEPIIOBUIHOKIETOUHONH aHEMHH, OEPEMEHHOCTH, MHO-
NaTHAX, XPOHUUECKON TTOYEYHON HETOCTATOYHOCTH.

Hexomnaktueiii Muokapn 1K, kak m3ommpoBaHHBIM HpolEecc, WM
COBMECTHBIM, Takke 3arparuBatonuii JIK.
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APUTMOI'EHHAS IUCIUIA3UA CEPLIA

Onpeoenenue

ApuTMOreHHas TucIia3ust mpaBoro kenyraouka (AJIIDK), game Ha-
3bpIBagMasi apuTMOreHHou auciuiaszueii cepana (A/1C), — 3aboeBanue Muo-
KapJia, KOTOpOoe XapakTepu3yercs (UOPO3HO-KHPOBBIM IEPEPOKICHHEM
MHUOKapja, 3aTparuBaromem kak [1K, Tak u JOK, ¢ mupokoii heHotunmde-
CKO¥ dKCTpeccreil KITHHUYECKUX TPU3HAKOB.

Pacnpocmpanennocmo
HcTuHHAs pacrnpoCTpaHEHHOCTh HEHM3BECTHA, MO MPHOIU3UTEIIbHBIM

orieHKaM oHa BapbupyeT B mpeaenax 1:2000—1:5000. CooTHoIieHHE MYyX-

CKOT0 T0J1a K )KEHCKOMY MpUMepPHO 3:1, HO B TeHOTUIIMPOBAHHBIX KOrOpTax

COOTHOIICHHC IT0JIOB paBHO CAWHUIIC.

Knunuko-zenemuueckue conocmaenieHus

30-50 % cmyuaeB AJIC HOCST ceMelHBIN XapakTep.

I'en ngecmomiakuHa ObUT Takke MEPBBIM W3 T'€HOB, BBISBICHHBIM
npu ayrocomHo-goMuHaHTHOH (opme AJIC. DtoT (heHOTHI OBLI
«KJIACCUYECKON apUTMOTEHHOM JHCIUIa3uEN» C KIMHUYECKUMHU
MPOSIBJICHHUSIMU B BHJIE apUTMHH, BHE3AIMHOW CMEPTH U BOBIICUCHU-
em K u JIXK mo mepe nporpeccupoBanus 3a00eBaHusI.

l'er mmakopmwumHa-2  KOOUPYET  JTECMOCOMANBHBIA  OENoK
plakophilin-2 (PKP2). PKP2-myTarmu 66uti 00Hapyskenbl y 11-43 %
narerToB. PKP2 — noBojbHO pacripocTpaHeHHasl MyTalusl, 0COOSH-
HO B CIIy4asiX C JOKYMEHTUPOBAaHHBIM CEMEHHBIM aHAMHE30M.
JlecMornernH — emie OAWH KOMIIOHEHT JECMOCOM, a JeCMOTJICHH-2
(DSG2) — enuncTBeHHAst M30(OpMa, IKCIPECCUPOBAHHAS B KapIHO-
muonuTtax. Mopdonoruueckue nzmenenust [DK Ovimm npencrasie-
HBL Y 66 % HOcuTeneit atoro rena, Bopneuenue JOK —y 25 %.

Knunuueckoe meuenue
OOBIYHO OMHCHIBAIOT YETHIPE 3TAra 3a00IeBaHUS:

1) naTeHTHBIN;
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2) CUMITOMaTHYECKHUE KeIyA0uKoBble apuTMuu u3 IDK;

3) M30IMpPOBaHHAS NIPABOXKEIIYNOYKOBAs HEJOCTATOYHOCTD;

4) nunaranuoHHas OuBeHTpHUKYyIsapHas KMIIL.

