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BonesHb Pabpu kak npuunHa runepTpochuecKon

KapAHOMHONATHH

C.B. Moucees', E.A. Tao', A.C. Moucees'?, E.A. MeplunHa?,
B.W. Wonomoga', H.M. bynaHosg', E.I1. Masnukosa?, B.B. ®omuH'

Lienb. N3yueHue uactotsl “kapauanbHoro” ceHo-
Tuna 6onesnn Mabpu (BD), uMHTHpOBaBLLErO
runepTpodrueckyto kapauomuonatuio (FTKMIM), y
B3POC/IbIX NALMUEHTOB.

Marepuan u metopbl. B uccneposatnue
BK/toyanu nauueHToB (18 net u ctapwe) c bO,
NOATBEP>KAEHHOMW NPU MOJIEKYISIPHO-TEHETHYEe-
CKOM MccnefoBaHuu. M3 uccneposarHo Bbibop-
KM OTOUpasIM NaLMEHTOB C KapAnasibHbIM
cheHoTHnom BD, y KOTOpbIX KapAHONOroM Bbin
nepBOHayYanbHO ycTaHoseH auarHo3 FKMI uau
runepTpoduu nesoro xxenypouka (JIXK) HesicHoro
npoucxoXxKaeHus. Y 3TUX NauMeHTOB OLeHUBasU
YacToTy TUMHUYHBIX (paHHUX) NposiBnexui b,
NopakeHWsi PYrMx opraHoB (MouYeK W LieHTpasib-
HOM HEPBHOMW CUCTEMblI), KJIMHUYECKUE NposiBie-
HUS NOPAXKEHUSA CepAaLa U OCOBEHHOCTH
runeptpodoun JIXK. [lns oueHkH runeptpodomu u
pubposa JIXK nposofMaM MarHUTHO-pe3oHaHC-
Hyto Tomorpaduto (MPT) ceppua ¢ KoHTpacTupo-
BaHWEM rafo/IMHUH-COAEP KALLUM NPenapaToMm.

Pe3ynbrartbl. [KMIT (runeptpodomsa JHK
HESICHOTO NPOUCXOXKAEHHS) Oblna AMarHoCTUPO-
gaHay 16 (8,6 %) u3 187 B3pocnbix NaLuMeHTOB C
B®, B Tomuncne y 5 (4,3%) 13 115 myum u 11
(15,3%) 13 72 >keHuuH. MprunHoi obpalieHus K
KapA1onory 6biau Kapananriu, ofiblluKa, apuT-
MWK, NPeXKae BCero hMbpUANaLmUs Npeacepani,
1/ WNK NPU3HAKHK TMNepTPOdMH NIEBOTO JKENYLOU-
ka Ha IKT. Y 2 naumMeHToB C BbIpa>KEHHOM runep-
Tpodhuel MroKapaa v NpU3HakaMu o6CTPyKLMK
BbiHOCALWero TpakTa JIK 6bina nposegeHa MHOIK-
ToMMs. Y naumeHTos ¢ “kapananbHbiM” peHoTH-
nom B® meguaHa MHgekca Maccbl Muokapga JIXK
(MMJI)K) coctasuna 127,0 r/m% Y My>KuMH OHa
6bl1a JOCTOBEPHO BblLLE, YeM Y >KeHLwmrH (179,0 u
115,5 r /m?, cootsetcTeeHHo). Y 10 (62,5%)
6ONbHbIX BbISBIEHO ACUMMETPUYHOE YTOJILLEHUE
MeX>KeyA0UKOBOW neperopoaku. Mpakuus
Bbibpoca JIXK 6bina cHuxkeHa ao <50% Tonbko y
2 (12,5%) naumerTos. Ouaru dombposa MMoKapaa
B BUAE MO3HEro HaKOMIeHUs raflofIMHKUs onpeje-
nanucb y 6 (50,0%) u3 12 naunentos. Y 8
(50,0%) naumeHTOB C AETCKOrO MK NOAPOCTKO-
BOrO BO3pacTa OTMeYa/IMCb TUMHYHbIE NPOSIBE-
Hua bO, Takue Kak HeliponaTuyeckas 60sb,

aHrMOKEePaTOMbl U /UK CHUXKEHHOE NMOTOOTAe e-
Hue, ay 15 (93,8 %) umenucb npusHaku nopaxe-
HUs MoYeK (anbBYMUHYPHS U /UK CHUXKEHWE
CKOPOCTH KNyBOUKOBOM (hHNIbTPALIMK) U /Unu
rofIoBHOro Mo3ra (o4arosble U3MeHeHUs Ha MPT,
MHCYNbT B aHaMHe3e).

3aknioueHue. 3anogo3pute BO y nauueHTos
¢ runeptpocpuren JIXK HesicHOro nporcxoxKaeH!s
NO3BOJIAIOT TUMWYHbIE PAHHWE NPOSIBJIEHUS, TaKKe
Kak HelponaTuueckas 60osb, aHrMoKepaToMbl 1
CHWXeHHOE NOTOOTAeNIEHUE, OJHAKO OHU MOTYT
OTCYTCTBOBaTb, NO3TOMY 37O 3abosieBaH1e
HeobX0AMMO UCKITIIOUATb Y BCEX B3POC/bIX (0CO-
6eHHO cTapluero Bo3pacTta) nauqeHtos ¢ TKMI
nyTeM MOJIEKYNISPHO-TEHETUYECKOrO UCCNeoBa-
HUS W ONPefe/IEHHA COAepPXKaHus rnoboTpua-
o3uncguHrosuHa (Lyso-GL3) B BbicyLLeHHbIX
NATHAX KPOBH.

KnioueBble cnoBa. funepmpoghuyeckas kap-
duomuonamus, 2unepmpogusi 1€Bo2o rHeny-
00YKa HESCHO20 NPOUCXONOEHUS, CKPUHUHE,
6os1e316 Pabpu.

