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QOMENHCRUE, YMEHUA

YCTaHOBIEHO, YTO JIaHHBINA BBISBICHHBIN BapuaHT
HYKJICOTUIHONW IIOCIIEOBATENILHOCTH HE 3aperucTpH-
poBaH B KOHTpOJBbHOW BbIOOpKe Genome Aggregation
Database (gnomAD v.4.0.0). OxgHako, OTMEYEHO HalHU-
ype rea DES B rerepo3uroTHoM COCTOSIHUM HpU JIO-
marogHo-iepoHeansHoM cuHIpome (Kaeser type), au-
JATAllMOHHON KapauoMmuonatuu. IIpu romMo3UroTHOM,
TeTEePO3UTOTHOM M KOMITAYH/I-TETEPO3UTOTHOM COCTOSTHUN
OIMCaHbl MpH MUOGUOPHIISIPHON MuonaTuu. Bapuant
c.1024A>GBcTpevancss TpH  AECMUH-aCCONMUPOBAHHOM
MHONATHH, MUOIIATUH U Kapauomuornartuu. [Ipu atom pe-
3y/bTaT TPeOyeT MPOBEICHNS CEerperallioHHOTO aHaN3a,
C HEOOXOAMMOCTBIO MOATBEPIKICHHUS METO/IA TIPSIMOTO CEK-
BeHHpoBaHus 1o CeHrepy M yTOUYHEHUs IPOUCXOKICHHS
JIJAaHHOTO BapuaHTa (HacJIeACTBeHHBIN i de novo).

OneHka KIMHUYECKOH 3HAYMMOCTH IaTOr€HHO-
CTH BBISIBICHHBIX BapHAHTOB IIPOBOJMIIACH HA OCHOBAaHUU
POCCUICKUX pPEKOMEHJAlUi JUIl UHTepIpeTally JaHHbIX,
MOJIyYEHHBIX METOJAMU MacCOBOTO NMapauIeIbHOTO CEKBe-
HUPOBaHUS.

NHO®OPMATUBHOCTH PA3JIMUYHBIX
BUOMAPKEPOB JJI5I OIIEHKHA
PUCKA BOBHUKHOBEHMUS
XPOHUYECKOM BOJIE3HU MIOYEK
Y NOXKWJIBIX HAITMEHTOB
C XPOHUYECKO UIIEMHUYECKOM
BOJIE3HBIO CEPIIIA
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Heanr wuccnenoBanus. CpaBHUTH HHPOPMATHB-
HOCTb MOYEUHBIX OMOMapKEPOB ISl OLIEHKH PUCKA BO3HHK-
HOBeHMsI XpoHH4eckoi 6one3nu nouek (XbIT) y moxuibix
TMAIMEHTOB C XPOHUYECKOH HIIIEMUYECKOH O0JIe3HBI0 Cep/-
na (XUBC), ocnoxxuennoit XCH

Matrepuansl U MeToAbl. B uccienoBanue BKIIO-
4yeHo 64 manmenra Bo3pacte oT 65 1o 75 ner (B cpenHeM
74,4+4,5 rona) ¢ XUBC, ocnoxuennoit XCH I-1I pynk-
HoHaTbHOro Kimacca mo Hero-Mopkekoii kmaccuduxa-
muun (NYHA), He uMeromux B aHaMHe3€e CTPYKTYPHOI
narosioruu nodek u XbII. Bcem nmanuentam u3Ha4aabHO,
4yepe3 TpU Mecsa U yepe3 | roj ObLIM BBINOIHEHBI OHO-
XUMHYECKHE HCCIIEAOBAaHUS KPOBM, MOYHM, 3XO-Kapauo-
rpaduueckoe uccienopanue (Ixo-KI'), ymprpasBykoBoe
nccnenoBanue (Y3M) nouex 1 mo4eqyHsIX COCY10B, PEHTTre-
HOBCKasi komrblotepHast Tomorpadust cepaua (PKT). [lns
BBIsSIBJIEHUs! (hakTopoB prcka pasButus XbII uepes rox or

Havaja HaOJIIOCHUSI IPUMEHSUICS METO MHOXKECTBEHHOU
perpeccun. sl OLIEHKH BKJIaJa KaKI0TO M3 OMOXMMHUYeE-
CKHX ITOKa3aTesei ObUT TPUMEHEH METOJ OTHOIIICHHUE IIaH-
coB (Odd Ratio) ¢ pacuerom rpanuir 95% MTOBEPUTEIHHOTO
nHTepBana. s cpaBHEHUS] HE3aBHCUMBIX BBEIOOPOK C KO-
JIMYECTBEHHBIMU TIOKa3aTeNIsIMH HCIIOJb30BaH Hemapame-
Tpuyeckuii Tect Manna-Yurau (Mann-Whitney U-test)