AJITXK nanbonee wacto nposiBusiercss Heycroituusoit XXT u odmopo-
kaMu. HexoTopsle 001acTu mpaBoro Kemynouka KIacCHYecKH BOBICUCHBI B
NpPOIIECC, 3TO TaK Ha3bIBAEMBIH «TPEYTONBHUK AHMCIUIA3UW» (BBIHOCSIINN
TPaKT, BEpXyIIKa, CyOTpUKycIIuAaIbHAs 00JIACTD).

Huaznocmuka

¢ «boabLIKe» KpUTEPUHU
Muornutsr <60 % npu MoppomeTpuueckoM aHanmuze (i <50% mpu
MoJIcYeTe), ¢ 3aMelicHreM (UOPO3HON TKAaHBIO MHOKapaa CBOOOJ-
Hoii ctenku [K B >1 oGpa3iie.

e «MaJble» KpUTEpUH
Muonuter 60-75 % mnpu mopdomerpudeckom ananmmuze (wim 50-65
MIPH TOJCYETE), C 3aMelleHueM (UOPO3HON TKaHBIO MHUOKapJa CBO-
6oHot ctenku [1DK B >1 obpasiie.

¢ «boabIue» KpUTEPUU
HeycroituuBas unu ycroituusas KT ¢ mopdonorueii JIHIIT wm ne-
penneBepxuero passersienus JIHIIT (orpumarensusie QRS B oTBe-
nenusx 11 111, u aVF u monoxwurensHele B oTBeaeHnn aVL).

o «Maubie» KpuTEpUH
HeycroitunBas wim ycroitunsas XXT ¢ mopdonorueit JIHIIT (rrosmo-
skurenbHble QRS B orBenenusx 11, 1II, u aVF u orpunarensHeie B
avlL).
>500 7K 3a 24 4 (cyrounoe MmouuTopupoBanue JKI').

o «boJabumue» KpuTepuu
— AJIDK/AAC moxaTtBepxkIeHa y POACTBEHHHKA IE€PBOHM CTENEeHU
poactBa (Omwkaiimero) mo coBpeMeHHbIM Kputepusim Paboueit
I'pynmsr.
— AJIIDK/AZIC noarBeprkAeHa NaTOJIOTOAHATOMHYECKH MIPH ayTOII-
CHH WU TIPY XMPYPTrUUECKOM BMEIIATENILCTBE Y POACTBEHHUKA IIEp-
BOI CTENEHH POJICTBA.
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— Wnentudukamus natoreHHOW wmyTammu (A), acCOIMHPOBAHHOMN
WJIM BO3MOKHO aCCOIMUPOBAHHOM ¢ apuTMoreHHoU nucrasuen [DK
w/unm JOK y manuenTa.

o «MaJble» KpuTepun
— Cewmeitnbrit anamuaes AJIIDK/AJIC y poJACTBEHHUKA TIEPBOU CTeTIe-
HU POJICTBA, Y KOTOPOT'O HEBO3MOXHO OIpPEAETUTh, COOTBETCTBYET
JIY TMarHo3 1o coBpeMeHHbIM Kpurtepusm Paboueit ['pynmebr.
— IlpexneBpeMeHHast BHe3amHas cMepTh (<35 JieT) 3a cueTr mpearo-
naraemoit AJIIIDK/AJIC y poacTBEeHHHKA MIEPBOM CTEIICHU POJICTBA.
— AJIIDK/AJIC noatBepsklieHa MATOIOrOaHATOMUYECKH HJIU TI0 Ha-
crosiuM (coBpeMeHHbIM) Kpurtepusim pabouerd ['pynmsl y ponct-
BEHHHKA BTOPOI CTETICHH POJICTBA.

Hugpghepenyuanvnotii ouaznos
[lpu HaMUYMK TPABOXKEITYIOYKOBON TaXWUKapAWU JODKHBI OBITH HC-
KIIIOUEHBI CIIIYIOIIUE 3a00IeBaHus cepala:
— BpPOXJICHHBIE 3a00JieBanus cepia (terpana Paino, neppuunas JIT,
aHoMaJust DOIITeliHa);
— IpHOOpETEHHBIE 3a00JIEBaHUS TPEXCTBOPYATOTO KJlanaHa,
— AKMII ¢ npenmymiecTBeHHbIM nopaxeruem DK
— HekoMmnakTHbIN JIK u [TK.