nnepTpoduueckast KapaIvuoMUOMIaTust

(FTKMIT) — aT10 HacieacTBeHHOE 3a001€e-

BaHUE, KOTOPOE TepeaaeTcs Mo ayTOCOM-
HO-JIOMUHAHTHOMY THUMy. B CcOOTBETCTBUU C
pekomeHnauusamu  EBporneiickoro  obuiecTBa
kapauosioroB 2014 1. 1 AMepUKaHCKOM KoJuie-
TMU KapauoioroB/AMepruKaHCKOM accolalin
cepaua 2020 r., TKMIT MoxeT ObITb AMArHO-
CTUPOBAHA MPH HAJTMYMK TUTIEPTPODUN MHO-
kapaa =15 MM mo KpaiiHeii Mepe B OJHOM
cerMeHTe JieBoro xenynouka (JIZK), koropyto
HeJb3s OOBSICHUTD APYTMMHU MPUUMHAMU, a Y
PONCTBEHHUKOB TAllMEHTa C YCTAHOBJIEHHBIM
JIMarHO30M — MPU HAIMYUU TUMEPTPOPUM MHO-
kapaa =13 mM [1,2]. TTo naHHBIM TOTTYJISIIIMOH-
Horo wucciuenoBanusg, B CIIA yacrora
nuarHoctuposaHHoii 'KMII coctaBuia okoso
1 na 3000 B3pocoro HaceneHus, XOTsl UCTUH-
Hasl pacrpoCTpaHEHHOCTh 3TOTO 3a00J1eBaHUs
3HAYUTEIBHO BbIlE, YYUTBHIBASI BOBMOXKHOCTh
ero 6eccumnromHoro teueHust [3]. [puunHoit
I'KMII sBasitoTcsl MyTalMKM T'€HOB, KOAMPYIO-
X capkoMepHble Oenku. Cpenu HMX yalle
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Bcero (B 70% ciydaeB) BCTpEYarOTCs MYTallMU TeHOB TsDKe-
noit ienu 6eta-muo3uHa (MYH7) 1 Mro3uH-cBsI3bIBatolIIe-
ro 6enka C3 (MYBPC3), 3HauuTe/IbHO pexe — MyTaluu
apyrux reHoB (TNNI3, TNNT2, TPM1, MYL2, MYL3,
ACTCI) [2]. OngHako maToreHHbIe WM BEPOSITHO MaTOTeH-
HbIe MyTallUU T€HOB CAapKOMEPHBIX OEJKOB OMPEnesIIOTCS
ToJIbKO MpuMepHo ¥ 30% 1 60% manmeHToB co Criopaanye-
CKOW 1 ceMmeiiHol (popmaMu 3a00sieBaHUSI, COOTBETCTBEH-
HO, U, CJIeNOBaTEIbHO, OTCYTCTBYIOT Y 3HAUMTENLHON YacTh
nanueHToB ¢ runeptpodueit JIZK HescHoro mpoucxoxie-
Hus [2]. Pe3ynbTaTel MHOTOLIEHTPOBOTO PETMCTPa CBUIE-
TEJbCTBYIOT O TOM, UTO HAJMUME TIATOTeHHBIX MYTalluii, a
TaKXe YCTaHOBJIEHWE IMarHo3a B 0ojiee MOJIOJIOM BO3pacTe
COTIPOBOXIAIOTCS YBEIMYEHUEM PUCKa HEeOIaronpusiTHbIX
ucxonoB 'KMII, takux Kak cMepTh, cepaeyHas HeaoCTa-
TOUYHOCTb, XeJIYTOYKOBbIE apUTMUU, DUOPUIIISILIUS TTPeN-
cepouii [4].

Y nmaumeHTtoB ¢ runeptpodueii JIZK B nepByio ouepenb
HEOOXOIMMO MCKJII0YaTh PAaCHpOCTpaHEHHbIE MPUYMHBI
Teperpy3ku cepiiia JaBieHueM Wi 00beMOM, TaKue Kak
apTepuaIbHYIO TUIIEPTOHUIO, A0pTaIbHbIE W IPYTUe TOPOKU
cep/lia 1 MHTEHCUBHBIE (pU3nuecKue Harpy3ku (“cepile
criopremeHa”). Xotst TKMIT siBasieTcsi OCHOBHOM TIpUYM-
Hoii runeptpoduu JI2K HesCHOro mnpoMCXOXIOeHUs, y
5-10% GONBHBIX MOCTENHSS 00yCIOBIEHA APYTUMU HACTE/I-
CTBEHHBIMU 3a00j1eBaHusaIMH, BKIodasgs PAComatun (Myra-
LIMM HECKOJbKUX TEHOB, KOAMPYIOUIMX KOMITOHEHTHI U
perynsTopbl curHanbHoit cuctrembl RAS/MAPK), muto-
XOHJIpUAJIbHbIE MUOTIATUH, TM30COMHBIE 0OJIE3HN HAKOTLIe-
Hus (6osesnun Pabpu, [Tomne, JlaHoHA), HEPOMBILLIEUHBIC
3aboseBanus (atakcust @punpeiixa) [S]. MmutupoBaTh
runeptpoduio JIZK MoxeT Takxe yToNEHUEe CTEHKU Cepji-
1a npu AL-amuionno3e M HAaclAeACTBEHHOM M HEHacle/l-
ctBeHHOM  ATTR-ammnounmoze  [6]. CBoeBpeMeHHas
JIMarHOCTUKA TePEYUCICHHBIX 3a00JIeBAHUI NMEET BakKHOE
MPaKTUYECKOE 3HAYCHUE, YUYUThIBAasE BOZMOXKHOCTD 3 deK-
TUBHOTO MAaTOreHETUYECKOTO JIeUeHUsI HEKOTOPbIX U3 HUX
(bepmeHTO3aMecTUTETbHAS Teparust TIpu 6oste3Hsax Dadbpu
[BD] u IMomne, KOMOMHUPOBAHHAS XUMMHOTEPAIKsI ITPU
AL-amunounnose, tadamuauc rnpu ATTR-amunonose).

T'uneprpodus JIK pazsuBaercst y O0JbIIMHCTBA B3pOC-
JIbIX MaLueHToB ¢ BD — penkoii TM30COMHOI 60IE3HBIO
HaKOILJIEHUsI, CBA3aHHOI ¢ MyTanussmu reHa GLA Ha X-
XPOMOCOME M XapaKTepPU3YIOIIEHCsl TIOpaKeHUEM pasiiny-
HBIX OPTaHOB U TKAHEM, B TOM YMCJIE MOYEK, LEHTPAJIbHOI
U nepudepryeckoil HepBHO CUCTEMbI, KOXH, OpraHa 3pe-
Hus u ap. Llenbio nccnenoBaHust ObUTO M3yYEHUE YaCTOThI
“KapauaibHOro” (eHoTuria 3a00jaeBaHusI, UMUTUPOBABIIIE-
ro 'KMII, y B3pocnbix naiueHToB ¢ b®.

Marepuan u metopbl

B uccrnenoBanme Bxitouanu nanueHToB (18 et u crapiie) ¢
B®, o6cnenoBannbix B kiinHuke uMm. E.M. Tapeesa. [luarHos
B® ycranaBiMBaauM Ha OCHOBAHUM HAJUYMsI MATOTEHHOM MyTa-
unn reHa GLA B coyeTaHMM €O CHMXEHHMEM aKTHMBHOCTHU
anbda-TaJakTo3naasbl A (Y My>KYMH), TTOBBIIIEHUEM COIEpKa-
HUs T06oTprao3uiachuarosnta (Lyso-GL3) B BBICYLIEHHBIX
MSITHAX KPOBU /WM IO KpaitHeil Mepe OJHUM TUITMYHBIM MPO-
sIBJIeHUeM 3aboJjieBaHus (HeiiponaTuyeckast 60Jib, aHTMOKepaTo-
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MBI M BUXpEBUIHas Keparomnatus) [7]. ¥ poncTBEHHUMKOB Mpo-
b6anna b® nuarHocTMpoBasiM HA OCHOBAHWUW HAJTWYMS TOU Ke
naroreHeHHoO# MyTauuu reHa GLA.

