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BBE/IEHUE
AKTYaJIbHOCTBH PadoThI

Oubpwusanus npeacepauit (OII) - HapymieHue puTMa cepjia, XapaKTepU3yIoIIeecs
HECKOOPJIMHUPOBAHHOM 3JIEKTPUYECKON aKTUBHOCTBIO Mpeacepauit ¢ yactotoit 350-700
B MUHYTY, ¢ oTcyTcTBUeM P Bomubl Ha OKI' u, kak mpaBuiio, HEPETYISIPHBIM PUTMOM
XKenyn04koB [15], 4To mpUBOAUT K HAPYILIEHUIO MeXaHHueckor pyHkiuu cepana [155].
B 2010 r. uucno nroxae#t ¢ nuarnozom OII B Mupe cocraisio 6onee 33 MiH. yenoBek. B
HACTOSIEee BpeMs MONYJISLUMOHHAS PACHPOCTPAHEHHOCTh (GUOPWILISALUU Tpeacepauit
okosio 1-2% wu >t 1HUdpPHL, CKOpee BCEro, M3MEHATCS B CTOPOHY YBEIWYEHUS B
ommxkaiimue 50 et [50, 75, 122].

B Poccuiickoit @enepannu pactpoctpaneHHOCTh DIT okono 6%, 4To npeBsIlaeT
aHaJIOTWYHBIC 3apyOeKHbIe ToKa3aTenu B 1,5 pasa [126, 130]. [TonyasiuonHas yactoTa
®II Hapactaet ¢ Bo3pactoM — oT <0,5% B Bo3pacTtHol aekane 40-50 net 1o 5-15% B
Bo3pacTtHol rpynne 80 neT. [1o mporno3am crienuanuctos, kK 2030 r. @I pazoBbeTcs y
Ka)KJIOr0 YETBEPTOI'O B3pOCIIOro YesoBeka cpeanero Bo3pacta B EBpone u CIIA, k

2030 r. Tonsko B EBpone oxumaercs 14—17 mun. nanuentos ¢ OI1 [5, 50, 72, 116].

®II cylecTBEHHO YXYAIIaeT KA4YeCTBO KU3HU MAI[MEHTA U MOBBIIIAET PUCK
Pa3BUTHS XPOHUYECKUX 3a00JI€BaHMI MTOYEK, MHCYIIbTa, HH(ApKTa MUOKap/a,
CEpJIEYHON HEAOCTATOYHOCTH, CTAPUYECKON IEMEHIIUH, BHE3AITHON CEPJICUHON CMEPTHU H

3HAYUTEIFHO MOBBIMIACT OOIIYI0 CMEPTHOCTH [22, 24, 79].

B onpenenennom % ciydaes (okomno 30%) @I peructpupyetcs 6e3
OTIPEJICTICHHON CBSA3U C KAKUMH — JINOO CePICYHO- COCYAUCTHIMU UITU UHBIMH
3a0oneBaHUsIMU TaleHTa. B nmuTeparypHbpix uctounukax nqanHas OI1 HazwsiBaetcs
uauonatuyeckas (nzonuposanHas) PII. T'eneanornueckue uccienoanus cemeit ¢ OII
Y TEHETUYECKUE UCCIICIOBAaHNs T€HOMA MAIMEHTOB ¢ uanonaruaeckon OII1

MPEJIOJIarafoT FTeHETHYSCKYIO JCTePMUHUPOBAHHOCTD JaHHOM marosoruu [1, 33, 111].
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ITpruem yncno noareepkaeHHBIX accoruanui ¢ PII perynsapHo yBenmnuusaercs,
YTO MO3BOJIMIIO B OTHOIIICHUH JAHHOW MATOJOTHU IPUMEHHUTHh TEPMUH T€HETHICCKU T
nonumopdpusm DIIL.