Jeuenue:

* VYV OONBHBIX C JOKYMEHTUPOBAHHBIMH YCTOHUUBBIMHU JKEITyJIOYKO-
BBIMH HapyIIEHUSMHU CEPJEYHOTO PUTMa MeJIWKaMEHTO3Has Tepa-
MU MOKET paccMaTpuBaThCs B KauecTBe anbTepHaTtuBbl K] B
ciydasix, KOTJa HWMIUIAHTalUsl YCTPOWCTBA HEBO3MOXKHA, [3-
a7ipeHO0I0KaTOPBI, COTAION W aMUOJAPOH SBISIOTCS 3PPEKTHB-
HBIMH.

* Kpartkocpounas yactoTa ycnexa npu KaTeTepHOW aOJsuy Bapbu-
pyet B npeaenax 60-90 %, xeiymoukoBas TaXMKapAus 4acTO BO3-
Bpamaetcs (60 % ciay4yaeB) 1 MOXKET IPUBECTH K BHE3AITHOM cep-
JICUHOW apUTMUYECKON CMEPTH.
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KBA® — sto mHanbonee 3¢dexTrBHOE TpeAyNpeKIcHNE BHE3AI-
HOU apuTMHYeckod cMepTr. OJTHAKO TOYHAS POJb TAHHOTO IOIXO0-
Jla B M3MECHEHNH ecTecTBeHHOro TeueHus AJIC, npenoTBpaieHun
BHE3AITHOM ¥ HEBHE3AITHON CMEPTH MOJUICKHUT aHAIU3Y B TPOCIIEK-
TUBHBIX UCCIICIOBAHUIX HA OOJBIINX KOTOPTaX MalueHTOB.
TpaHcrutaHTaus cepana.

CHUH/IPOM MAPD®AHA

Cunapom Mapgana — reHeTrdeckd o0yCIOBICHHOE 3a00IeBaHNE CO-
€AMHUTEIBHON TKaHU C ayTOCOMHO-AOMHMHAHTHBIM THUIIOM HACJIEJOBaHUS,
XapaKTepHU3YIOLIeecs] BOBICYCHUEM CEpAeUHO-COCYAUCTON, OIIOPHO-IBHIa-
TEJIBHOU, 3pUTEIBHON U IPYTUX CUCTEM.

[MpuurHa pa3BuTHS 3a00JIEBAHUS — TETEPO3UTOTHBIC MYTAIlUH B Te-
He ¢pubpwmuHa. Onucano okono 1000 MyTarmii.

VY 3 % manueHToB MyTaluu B reHe GUOPHIUINHA OTCYTCTBYIOT.
[Nonasnsitoee OOJBIIMHCTBO B TeHE (UOpWIUIMHA MPHUBOIAT K
Pa3BUTHIO KJIaCCHUYECKUX (JOpM 3200 ICBaHMS.

Baxnyto ponp B marorenese 3aboyieBaHHMsS HrpaeT TpaHCHOPMHU-
pyroimui paktop pocra 6era TGF-6erta.