MosieKysipHO-TeHEeTUYEeCKOe MCCIIeIOBAaHUE U OTpe/ieieHue
conepxkaHusl o-ragakrosuaassl A u Lyso-GL3 nposoaunu B
nmabopatopusix ~ Centogene AG  (Pocrok, T'epmanus),
ARCHIMED Life Science GmbH (Bena, ABctpust), Menuko-
TEHETMYECKOr0 HAay4yHOro LieHTpa uMeHM akagemuka H.II.
boukoBa u/unm HaunoHajbHOrO MEAMIIMHCKOTO MCCIe10Ba-
Tesibekoro LlenTtpa 3n0poBbst leteit. AKTUBHOCTD O-TaJIaKTO3M -
nassl A 1 ypoBeHb Lyso-GL3 B BBICYIIEHHBIX KaruisIX KPOBU
W3MEpSIA  METOJOM  TaHAEMHOW  MacC-CIEeKTPOMETPUM.
HopmanbubsiM cuutanu conepxxanue Lyso-GL3 wmenee 2,0
HI/MJL.

W3 uccnenoBaHHOI BBIOOPKM OTOMpPAN TTAIIMEHTOB C Kapau-
albHBIM (heHOTUNOM B®, y KOTOPBIX KapanoJoroM ObUT TIEpBO-
HavajabHO ycraHosieH auardHo3 [KMIT uiu runeprpodun JIK
HESICHOTO TIPOUCXOXIEHUsI. Y OTUX TMAallMeHTOB OLIEHUBAIN
YacTOTy TUIMYHBIX (paHHUX) TposiBieHuil Bb®, mopaxkeHus
NPYTUX OpraHOB (TIOYEK W IIEHTPAJTbHOW HEPBHOI CUCTEMBI),
KJIMHUYECKUE TIPOSIBJICHUSI TIOPaKeHUsI cepAiia 1 0COOEHHOCTH
rurieptpocdun JIZK (BbipazkeHHOCTb, CUMMETPUIHOCTh, HAIMULE
ouaroB (pubpo3a MMOKaAp/a, CHIDKEHUE COKPATUTETbHON (DYyHK-
1Y JIEBOTO XeJynouka). s onenku runeprpodun u Gpudposa
JIDK mipoBoamiIm MarHUTHO-pe30HaHCHYI0 ToMorpaduio (MPT)
cepilla Ha MarHUTHO-PE30HAHCHBIX ToMorpadax MarHetom
Asanro (Siemens Healthcare, Germany) u Ontuma 450 (GE
Healthcare, USA). [I151 BBISIBIEHUSI OTCPOYEHHOTO KOHTPACTH -
pPOBaHMSI MUOKap/a MUCIOJb30BaIM KOHTPACTHBIM Fad0IMHUI-
coJiepXXallliii TIpenapar, KOTOPBIM {BBOJIWIN BHYTPMBEHHO B
no3e 0,15 mmonb/Kr. MHIEKCMpOBaHHbBIC 3HAUEHUST KOHEUHBIX
CHUCTOJIMYECKOTO U AMACTOIMYECKOr0 OOBEMOB JIEBOTO XKeJyd0Y-
ka (JIXK), a Takxke maccy muokapaa (MM) JIZK onpenensiin
MOJIyaBTOMaTUYECKM C MTOMOIIIbIO TPOrPAaMMHOTO 0OecreyeH st
CMR 42 niyrem 06paboTKu cpe3oB Mo KOpoTKow.ocu JI2K.

Y Bcex GONBHBIX OTIPENEISIN CYyTOUHYIO alIbOYMUHYPUIO Typ-
OMAMMETPUYECKUM METOIOM, TPOTEUMHYPUIO CTAaHAAPTHBIM
METO/IOM, CHIBOPOTOUYHBIN YPOBEHb KpEaTMHWHA W PACCUNTHIBA-
JI1 CKOpPOCTh KiryboukoBoit duibrpaiuu (CK®) no dopmyie
CKD-EPI. Dkckpeunto ans0ymuHa,/6enka ¢ MO0l U (PyHKIIMIO
ToYeK OLeHWBAIM Ha ocHoBaHUHU pekoMeHmanuii KDIGO [8].
OuaroBbie U3MEHEHUsI B OEJIOM BellleCTBA TOJIOBHOTO MO3Ta U
MPU3HAKU TIEPEHECEHHOTO MHCYIbTa onpenessui npu MPT
rojoBHOTO Mo3ra (Siemens Magnetom Skyra 3 Tecna).

CraTtucTuyecKnil aHaIN3 TTPOBOJMIIMN C UCIIOJIb30BaHUEM
nporpammbl IBM SPSS Statistics 22 (IBM Corporation, CIIIA).
HopmansHOCTh pacripenesieHus ONpeAessid ¢ TOMOIIbI0 KpU-
Ttepus lanupo-Yunka. JlaHHbIe 17151 KOJTWYECTBEHHBIX TTOKAa3a-
TeJiell ¢ pacmpenesieHueM, OTINYABIINMCST OT HOPMaJIbHOTO,
TMpUBEIEHBI B BUIE MEAMAHBI M MEXKBapTWIbHOTO pa3Maxa (Me
(IQR)). MennaHbl KOMMYECTBEHHBIX TTOKAa3aTeIeil CpaBHUBAINA
¢ nomoipto U-kputepuss MaHHa-YUTHM, a KayeCTBEHHbIE
rmokasaTeJii — C TOMOIIbI0 TOYHOrO Kputepus Puiiepa.
Paznuumst cuuranm mocroBepHbMU mpu BenmmunHe p<0,05. Bece
pe3yJIbTaThl IPUBEACHBI C TBYCTOPOHHUM YPOBHEM 3HAUYMMO-
CTH.

