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CEMEMWHBINA N30JINPOBAHHBIN ININKOT'EHO3 CEPILIA

Beeoenue

[uKoreHOo3bI MPECTaBISIOT CO00M IPyNIy reHeTUYECKUX 3a00JIeBaHM, KOTOPbIE CBS3a-
HBI C HAPYIIEHUSIMU YTIIEBOIHOTO oOMeHa. B pesynbrare uaMeHeHus: MeTaboinn3Ma TIIMKOTeHa
OH HaKaIlUIMBAaeTCs B PA3HBIX TKaHAX (B TOM YHCIIE M B MHOKap/ie) MPUBO/IA K MMaTOJIOTHUYECKUM
u3MeHeHusiM. HecMoTpst Ha TO, YTO camMo HapylleHHe OOMeHa ITIMKOreHa ObLIO BIEPBBIC BbI-
sBiieHo B 1952 rony Kapimom ®epaunangom Kopwu, ero BiausiHue Ha MHOKapa ObLIO OTKPBITO
ciycta 13 et yuensiMu XapBu bamiom u J>xonom C. MakkonHesom [1].

3aboneBanue, MPU KOTOPOM T'PAHYJbI TTIMKOT€HA OTKJIAJAbIBAIOTCS UCKIIOUUTENBHO B MU-
oKapjie, Ha3bIBaCTCsl U30JUPOBaHHBIN rMKoreHo3 cepana (MKb-10: E74.0). Jlanublii Buja Ha-
pylLIeHHs] MeTa0onu3Ma SIBJISIETCSl PEAKOM ayTOCOMHO-IOMHHAHTHOM (OpPMON TeHETHYeCKOn
Oone3nu u cBsa3aH ¢ mytanuein rena PRKAG2, xogupyromero cyoseannuily y2 5’aaeHo3uH-
MoHO(poc(haT aKTUBUPYEeMON MPOTEMHKUHA3bl (KOHTPOJb CHHTE3a INUMKOreHa). Berpeuaercs
B MeHee 5% cilydaeB OT BCEX BBISIBICHHBIX IIMKOT€HO30B. OTIOKEHUE INIMKOT€HAa B MUOKap-
Jie TIPUBOJIUT K YBEJIMUYEHUIO Pa3MEPOB Cep/ilia, HAPYIIEHUIO TPOBOJAUMOCTH, YTO KIIMHUYECKU
HPOSIBIISIETCSI CYNPABEHTPUKYIISIPHOM TaXUKapAuel (3HaunTeNnbHas 4acTh cBsizana ¢ WPW cun-
JPOMOM), XPOHOTPOITHON HEI0CTATOYHOCTHIO, OBICTPON AUCOHYHKIIMU MPOBOASIIEH CUCTEMBI
U MPOrPECCUPOBAHMIO 3a00JIeBaHUs, YTO B KOHEYHOM pE3yJbTaTe MPOSBISETCS Ype3MEpHOI
cuHycoBoii Opaaukapaueit, CA unu AB-61okanamu. B utore mouru Bce manueHThl ¢ JaHHON
narosiorueit B Bozpacte oT 30 10 40 jieT HyKJalTCsl B IPEKAEBPEMEHHON UMILJIAHTAIIUHU DJICK-
tpokapanoctumyistopa (3KC). /s moaTBepkaeHus Juarno3a He0OX0IMMO BBISIBUT Y MAallU-
enta myTtanuio B reHe PRKAG2, a Takke 0eCCUMITOMHYIO MyTalliIO IeHa Y POACTBEHHUKOB
NepBOM JTUHUM pOACTBaA |2, 3].

Henw

PaccMoTpeTs ciaydail ceMeMHOro N30JIMPOBAHHOTO TTIMKOT€HO3a U3 KIIMHUYECKON TPaKTH-
KU U CAENaTh BHIBOJIBI.

Mamepuan u memoowl uccinedo8anus
PerpocrniekTuBHBIN aHATN3 UCTOPUU OOJIE3HU BBISIBJICHHOTO CJIydasi CEMEHHOTO U30JIMPO-
BaHHOTO IIMKOT'€HO3a.