PesyabTarsl. [lanmeHThl, BKIIIOYEHHBIE B HC-
cienoBaHue, yepes 3 Mecsna u depes 1 rog Obumm oc-
MOTpEHbI BpadoM-Hedposiorom. Hecmorpst Ha TO, 4TO
BCE MALMEHThl HA MOMEHT BKJIIOYEHHS B HCCIIEIOBa-
HHUE HE UMeJNIU CTPYKTypHOU maronoruu nodex u XbBII
B aHamHe3e, y 84% NpOLEHTOB MO pe3ysibTaraM Tojo-
Boro obciienoBanusi ObUT BhicTaBieH nuarno3 XbBII: y
35% nanuentoB nuarHoctuposana XbBII C1 craguu, y
7% — C2,y 27% — C3any 15% — C3b. B pesynbrare
MIPOBEJICHUSI PETPECCHOHHOI0 aHaju3a UIs OIpejese-
Hus QaxTopoB, BiusrOmKX Ha pa3zBurue XbBII uepes 1
rojl OT Hayaja HaOIOAEeHHs, ObUIO YCTaHOBJICHO, YTO B
passutuu XBII urparot posiab HECKONBKO IpyI (akTo-
POB: KIMHUYECKNE XapaKTEPUCTHKU NAllMEHTOB, HAJIH-
YHUE U CTENICHb BBIPAXKEHHOCTH CTPYKTYPHOH MaTOJIOT NN
cepaua u nouek. Cratucruuecku 3HauuMbiMu (p<0,05)
SIBWIMCH CJIEJYIOIME IT0Ka3aTeiau : M0 JaHHBIM ODXO-
KI': KOHEeYHO-CUCTONMYECKHI 00BEM JIEBOTO JKEITy/I0UKa
(JIK) (B) (U=134, p=0,0006), KOHEUHO-1NACTOINIECKUI
oosem JIK (B) (U=177, p=0,04), ¢dpakuus BbiOpoca
JK (B) (U=135, p=0,006), o0bem JieBOro mpeacep-
must (U=178, p=0,021), nanumume runeprpopun JDK
(U=294, p=0,04), nannuue ¢pnudpo3a MUTPAILHOTO KJIa-
mana (U=328, p=0,01); no maumasiM PKT cepaua: Tom-
LIMHA SMUKAPIANaJIbHOTO )KHPa 110 PABOMY JKEJIYI0UKY
(U=8, p=0,015); no nanubiM Y3U moYyek U MOYCYHBIX
COCYIIOB: MHJIEKC PE3UCTEHTHOCTH MEXK/0JIEBOI moyed-
Hoit aprepun (U=224, p=0,02), nHiekc pe3suCTeHTHOCTH
cerMeHTapHOM moueuHoi aprepuu (U=409, p=0,016);
110 JIaHHBIM OMOXMMHYECKHUX MapKepOB B CBIBOPOTKE
KkpoBu: coaepxkanue kpearununa (U=61,5, p=0,00001),
nucratuna C (U=29, p=0,0000), i1umnonpoTenioB HN3-
kot miornoctu (JIITHIT) (U=123, p=0,0012), moueBoi
kucinorel (U=104, p=0,0033), Apo-B (U=121, p=0,009),
Hatpuitypernueckoro nentuna (NT-proBNP) (U=139,
p=0,025), conepxkanue cyrounoro Oeika B Moue (U=61,
p=0,003); no KIMHUYECKUM JTaHHBIM: BO3PACT, HATUUHE
apTepuanbHON THIIEPTEH3UHM W MH(papKTa MUOKapaa B
aHamHe3e. B pesysnbrare npoBeleHHE CpaBHUTEIBHOU
OLICHKH WH(OPMATHUBHOCTH Pa3JINYHBIX OHOMapKepoB
BBISIBJICHO: TOKa3aresb oTHoueHus mancoB (OR) cy-
TOYHOTO Oenka B Moue cocraBui 14,2 (0,77; 261,2), OR
nucraruda C 5,81 (0,28;18,09), Mmo4yeBoli KHCIOTHI 5,8
(0,68;49,4), 3,9 OR NT-proBNP, OR kpeaTuHHHa CHIBO-
porku 0,48 (0,02; 11,3), OR JIITHIT 0,07 (0,016;0,35),
OR Apo-B 0,29 (0,03;10,8)

BruiBoasl. Hanbosnee nndopmaruBHbIME OnoMapke-
paMu JJIsl OLEHKH PHCKa BBIXO/A MOXKHIIBIX MAIL[MEHTOB C
XUBC u XCH na XBII sBuinck: ypoBeHb CyTOUYHOTO Oell-
Ka MouM, ypoBeHb nucraruHa C, MoyeBoi KucioThl, NT-
proBNP B cbIBOPOTKE KPOBH.
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