Pe3synbrarbl

Knunuueckas xapaxmepucmuxa nayuenmos. TKMII (runep-
tpoust JIXK HesicHoro nmpoucxoxaeHus) Oblia TMarHOCTU-
poBaHa y 16 (8,6%) u3 187 B3pocnbix manueHToB ¢ b®, B
ToM uucie y 5 (4,3%) uz 115 myxuun u 11 (15,3%) u3s 72
XeHIIMH. MenuaHa Bo3pacta yctaHOBKM auarHoza ['KMIT
coctaBuna 54,0 (48,0;62,0) roma, a MeamaHa cpoKa J0 ycTa-
HOBKM JnuarHo3a B® mocne aumarHoza TKMIT — 23
(12,0;56,0) mecsiia (Tabor. 1). Y BceX MalieHTOB MMEJHCh
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TABJIULA 1. Knunuko-gemorpachuueckas xapakrepuctuka nauyueHtos ¢ b®, y kotopbix guarHoctuposanu FKMI unu runeprpo-

duio JI)K HescHOro npoucxoxxaeHus

[MoxazaTtenn Bce (n=16) MyxunHbl (n=5) KeHumHer (n=11) p
Bospact Ha MOMeHT oGclienoBaHusI, JIeT 60,5 (51,5;67,0) 48,0 (47,0;54,0) 64,0 (54,0;68,0) 0,05
Bospact Ha MOMeHT yctaHOBKM auartoza I'KMII, et 54,0 (48,0;62,0) 46,0 (44,0;56,5) 60,0 (49,0;62,0) 0,12
Myrauuu reva GLA, n (%) 16 (100) 5 (100) 11 (100) -
CHMXEHUE aKTUBHOCTU O-rajlakto3uzaassl A, n (%) 8/13 (61,5) 4/4 (100,0) 4/9 (44,4) 0,09
Lyso-GL3, ur/n 11,8 (6,6; 26,8) 97,3 (49,2;109,9) 10,9 (4,6;15,0) 0,08
Pannue cumnromsr B, n (%)
JTio6bie 12 (75,0) 3 (60,0) 9 (81,8) 0,37
Heiiponaruyeckast 6011b 8 (50,0) 2 (40,0) 6 (54,5) 0,50
AHTHOKEPaTOMBI 4 (25,0) 2 (40,0) 2 (18,2) 0,37
BuxpeBunHasi kepatonaTust 11 (68,8) 2 (40,0) 9 (81,8) 0,14
CHIXEHUE TIOTOOTACICHHS 9 (56,3) 3 (60,0) 6 (54,5) 0,63
CuMnTOMBI TTOpaxeHus cepaua, n (%)
Kapnnanruu 9 (56,3) 4 (80,0) 5 (45,5) 0,23
Ognpliiika 9 (56,3) 2 (40,0) 7 (63,6) 0,37
DuoOpuIISIIMS Ipeacepanit 5@3L3) 1 (20,0) 4 (36,4) 0,48
IlepeGou B paboTte cepiia 9 (56,3) 3 (60,0) 6 (54,5) 0,63
MHBa3uBHbBIC BMEILIATENbCTBA, N (%)
DIEKTPOKAPANOCTUMYIISITOP 6 (37,5) 2 (40,0) 4 (36,4) 0,65
PannouacrotHast KateTepHas abisiys 4 (25,0) 1 (20,0) 3(27,3) 0,63
KapanosepTep-nebudpuLisTop 1(6,3) 0 19,1 0,69
Muoskromust 2 (12,5) 2 (40,0) 0 0,08

natoreHHble MyTauuu reHa GLA. AKTUBHOCTb —O-rajlakTo-
31aa3bl A B BBICYIIEHHBIX MATHAX KPOBU ObLIa CHUXEHA Y
BCEX 00CTeNOBAHHBIX MY:KUMH 1 40% KCHIIMH, B TO BPeMsI
Kak cozmepxkaHue Lyso-GL3 ObL10 MOBBILIEHO BO BCEX CIy-
vasix. 10 (62,5%) u3 16 nmaumeHTOB ObLIM MPOOAHIAMU, B TO
BpeMsI Kak y ocTanbHBIX 6 (37,5%) manuenToB b® Obita
JIMarHOCTUPOBAHA B Pe3yJibTaTe CeMEMHOTr0 CKPUHUHTA.
TIpuuuHoit oOpalleHrs K KapaAuoaoTry ObLIA CUMIITOMBI
MOpaxkeHUs1 cepilia, B TOM YUC/e KapAuaIruu, OJbIIlKa,
nepebou B paboTe cepalia U/Wiv MPU3HAKU TUIepTpodhun
neBoro xkenynouka Ha DKI. ¥V 5 manumeHToB, mpeumyiie-
CTBEHHO XEHIIWH, Haboaanach GuOpMLISIIuMs Tpeacep-
T, B CBSI3M C YeM 3 M3 HUX MPOBOIMIACH PaIMOYaCTOTHAS
KaTeTepHas absiuus. Y OQHOM MalMeHTKU Ha (pOHE MOCTO-
SIHHON hopMbl  DUOPWILIALIMK TIpeAcepaMii OTMeYanach
XpOHUUECKasl CepleuHasi HeAOCTATOUHOCTb. MoeKyIsSIpHO-
TeHETUYECKOe MCCAeOBAHME TSI TOATBEPXKASHUST HATUYUS
MYTalMii TeHOB, KOAMPYIOLIMX CApKOMEPHbIe OeJKU, He
MPOBOAMIOCH. Y § MalMEHTOB Obljia BBIMOJHEHA KOPOHAPO-
rpadusi, pu KOTOPOI MPU3HAKOB KIMHUYECKM 3HAUUMOTO
CTEHO3a KOPOHAPHBIX apTepHil BBISIBIEHO He ObLIO. Y 2
MalMEeHTOB C BbIPAXEHHOW Truneprpodueil Muokapaa u

TABJIULIA 2. Pesynbratel MPT cepaua/axokapauorpaduu

MpU3HaKaM1 0OCTPYKIIMU BbIHOCsIIETo TpakTa JIZK Oblia
MpoBeZieHa MUOIKTOMMUSI.

Xapaxmepucmuka eunepmpochuu JI2K. Menuana uHiekca
MMUJIX cocraBuna 127,0 /M2 Y MyX4lH OoHa OblIa JT0OCTO-
BEPHO BbIlIe, YeM y xeHuwmH (179,0 u 115,5 r/m?, cooTBeT-
CTBEHHO). Y 12 mauueHToB (3 MyX4YMH W 9 3KEHILIMH)
TOJIIIMHA MUOKApJIa TI0 KpaifHeil Mepe B OHOM CETMEHTE
JIX cocrapnsina =15 MM, a y octanbHbiX — 13-14 MM. ¥V 10
OOJTBHBIX (4 MYKUMH ¥ 6 XCHIIMH) BBISIBICHO aCUMMETPUY-
HOE YTOJIIIEHNE MEXCKeTyTOYKOBOM TIeperoponku (OTHO-
[IEHWE TOJIIMHBI MEXOKENYTIOYKOBOM TEePeropoiku U
crenku JIZK >1,3). ®@pakuus Bbidopoca JIZK Obuta cHUXeHa
10 <50% tombko y 2 (12,5%) naumentoB. Ouaru ¢pubposa
MHUOKapa B BUE MO3MHET0 HAKOTUIEHUSI TadOJIMHUS OTpe-
nestch y 6 u3 12 (50,0%) manueHToB, B TOM YHCIe Y 2
MYXYUH 1 4 KeHIIWH.