Pezynomamut uccnedosanus u ux oocyxyncoenue

[Tament A., 55 net. Co cioB nanuenta, cauraet cebds 6omapHbIM ¢ 2004 rona, Korja Brep-
BbI€ BO3HUKIIU 3IH30/bl CEpALIEOMEHNs, COIPOBOXKAAIOIINECS CI1a00CThIO U FOJIOBOKPYKEHU-
em. Jlo aToro MmoMeHTa He uMen mpodaem co 3mopoBbeM. 12.08.2004 1. oOpaTwics ¢ STUMHU
cumnroMamMu B PecnyOnukanckuid HaydHO-TIpakThdeckuii mentp «Kapauonorus» (PHIIL]
«Kapauonorus»), rae ObUT TOCIUTATM3UPOBAH B Kapauoiorudeckoe otnencaue Ne 2. Ilpu
MEPBUYHOM OCMOTpE: 00IIee COCTOSIHUE YAOBJIETBOpUTENbHOE. KOXKHBIE MTOKPOBHI ONEIHbIE,
BUIMMBIE CIIM3HUCTBIE 000JI0UKH OJeIHO-po30BBIe. Tenocnoxenue runepcrenndeckoe. [lynbe
60 yn. B MuH., aprepuanbHoe aasinerue 130/85 mm pt. cr. annsie DKI': mapokcusm Gpudpui-
nsiun tipencepauit (OI1) ¢ wactotoit cepaeunsix cokpamenuit (HCC) 125 yu./muH, 3130161
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cunycoBoil Opanukapauu ¢ YCC 50 ya./MUH U HapylUIeHHs] BHYTPH)KETYI0UYKOBOW MPOBOIU-
moctu. Jannsie DXOKI': cummerpuuHas runeprpodus MexOKeTyI04KOBON Meperopoiku 0e3
0oOCTPYKIIMK BBIHOCSILEro TpakTa jeBoro xenynouka (JDK), ymepeHHast nunarainus JeBOrO
npencepaust 6e3 nunaranuu JIK, coxpanennas ¢ppakius Beiopoca (OB) JIK 62%, ymepennas
JUIIaTaIs [IPABOTO JKEIYJ0YKa U TUACTONMYECKast AUCQYHKIHUS MCEBIOHOPMAILHOTO THIIA.
CHuxeHue n1o6anbHOM U pernoHaibHOM npononbHoi Aedopmaruu JIK o nanueiM 2D Strain.
breuta nposenena nmrmnanTamus KC B pesxkumve DDDR (2004r). bbut BeICTaBlIeH AMArHO3: TH-
neprpoduueckas kapauomuonarus (I'KMII), neobcrpyktuBnas dhopma. Cunapom ciraboctu
cunycoBoro y3ina (CCCY): cunapom taxu-Opanukapauu (mapokcusm DI, cunycosas Opaau-
kapaus). Ummnantamust DKC B pexxume DDDR (2004r). H I (NYHA II). B 2009 roxy Osina
npoBezeHa peumiuiantanus OKC.

B 2016 rony s BeisicHeHus stuonoruu pasBusiieiicss ' KMII Obut BeIIOTHEH TeHETHYe-
CKMI TecT Ha psan nocnenoarenbHocten JJHK, onpenendronmux pa3BuTHe y 4enoBeka TexX Win
WHBIX Kapauolornyeckux 3aboneBanuii. [lo utoram tectupoBaHus y nanueHTa A. ObLT Haii-
neH mytupoBaBinii reH PRKAG2, oTBeTCTBEHHBIH 3a pa3BUTHE W30JUPOBAHHOTO TJIMKOT€HO3a
cepaua. [lo3Hee aHaTOTUYHBIN TECT OBUT BBITTOJIHEH TS ChIHA JAHHOTO MaIueHTa (manueHT b.,
28 1et), KOTOPBIN TaK e BBISIBUJI HAIMYKE MAaTOJIOTHUECKOM MOCIe10BaTeIbHOCTH T'€HOB.

C 04.01.2023 1o 13.01.2023 rr. HaxoAWJICS HA TOCTIUTATN3AIUNA B KaPIUOJIOTMYECKOM OT-
nenennu Nel T'omenbckoro 06J1acTHOTO KIMHUYECKOTo Kapauosaoruyeckoro nenrpa (Y3 «I'OK-
KII») mo moBoy mepeboeB B paboTe cep/ia, yJaneHHOTO CepAneOneHMs, OJIBIIIKYU ITPH HE3HA-
YUTEIbHBIX (PU3NYECKUX HATpy3Kax, JaBsiiue 0oy 3a rpyanHoi npu xonsoe. Jlanusie sxoKI
ot 05.01.2023 r: qunaramus nesoro npeacepaus (JIIT), mpaBeix otnenor cepana. ['nneprpodust
muokapza JOK. Perypruranus na MK 1 ct., TK 2-3 ct. Hapyiuienue nokajibHOM COKpaTUMOCTH
B BbIllIeyKa3aHHbIX cermeHTax JDK. Oxonpusnaku sierounoit runeprenzuu. UBP. Y3U BLIA ot
06.01.2023 r.: HauanbHBIE NPOsABIEHUA atepockieposa BLIA.