AJITOPUTMBI AMATHOCTUKHU — knroueBble MPU3HAKU:

Pacmmmpenue/pacciioerre aOpThl U 3KTOMHUS XPYCTAITNKA.
[TonoxxurenpHBIE PE3yNbTaThl TEHETUIECKOTO HCCIISIOBAHMS.
Cucremnoe BopneueHue coenuauteasHoit Tkanu (CBCT), koTopoe
PacCUMTHIBAIOT IyTEM CYMMHPOBAaHHUS 0aJIOB, TPUCBOSHHBIX TIPH-
3HaKaM, 00J1aIatoIMX HAaUOOJBIICH CIIETU(PUIHOCTEIO.

bannbHas oneHKa CHCTEMHOI0 BOBJIeYEHNsI COeIMHUTEIbHON TKaHU

ITPU3HAK Bbaan

CuMITOM 3aISICThS M 00JIBIIOr0 NajJbIa 3
CHUMIITOM 3an9CThbs M 00JLIIOr0 NaJbIAa 1
KusieBugHas fedopmManus rpyaHoi KJIeTKH 2
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BoponkoOpa3nas negopmanus rpyIHoii KJIeTKH WIH 1
ACHMMeTPHs I'PYAHON KJIETKH

BaJsibrycHas aedgopmanusi CTonsl 2
ILockocTonme 1
IHEBMOTOPAKC 2
JKTa3us1 TBEPAOil MO3roBoiil 000JI0UYKH 2
IIporpy3ust Ta300eAPEHHOr0 CyCTaBa 2
YBeauueHHOE OTHOLIEHHE Pa3Maxa PyK K POCTY U HeTsI- 1
JKes1asi CTeNeHb CKOJIM03a

CK0J1H03 MJIH TOPAKOJIOMOAIbHBIH K03 1
Henopasruéanue JIOKTEBOI0 CyCTaBa 1
JluneBblie NpU3HAKH (Z01uXo0Ue(pAINsA, CKOLIEHHbIE BHU3 1
rJ1a3Hble e, T HIO0IJIA3Hs CKYJIOBbIX KOCTei

Ko:xHble cTpun 1
Muonus > 3 guonTpuii 1
IIpoJsanc MUTPAJIBHHOTO KJIaaHA 1

B caywae (+) cemeitHOro anamHe3a OuMarfHo3 «cuHApoMm Mapdanay
MOYKET IOCTABJICH B CIy4asx BBISABJICHUS PACIIMPEHHS aOPThl B COYCTAHHH
C Ipu3HaKaMu Ha 7 6ayioB u Ooee.

Taxmuka éedenusn nayuenmos ¢ cunopomom Mapgpana:

Habmonenne kapauonora.

OXOKI" koHTpOJIB.

Xupyprudeckoe JiedeHHE TAIMEHTOB ¢ cuHApoMoM Mapdana pe-
KOMEHJIOBAHO TPHU pazMepe aopThl 6osee 50 mm.

[Ipu pasmepax aoptsl 46-50 MM OIEpaTUBHOE JIEYEHHE PEKOMEH-
IYIOT TIPH:

— YBEJIMYEHUH Pa3MepOB aopThl O0iee YeM Ha 2 MM B TOJI;

— IUTAHUPYyEeMO# OepEeMEHHOCTH;

— CeMEWHOM aHaMHE3€ PacCIOCHHsS a0PTHI;

— TSDKEJION a0pTalbHOW MIIM MUTPAJIbHON HEOCTATOYHOCTH.

Meouxkamenmo3naa mepanus.

Bera-610xaTops! (IIpy OTCYTCTBUH TPOTHBOIIOKA3aHUH).
AHTaroHucCTHI peuenTopoB anruorensuHa Il (Jio3apran).
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Pazpabamuvieaemoie nosvle nanpaesnenus mepanuu KMII:

depMeHT-3aMeCTUTENbHAS Tepanus — y>Ke€ UCIIOJIb3YeTCs B KIMHU-
YECKOH IIPAKTHUKE.

WupyxTopsl sKcnpeccuy manepoHoB (geranylgeranylacetone, cum-
BaCTaTHH U Jp.) — NPEJOTBpallleHUE Jerpajalid 4acTUYHO aHO-
MaJIbHBIX TPOTEUHOB.

IIpenoTBpamieHue arperanyuy MpoTEUHOB.

Ycunenue KnupeHca 0eKOBBIX JCTIO3UTOB.

I'enorepanus.
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