Jpyeue nposieaenus 5D. Y 12 (75,0%) GonbHBIX, B TOM
qyucae y 3 My>XUuH U 9 XeHILIUH, OTMeYaIuCh TUTTMYHbIE
nposieHuss B®, Takme Kak Helipomatuueckas 0OJb,
AHTUOKEPATOMBI, CHIXKEHHOE MOTOOT/IeIeHNe 1 BUXPEBUII-
Hast keparornatus. Cpeu HUX yallle BCero BCTpevanach Oec-
CUMIITOMHAsI BUXpeBUIHAsT KepaToMaTusi, KoTopas Oblia

[Mokazarenu Bce (n=16) MyxunHbl (n=5) Kenumnsr (n=11) p
TomunHa CTEHKU M/WIA MEXKETYT0YKOBOM 12 (75,0) 3 (60,0) 9 (81,8) 0,37
neperopoaku =15 mm, n (%)

Tomuwuna crenku JIK, mm 11,0 (9,0;13,5) 10,0 (9,0;12,0) 12,0 (9,0;16,0) 0,77
TomumHa MeXCKeTy10YKOBOI MePeropoiku, MM 17,5 (15,0;20,0) 16,0 (14,0;20,0) 18,0 (16,0;20,0) 0,87
OTHOIIIEHNE TOJIIMHBI MEXXKETyI0UYKOBOM MeperopoaKu,/ 10 (62,5) 4 (80,0) 6 (54,5) 0,35
sagueit crenku JIXK >1,3, n (%)

Nupekc MMITXK, r/m? 127,0 (106,0;152,0) 179,0 (137,0;222,0) 115,5 (96,0;141,0) 0,04
Ouaru ¢ubpo3a B MUOKape 6/12 (50,0) 2/3 (66,7) 4/9 (44,4) 0,24
®pakuust Beidpoca JIXK, % 63,0 (59,0;73,0) 58,0 (47,5;61,0) 68,0 (60,0;82,0) 0,05
®pakuust Bbiopoca JIXK <50%, n (%) 2 (12,6) 1 (20,0) 1(9,1%) 0,54
Koneunsrit anacronuyeckuii pasmep JIK, mm 52,0 (47,5;54,5) 54,0 (52,0;56,0) 49,0 (46,0;53,5) 0,10
KoHeunslit cucronunueckuii pazmep JIK, Mm 29,5 (27,0;34,0) 35,0 (34,0;40,5) 27,5 (25,5; 29,5) 0,01
Pasmep sieBoro npeacepansi, MM 46,6 (41,5;50,5) 41,0 (40,0;43,0) 48,0 (46,0;54,0) 0,02
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BIEpBbIE BbISIBIEHA TMpPU OOCIEAOBAHMU B KIMHUKE WM.
E.M. Tapeesa, T.e. yxe mocje Toro, Kak BceM MalnueHTaM
ObL1 ycraHoBiieH auarHo3 b®. Tem He menee, y 8 (50,0%)
OOJILHBIX, B TOM YMCIE Y 3 MY>KUMH U 5 XEHIIUH, C IETCKO-
IO WIM TIOAPOCTKOBOTO BO3pacTa OTMEYaIWCh paHHUE
cumnToMbl B®, B TOM uucie Heiipornaruueckasi 0OJb,
AHTMOKEePATOMbl M/UIU CHIKEHHOE MOTOOTEIEHNUE.

Ipu obcnenoBanuu B kimHuKe y 14 (87,5%) 60JBHBIX
ObLIM BBISIBACHBI IIPU3HAKK MTOPaKEHUs MTOYeK (aaIb0yMu-
Hypus u/wmm cHkenne CK®), y 12 u3 14 (85,7%) — oua-
roBeie 3MeHeHns1 Ha MPT romoBHoro Mosra, a 4 (25,0%)
MAaIMEeHTOB MePeHeCIN UHCYIIBT.

06cyxpaeHue

PesynbTaThl Hallero WMccaeAoBaHMS CBUIETETbCTBYIOT O
TOM, YTO TpPUMEpPHO Y 9% B3pOCIBIX MalmMeHToB ¢ b®d
HabmoaeTcsl KapauaabHblii (heHOTUT 3a00/1eBaHUS, UMU-
tupytommii [KMII. OcHOBHBIMY MpUYMHAMU OOpaLeHUS
K KapauoJory OblIM OfbIIKA, OOMU B CEpALle U/UaU Hapy-
IIeHUST pUTMa Ccepia, Mmpexiae Bcero huopuIsivs mpej-
cepauii. Y MoJOBUHBI 00CIEI0BAHHBIX HAMU MAIlMEHTOB, y
KOTOpbIX Kapauosoru auarHoctupoBaiu [KMIT  wium
runeptpoduio JIZK HesicHOro mpoucxoxaeHusi, ¢ 1eTCKOro
WIM TIOAPOCTKOBOTO  BO3pacTa OTMEYaauCh THUITMYHbIE
cumntoMbl B®, B ToM yncie Heliponatuueckast 00ab (31H-
30/1bl XKTydeil 00JIM B KUCTSX U CTOMAX, BO3HUKAOLIEH Mpu
Jnuxopanke, (U3MUECKON Harpy3ke, CTpecce U OBICTPBIX
M3MEHEHMSIX TEMIIepaTypbl OKPYKaIOIIe Cpelibl), aHTMOKe-
paTtoMbl (TTOBEPXHOCTHBIE aHTMOMBI Ha TIepeIHEl OpIOLTHOM
CTEHKE, 0OCOOEHHO BHYTPY MJIM BOKPYT MYyMKa, B MaXOBOM
001aCTH, Ha AroauIax, BEPXHUX KOHEUHOCTSIX, Ty0ax), CHU-
JKEHUE WM OTCYTCTBME MOTOOTAENEHUS. DTU CUMIITOMbI
CUMTAIOT “KpacHBIMU (hIakKaMu”, TTO3BOJISIONIMMU 3aI0-
no3puth b®, oHaKO Kapauosory He TIpUIaBaid UM 3Hade-
HMs. Ha Bo3MOXHOE Hajinuue 3Toro 3a00eBaHusl MOTYT
YKa3bIBaTh W JPYrue dKCTpaKapAuaJbHble MPOSBICHUS, B
TOM YMCJie MOopakeHUe Movyek (MPOTeUHYPUsI U/WJIN CHUXE-
Hue CK®) u rooBHOTO MO3ra (MHCYJIBT WIN TPAH3UTOP-
Hasl WIlIeMMYyecKash araka B aHaMHe3e, MEJIKOOYaroBble
u3MeHeHus B Oesiom BeuiectBe ipu MPT), BuxpeBuaHas
KepaTonarus, 1uMdenema, Tyroyxoctb [9]. Crnemyer yuuTbi-
BaTh, YTO XOTS BUXPEBUIHAS KepaTONaTHs pacCMaTpUBaeT-
cs1 KaK OJIMH M3 KITIOUEBBIX KPUTEpUEeB TUarHoCcTuku bd,
OHa He COIMPOBOXAAETCS CHMXKEHUEM OCTPOTHI 3PEHUSI
OOBIYHO OMpenessieTcsl TOJbKO TPH  LieJeHANpaBIeHHOM
0(hTATbMOTOTMYECKOM UCCIIEI0BAHUU.