16.02.2024 r. mocTynui 1O HANPABJICHUIO TOJUKIUHUKE [OMenbCcKoro 061acTHOrO Kiu-
Huueckoro kapauonorudeckoro neHtpa (I'OKKI) B kapauonorudeckoe otaenenue Ne 1 most
nedenus, rae Haxoauics mo 27.02.2024 1. YKanoObl Ha ONBIIIKY IPU HE3HAYUTEIBHBIX (PU3H-
YEeCKUX Harpyskax u nepebou B padore cepaua. Juarnos namnpasusiiero yupexaenus: «3o-
JUPOBaHHBIN cepAeyHbli MkoreHo3 1 tuma c¢ ¢penorunom HeodctpykruBHor ['KMII. buno-
nanbHas Oone3nb. MmmnanTtamus UBP (2004), peummnantanus UBP (2011). Peummuiantanus
HBP (4.08.2021 r). [TapokcusmansHas Gopma GuOpHMILIAIIKN TIPEICEPA, PeIHIUBUPYIOIIEEe
tedeHue. Henocrarounocts TK 2 crenenu. AprepuanbHasi runepreHsus 1 crenenu, puck 4.
H2A». Aprepuanbroe nasienue 140/80 mm pt. ct. 3akmouenue 3xoKI: « Qwmaranus JIIT, mpa-
BBIX OTHeNOB cepaua. ['uneprpodust muokapna JOK. Perypruranus na MK 1 cr., TK 1-2 ct.
Bplicokas BEpOSTHOCTB JIETOYHOM runepreH3nu. Hapymienue 10kanbHONH COKPaTUMOCTH B BbI-
meyKa3aHHbIX cermeHTax JIK».

[Tarment b., 28 ner. Co ciloOB mamueHTa MepBbIE CUMIITOMBI 3a00JieBaHUS HaOIIomal
B 2008 . B Bo3pacte 12 sieT omryTHiI KOJIOUIKE, TEPUOANIYECKHE, KOPOTKUE B COCTOSHUU T10-
KOst 60K B cep/rie U ObLT HAalpaBJieH Ha 00CIIeJOBaHNE B IETCKYIO Kapauoioruo. beuto mpo-
BeaeHo Y3U cepaua, xontepoBckoe MoHuTOpupoBaHue (XM) B pesynprare KOTOpOro ObLIN
BIEpBBIC OOHAPYKEHBI HapylIeHus put™a. B nmocnenyromem exxeroano Hadmogancs B PHITL]
«Kapauonorusi».

C 01.08.2017 mo 08.08.2017 r. HabGromasncs Ha CTAIMOHAPHOM JICUEHUHU B 1 KapIuoJIoTH-
yeckoM otaenennu PHIIL «Kapauonorus» ¢ ocHoBHbIM nuarno3om: «['KMII, HeobcTpyKTHB-
Hast ¢opmar. MAK: monmomnautensHas xopaa JIK. JIuchyHKIMA CHHYCOBOTO y3J1a: 3MH30.IbI
Ype3MEpPHOMN CHHYCOBOM TaXMKap/Auu, MapOKCU3MallbHAsl CYyNPAaBEHTPUKYIISIpHAs TaXUKapAUs.
[TBJIHIIT. Cunagpom WPW, PUA nononautensHoro coenunenus (2014 r.).
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21.08.2017 roma na 6aze 'OKKII Obuta mpoBeneHa omepanusi mo umruiantanuu VIBP
B pexxume DDDR. [lokazaHusiMu K oreparyu sBIsUIMCh OCHOBHOW JUArHO3, a TaKKe kKanoObl
MalUEeHTa 10 TOBO/Y CJIa00CTH, TOJIOBOKPYKEHUS U 3MHU30/10B OTEPH CO3HAHUS.