VY 25% GonbHBIX KiIaccuueckue cuMnToMbel b®, BKiTio-
yasi  BMXPEBUAHYIO  KepaTomaTuio, OTCYTCTBOBAJIH.
YunTbiBasi BO3MOXHOCTb “M30JIMPOBAHHOTO” TOPAXEHUSI
cepaua, bB® cuemyer uckioouath y BceX MAlMEHTOB C
runeprpodueit JIK HescHoro npoucxoxnenus. 1o maH-
HBIM MeTa-aHaJn3a HECKOJbKUX CKPUHMHTOBBIX UCCIIENO-
BaHuii Oosnee ueM y 5400 mamueHTOB ¢ HEOOBSICHUMOM
runepTpodueil Muokapaa, 4actoTa MaToreHHbIX MyTaluii
reHa GLA cpeny MyXuuH 1 XeHIIMH coctaBwia 0,93% u
0,90%, cooTBeTCTBEHHO, T.e. BD mMarHoCcTUpOBaIN MPH-
MEpHO y KaXJI0ro coToro mnamueHta ¢ auarHozom I'KMII
[10]. HeoOxoauMo yuuThIBaTh, YTO CETOAHSI U3BECTHO Ooiee
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1000 mytaumii reHa GLA, a yacTb U3 HUX SIBJSIIOTCS Hema-
TOT€HHBIMU WM BapvaHTaMU HEU3BECTHOTO 3HAYEHUSI.
IToMUMO MONIEKYIAPHO-TEHETUYECKOTO UCCASIOBAHMS, JUIS
nuarHoctuku b® onpenensioT akTMBHOCTh 0L-TaJlaKTO3MIa-
351 A — JIM30COMHOTO (hepMeHTa, KOTOPBIH KOIUPYETCS
renoM GLA. ConepxaHue (pepMeHTa B BBICYIIEHHBIX KaIl-
JISIX KPOBU PE3KO CHIMKEHO WIIM HE OTIPENessieTcs Y MyXXUnH
¢ KJaccuyeckuM BapuaHtoM b®, HO ocTaeTcst HOpMab-
HBbIM Y IBYX TpeTeil XKeHIIMH ¢ 3TUM 3abosieBaHueM. boee
“HOOPMATUBHBIM OMOMaPKEPOM CUMTAIOT COIEPXKaHUE TJIO-
oorpuasmicunrosnHa (Lyso-GL3), koTopoe moBsIIIaeTcst
KaK y MYX4MH, TaK ¥ XeHIH ¢ b® (y nocienHux — B
MeHblleii crenenn). Ecin y manuenra ¢ runeprpodueit
JK  mmarHoctupoBanHa b®, HeoOxomuMo TPOBOAUTH
CeMEHbBII TeHETUYECKUI CKPUHUHT, T.€. 00CIea0BaTh BCeX
€r0 POJCTBEHHUKOB C YYeTOM X-CIEMIEHHOTO TUIa Haclie-
noBaHus [11]. CeMeiiHblil CKPMHMHT, KaK IIPaBUIIO, ITO3BO-
JISIeT BBISIBUTH €llle HECKOJIBbKO CiTyJyaeB 3a00JeBaHuUs, B TOM
yycae MpOTeKalolero OecCUMITOMHO, Y WIEHOB CEMbU
npobanga. B poccuiickoit monynsiuu B® 6bina muarHo-
ctupoBaHa y 165 u3 331 poncrBeHHuKa 83 mMpoOaHIOB, T.€.
B CpPEIHEM Y 2 WIEHOB CeMbU MHIEKCHOTO mauueHTa [12].
[Ipu obOcyxaeHnn BO3MOXHBIX MPUYMH TUTIEPTPODUN
JIK HescHOro mpoucxXoxkmeHus HeoOXOOUMO YYMTHIBATh
BO3pACT IMalMeHTa Ha MOMEHT Hauvasa 3aboneBaHusi. [ KMII
0OBIYHO Pa3BMBAETCSI B MOJIOMOM BO3pACTe, XOTS CETOMHS ee
BCe uyalle OUArHOCTUPYIOT y MOXWIbIX Jromeir [13].
Hanpumep, B eBponeiickoM MHOTOLIEHTPOBOM MCCIIeI0Ba-
HMM cpenHMii BodpacT 4893 mammentoB ¢ TKMIT (64%
MYXXUMH), KOTOPBIX HAMpPaBJIsiv B CHelMaTIM3MpOBaHHbIE
LeHTPBI, cocTaBui 49,2+16,4 roma [14]. B To xe BpeMmst
HEKOTOpbIe APYTMe Hac/eJICTBEeHHbIE 3a00J1€BaHMsI, COMpPO-
Boxnaromecss — runeprpoduein  JIK, B TOM umcie
PAComnatuu, MHUTOXOHIpUATbHBIE MMOMATUU, OOJIE3HDb
JaHoHa, atakcus ®Ppuapeiixa, Kak MpaBUIo, MPOSIBISIOTCS
B JIETCKOM MJIM TIOIPOCTKOBOM Bo3pacte [15]. [Ipuy B®
HaKOIUIEHHE TJTMKOCHUHTOJUIUAOB B TKAHSIX PA3TUUHBIX
OpraHOB MPOUCXOJUT MOCTEMEHHO, a YacToTa U TSXKeCTh
runeptpopuu  JIK  yBenmuuBaloTCsI ¢ BO3pPacToOM.
Tuneprpodusi Muokapna OTCyTCTBYET Y IeTeil U Moapo-
ctkoB ¢ B®D, HO ompenensercs NMPUMEPHO Yy TIOJTOBMHBI
MAIEHTOB CTapuiero Bo3pacTa [16]. Y MHOrMX M3 HUX
oTMevaeTcs Hebosbloe yroenne creHku JIZK, koropoe
HE COMPOBOXAAETCSI KAKUMU-JIMOO CUMIITOMAMH, OTHAKO
runepTpodusi MUokapaa MOCTENeHHO TMporpeccupyer (y
MYXUMH 3HAUMTEbHO ObICTpee, YeM Y XEHIIWH, TaK Kak
MYTaHTHBIM TeH, pacroJOXEHHbI Ha X-XpOMOCOME, HaXo-
JIUTCS B TEMU3UTOTHOM COCTOSIHUM). B Hacrosiiem uccie-
JIOBAaHUM MeJMaHa BO3pacTa MalMeHTOB C BbIPaXKEHHOI
runeptrpodueit JIXK, koropeiM muarHoctuposaau ['KMII,
coctaBmia 46 meT y MyxXkunH U 60 JIeT y KEHIIWH.
OOpaiaio Ha cedst BHUMaHUE U TIpeobiafaHue XeHIIUH
cpeny Takux maiueHToB (68,8%). IpuBeneHHbIC TaHHbBIC
CBUICTENILCTBYIOT O TOM, UTO BEpPOSITHOCTD BhIsIBIeHUsST b®
cpenu 6onbHBIX ¢ runeprpodueii JIXK HescHoro mpomcxox-
JIeHUsI BbIlIE, €CIM CKPMHUHT TIPOBOIMTCSI CPeU MallleH-
TOB CTapllIero Bo3pacra. DTO MOATBEPKIAOT Pe3YJIbTAThI
3apyoexxHbix uccaenaoBanuit [17]. C. Chimenti u coaBT.
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BbIsIBUIM bD, moaTBep:KAeHHYIO MPpU OMONCUKM MUOKapaa U
MOJIEKYJISIPHO-TEHETUUECKOM HcclenoBanuu, y 12% u3 34
KeHIuH, y KoTopbix I'KMII Oblia nuarHocTMpoBaHa B
Bospacte 50£13,6 ner [18]. DTOT MoKaszareab 3HAUUTETHEHO
MpeBbIIaeT yactoTy BhisiBIeHUS BD (okomo 1%) B Gosee
KPYITHBIX UCCJIEIOBAHUSAX, B KOTOPBIE BKITIOYATH MYXYMH U
JKEHIIWH Pa3IMYHOrO BO3pacTa.