Buoieoown

VYV J1aHHBIX NAIUMEHTOB HAOIOAAETCS PEAKOe ceMelHOoe 3a00JeBaHue — U30JIMPOBAHHBIN
IJIMKOTeHO3 cep/ua. Pacno3sHaBaHue 3a0051€BaHUs SIBISETCSA CIOKHBIM U KOMIUIEKCHBIM Me-
PONPHUATUEM BBUAY MAJIOH YacTOTHl BOSHUKHOBEHHMs CPEIM HACEIICHMS U OTCYTCTBUS SPKHUX
IIATOTHOMOHUYHBIX NPU3HAKOB, CBUAETEIBCTBYIOIUX O €r0 HAINYMU. JIMarHo3 u30JIMpoBaH-
HOTO TJINKOT€HO3a HEBO3MOXKHO BBICTABUTH 0€3 TeHETHUECKHUX TECTOB, BBISBIIIONINX HAINYHE
narojormyeckoro rera PRKAG2 He Tonbko y 00paTuBIIETOCs MAIMEHTA, a TAKXKe U BCEX POI-
CTBEHHHKOB II€PBOM JIMHUMU pOACTBA. J[aHHBIA KIMHUYECKHUM ClIydald IOKa3bIBa€T BaKHOCThb
yIIyOJIEeHHOTO 00CIIeIOBaHMS TMALMEHTOB C HAJIMYUEM JIOTIOJHUTEIBHBIX MyTEH MpPOBEICHHS
U MAPOKCU3MAJIBHBIX HAPYIICHWH PUTMA M3-32 BO3MOXXHOCTH HAJIMYMS y TAaKMX MAaLUETOB
BPOX/ICHHBIX NATOJIOTUI U T€HETUYECKUX 3a00JIeBaHUM.
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OCBEAOMJVIEHHOCTbD CTYJAEHTOB
OB D®®EKTUBHOUN TEPAIIMUA APTEPUAJILHOM T'MIEPTEH3UH

Beeoenue

AprepuanbHas runeprensus (Al') — 1o 3aboneBanne, XapakTepu3yromeecs yCTOWYMBBIM
YBEJIIMYEHUEM CHCTOJIMYECKOTO apTEPUaIbHOIO JaBJIECHUS B COCTOSSHUM MTOKOsI (= 130 MM pT. CT.)
W/WIM TUACTOIMYECKOTO apTepUAIbHOTO aBieHus (> 80 MM pT. cT.). OHa IPOSBISIETCSI TOCTO-
SITHHBIM yBEJIMUEHUEM JABIICHUS B apTEPUSIX, YTO MOXKET IIPUBECTU K CEPHE3HBIM OCIIOKHEHU-
SM: HIIIeMHYecKasi 00JIe3Hb Cep/ilia, MHCYIIBT, TOBPEXICHHS IIOUEK, PETUHOIATHS, aHEBPU3MaM.
DTO COCTOSIHUE Yallle BCEr0 BCTpEYaeTcs y MauueHToB crapiie 40 JeT, B TOM BO3pacTHOM JIH-
ara3oHe PHCK Pa3BUTHSA JJaHHOTO 3a00JeBaHNs 3HAYUTEIHHO yBenuuuBaercs. [1o qanueiv BO3
B PecniyOnuke benapych aprepuanbhoii runeprensueii crpaaaet oxono 30—40% Bo3pacTHOTO
HaceleHus. DTO O03HAYaeT, YTO MPO(PUIAKTHKA, TUATHOCTUKA U JICYCHUE HTOTO 3a00JIeBaHHS
UTPAIOT BXKHYIO POJIb B OOIIECTBEHHOM 3/JpaBOOXPAHEHUH.

Bb1aensor nepBUYHYIO U BTOPUYHYIO apTepUaIbHyI0 runeprensuto. Ilpnannsl pa3sutus
nepBUYHON (dcceHunanbHor) Al HeW3BeCTHbI, OHa BcTpedaercs nodtu y 90% mnanueHTtos.
Bropuunast AI' Bo3HHKaeT Ha (pOoHE yKe UMEIOIEHCs aToIOTUH (HapyIeHUsIMUA B paboTe 1o-
4YeK, TOPMOHAJIBHBIM JUCOAIAHCOM, OKUPEHUEM U T. 1.). HemanoBakeH KOHTpOJIb TeHEeTHYe-
CKOH MpeipacooKeHHOCTH K Pa3BUTHIO 3a00I€BaHUS.
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