Bonee yem y mostoBuHBI nareHToB ¢ B 1 BhIpaxkeH-
HOli TunepTpodueit MuoKapaa Hab/I0a1a10Ch aCUMMETPUY-
HOE  YTOJNIIEHWE  MEXJKETYIOYKOBOW  MEPEeropoaKHu.
COOTBETCTBEHHO, 3TO 3a00J1€BaHUE HEOOXOAMMO UCKITIO-
YyaTh MPU HATMUUKM KaK CUMMETPUYHOM, TaK U aCUMMET-
puyHoi runeprpoduun JIXK HescHOro mnpoucxoxaeHusl.
XapaktepHblit ipusHak ['KMIT — Hanuuune oOGcTpyKumm
BbIHOCS1IETO TpakTa JIZK, KoTopass HabmogaeTcs: IpuMepHO
y 70% mnanmeHTOB M COMPOBOXIAETCS] HATMUMEM IPaeHTa
JaBJICHUS] B TIOKOE WM Mpu (usnveckoi Harpyske [19].
IIpuunHOi OOCTPYKIIMHU MOIYT ObITh 3HAUUTEIHLHOE YTOJI-
1eHre 0a3aJlbHOM YacTh MEXKeTyI0UKOBON MePeropoaku
W/WIM U3MEHEHUSI MUTPAJIbHOTO KJanmaHa, B YacTHOCTH
CMelleHHe ero TiepeHell CTBOPKM B CTOPOHY MEPETOPOIKU
B cuctofty. Haum naHHble MOATBEPXKIAIOT, YTO OOCTPYKIIMIO
BbIHOCs1IEero TpakTa JIZK He cieayer cuMtath maTorHOMO-
HU4HBIM npu3Hakom 'KMII. Hajauuue BbICOKOrO rpagueH-
Ta JaBIeHWsT B o00JacTH BEIHOCSIIero Tpakta JI2K
0TMeYasoch y 2 U3 16 manreHToB, MpruyeM 000MM OOJTBHBIM
ObL1a BHIIOJHEHA MUOSKTOMUS (yIajleHue BhIOyXarollei
YaCcTH MEXCKETYOUKOBOW Teperopoiku). Y MOJOBUHBI
6ombHBIX ¢ BD, conpoBoXxmaBieiicss BIpaXXeHHON THITep-
tpodueit JIK, mpu MPT Oblu BhIsIBIEHBI ovyaru ¢puodposa B
muokapne. OHM HEpeaKO OMpeessItoTCs PU 3TOM 3a00sie-
BaHWM, HO HE MMEIOT CYILIECTBEHHOTO 3HAUYEHHUs ATl AU~
(epeHIanbHON TUarHOCTUKY, TaK KaK oyaru ¢ubposa
MOTYT OBITh BHISIBJICHBI W TIPU APYTUX 3a00JIeBaHUSX, TTPH-
BOJSIIMX K Pa3BUTUIO TUIEPTpohuM MUOKaphaa, B TOM
yuciae FTKMIT.

Y B3pOCHBIX MAllMEHTOB, Yalle CTapLIero Bo3pacTta, Mpu-
YUHOM YTOJILIEHUSI MUOKapAa MOXET ObITb HE TOJbKO
runeprpodusi, HO U UHOUABTPALIUS aMUITOUIOM. Tsikenoe
MmopaxeHue cepaua XxapaktepHo st AL-amuionno3a u
HacieicTBeHHOTo 1 HeHaceactBeHHoro ATTR-amunounno-
3a (TPaHCTUPETUHOBOIO), HO HE BCTpeuaeTcs mpu AA-aMu-
Jouno3e (BTOpUYHOM) [6]. 3am0m03puTh aMUIIOWIO3 Cep/iia
0OBIYHO IO3BOJISIIOT OBICTPOE Pa3BUTHE TSLKEION cepaed-
HOIl HEeJOCTAaTOYHOCTH, KOTOpasl MJI0X0 MOAAAETCS CUMIITO-
MaTHYECKOi Tepanuu, 3XoKapauorpabuyeckue Mpu3HaKu
PECTPUKTHUBHOTO TIOpakeHus cepaia (YBeaIuueHre JeBOro
MpeAcepaust MPU OTCYTCTBUM IMJIATALIMU JIEBOTO KeTya0uKa
U CHUXEeHUST ppakiuu BIOpOCca), CHUMMETPUYHOE YTOJILIe-
HME MEXKeJTyIOYKOBOW TMEePeropoaKu M CTEHKU JIEBOTO
KeTyaouka 0e3 o0CTPYKLIMM BBIHOCSIILETO TPpaKTa, CHIDKE-
HMe BosbTaxa 3yoroB Komruiekca QRS Ha OKI (mnm Heco-
OTBETCTBUE aMIUIUTYIbI 3yOLIOB CTeleHU “runeprpodun’
JIXK) [5]. [Ipu cucteMHOM aMUIOMI03€ HEPeAKO Hadmoaa-
€TCs IIOPaXEeHME HE TOJIBbKO CEPALA, HO U IPYIUX OPraHOB,
B YaCTHOCTHU TOYEK U MepuepruuecKoil HEPBHON CUCTEMBbI.
151 MOATBEPKACHUSI aMIIONI03a HEOOXOIUMO POBOIUTH
OMoIICHIO MHMOKapja WM JPYrMX TKaHe# (ITOXKOXHOM
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JKMPOBOM  KJIETYaTKM, CIM3UCTOM  OOOJOYKM  TIPSMOI
KUIIKKM, Touku). IlpuumHOil amMuionmosa cepalia valie
Bcero sBisieTcss AL-amuionnos, pa3BUBaOIINKICS B Pe3yJib-
Tare MOHOKJIOHAJIBHOM CEKPELMHU JIETKUX LieTIeid UMMYHO -
[JI00YJIMHOB, KOTOPBIE OMPENENSIOT ¢ TIOMOIIBI0 METOIa
Freelite.

B cooTBeTCTBUM C POCCUICKUMM PEKOMEHIAIMSIMHU TI0
JIUarHoctuke u jeyeHuto b®, onodpeHHbiMM MuUH3IpaBOM
Poccun, nopaxeHnue cepala Kak y MyX4YuH, TaK U XEHIIUH
SIBJISIETCSI TTIOKA3aHWEM [UTs Ha3HaueHWs (hepMeHTO3aMeCTH-
tenbHOM Tepanuu (P3T) peKOMOMHAHTHBIMU TIperapaTaMu
O-TaJakTo3Maa3bl A — arajcuuasoil aabga 1M arajacuua-
3001 Oeta, 3¢heKTUBHOCTL U 0€30MaCHOCTb KOTOPBIX yCTa-
HOBJIEHBI KaK B PaHJIOMM3MPOBAHHBIX KOHTPOJUPYEMBIX,
TaK 1 HaOaomaTeNnbHbIX uccaenoBanusax [20,21]. B panmo-
MU3MPOBAHHOM KOHTPOJIMPYEMOM MCCIIEIOBAHUY JIeUeHME
arajicugasoil 6era (Pabdpa3um) B 103e 1 MI/Kr Kaxbie 1BE
Heleau BbI3bIBAJIO YMEHbIIIEHUE JAEMO3UTOB TIII00OTpUa-
O3WIlIepaMua B SHAOTEINU COCYIOB MUoKapaa [22], a B
HaOJIoaTeIbHBIX UCCIEN0BAHUSX JUTUTEbHOCTBIO 10 10
JIET JIeUEHUE TeM Xe MpernapaToM MPUBOAMIO K YMEHbIIIe-
HUIO WK cTtabmim3anuu uHaekca MMITK [23]. B Hauiem
nccaenoBanuu y 29 namueHToB ¢ b®, monyvaBimx opuru-
HaJIbHBIE TIPeraparhbl 0-TalaKTO3MIa3bl A B TeUeHUE U~
TEJLHOTO BpeMeHM (MeauaHa 5 JeT), ObLI0 OTMEUeHO
JIOCTOBepHOEe yMeHbleHue unaekca MMJILK, npudyem y
MalKveHToB ¢ TurepTpodueidl MUOKapaa MeauaHa 3TOro
Tmokasaresnst cHu3mnach co 140 mo 106 /M 2. JlmutenbHast
®3T okasplBaa OJATONPUSITHOE BIWSIHUE W Ha JApYyrue
nposisieHusi b®, B TOM 4Yucie BbI3bIBaJA YMEHbBILIEHHUE
HelipornaTuyeckoil 601, yaydiieHue NoTOOTAeeHH s, CTa-
owmzaunio GyHKIMM Tovek [24].

Haie uccnenoBanue uMeeT HEKOTOPbIe OTpaHUYEHUS. Y
4 manueHToB He ynanoch rnposecti MPT cepana B cBsizu ¢
HaJIMYMeM 3JIEKTPOKAPANOCTUMYJISITOPA, TO3TOMY B 3THUX
clayvasix s oueHku rumneptpoduu JIZK ucmonn3oBanu
JaHHble 9XoKapaurorpaduu. Y 4 maiueHToB MaKCUMalbHas
tomuuHa cteHku JIK n/mnm MexckemymoukoBoii mepero-
poaku coctabisuia 13-14 MM, T.e. He COOTBETCTBOBaja
coBpeMeHHBbIM KputepusiM nuarHoctuku 'KMII. Tem He
MeHee, Bce OHM OOpalaiuch K KapauoJoram, a TeHe3
runepTpodun MuoKapa, BeISBJIEHHOM TIPU 3XOKapauorpa-
(un, ObUT HESICHBIM.

3aknioueHue

[MpumepHo y 9% B3pocibix mamueHToB ¢ b Habmomarack
BbIpaXKeHHAass CUMMETPUYHAS UM aCUMMETPpUYHAs TUIep-
tpodust JIZK (mHOrma comnpoBokaaroascs o0CTpyKuuei
BBIHOCSILIETO TpakTa), KOTopasi ObLia MepBOHAYAILHO pac-
neHeHa Kapauojoramu kKak ['KMII. OcHOBHBIMM KJIMHHUYE-
CKUMU  TIPOSIBJIEHUSIMM  TOPaXeHWs  cepala  ObUM
Kapauairuu, ojabliika, usMeHeHus Ha DKI u HapyuieHus
pUTMa cepaua, Ipexkae Bcero GuOpMIISLNS IpeacepIuid,
pa3BUBaBIIMECS B CTaplieM Bo3pacTe (MeauaHa 54 roma). Y
OOJIBIIMHCTBA MAlLIMEHTOB OTMEUAIUCH APYTUe MPOSIBICHUSI
b®, B ToM umcne TUMMYHBIE (HeWpomatudyeckas OOJb,
AHTUOKEPAaTOMbl, CHMXKEHHOE TMOTOOTIAEIEeHNE), OTHAKO
Bpauu He oOpallaid Ha HUX BHUMaHue. [losyuyeHHble 1aH-
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Hble MOATBEPXKIAIT HEOOXOAUMOCTb UCKItoueHUss bd y
Bcex B3pocibix nanueHToB ¢ [KMIT (runeprpodueir JIXK
HESICHOTO MPOMCXOXKAEHHST) MyTeM MOJIEKYJISIPHO-TeHEeTH-
YeCcKOro MCCIeI0BaHUS U onpeesieHus: coaepxkanus Lyso-
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Aim. To evaluate the occurence of cardiac phenotype imita -
ting hypertrophic cardiomyopathy (HCMP) in adult patients
with Fabry disease.

Material and methods. We selected patients who were
diagnosed with HCMP or left ventricular hypertrophy (LVH) of
unknown origin among adult patients with Fabry disease and
evaluated the rate of early alerting signs and symptoms and
clinical and MR features of heart disease in this group.

Results. HCMP or LVH of unknown origin were diagnosed
in 16 (8.6%) of 187 patients with Fabry disease, including 5
(4.3%) of 115 males and 11 (5.3%) of 72 females. Two
patients with severe LVH and left ventricular outflow tract
obstruction underwent septal myectomy. In patients with car-
diac phenotype, median left ventricular myocardium mass
index was 127.0 g/m?, and it was higher in males than in
females. Cardiac MR imaging showed asymmetic septal hyper-
trophy in 10 (62.5%) of 16 patients and late gadolinium
enhancement in 6 (50.0%) of 12 patients. Eight (50.0%)
patients presented with typical signs and symptoms of Fabry
disease (neuropathic pain, angiokeratoma and /or hypohidro-
sis) from childhood or adolescence, while 15 (93.8%) patients
had signs of kidney or CNS involvement.

Conclusion. All patients with HCMP should be tested for
Fabry disease even in the absence of early alerting signs and
symptoms.
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