B 1997 rony B. Brugada et al. BiepBbie mpeacTaBuiIn pe3ysibTaThl HCCIICIOBAHUI
0 KaHJWJATHBIX I'eHax, koaupytomux pazsutue PII [S]. YueHble BbICKa3any runoTesy,
yT10 reHamu — kanauaatamMu OII moryT O6bITh TeHbI B- aapeHopenentopoB ADRBI, a-
anpeHopenentopoB ADRA2, u rensl G-nipoteuH creruieHHo# kuHa3bl GPRRS,
nokanu3oBaHHble Ha 10 xpoMmocome. B To e Bpems 3a nociennee aecsatuieTre pokyc
MCCIIEJIOBAaHUN CMEIICH B CTOPOHY Takoro kKanauaaTaHoro rena @I, kak
oHOHYKJIeoTUIHBIN TTosmmMopdusm rs10824026 rena SYNPO2L (cunantomun 2),
TaKKe JoKan3oBaHHOTO Ha 10 xpomocome. ['eH axcrpeccupyeTcsi B CepAeUHOM MBIIIIE
1 JIOKAJTU3YEeTCS B CTPYKTypax Z — AUCKa, PACTIOIOKEHHBIX PSIOM C CapKOMEpamu.
Hapymienne GyHKIIMU 3TOTO T€HA, IPENOI0KUTEIBHO, BEJIET K 3aIlyCKy MEeXaHu3Ma re-
entry u pazsututo OII.

BrisiBieHre TeHETHUECKUX MPEIUKTOPOB MpeapacnonoxkeHHocty k OIT umeer
BaXHOE 3HAUYECHHE [IJIS1 KypalMH MAlIMEHTOB C IaHHOW MaTOJIOTHUEN, TOCKOJIbKY
MO3BOJISIET OCYIIECTBIATH MPOTHO3 pa3BuTHs DI y acCHMIITOMHBIX JIMII, IPEXKIE BCETO
B ceMbsx narueHToB ¢ OII, a Takke IOMOMHIET M PACHIUPSIET MyJI TEHETHYECKUX
mapkepoB PII, yTo mMo3BoJseT UACHTUPUIIUPOBATH TTEPCOHUPUITIPOBAHHBIC
MOJIEKYJISIpHBbIC MUIIIEHU JJI JIEKAPCTBEHHOMN TEPAIHH.

B cBsI31 ¢ 3TUM HeJIb HACTOSLIETO HCCeA0BaHus: pa3paboTaTh U 000CHOBATH
MEePCOHUPUITMPOBAHHYIO OIIEHKY PUCKOB pa3BUTUA (DUOpMILIAIIMK IPEACEPIUN y
ManueHToB ¢ yuyetoMm noaumopduzmon s10824026 u rs3740293 10 xpoMoCOMBEI.

3agaqu ucciaef0BaHNS:

1. Ouenuts kmuHuko —IKI" nposienenust Gl y naniieHTOB ¢ EPBUYHON U
BTOpHuHOM popmamu DII.

2. [Ipoananu3upoBaTh BCTPEYAEMOCTh OAHOHYKICOTHIHBIX TTOTUMOP(PU3MOB
rs10824026 rena SYNPO2L u rs3740293 rena MYOZ1 cpenu manueHTOB C

bubpuIsiiuet npeAacepanii U UL KOHTPOJIbHOU TPYIIIIBL.



3. O1eHUTh acCONUAIINY TTOJTYYEHHBIX T€HETHUECKUX JaHHBIX
oJIHOHYKIeoTuaHOro noaumopdusma renoB SYNPO2L rs10824026, MYOZ1 rs3740293
C 0COOEHHOCTAMH KIMHUYECKOTO TeUeHUs: PUOpUIIISIIUU Ipeicepani,
MOJIOBO3PACTHBIMU XapakTepucTukamu naiueHToB ¢ @II, pazmepamu JieBoro
peACcCEPAUs.

4. OueHutb 3P HEeKTUBHOCTD XUpyprudeckoro jeuenus npu OI1 u
pOaHaIN3UPOBATh TEHETUYECKHE OCOOCHHOCTH MAMEHTOB ¢ peuuauom OII.

5. [IpoBecT JTOTHUCTUYECKUM PETPECCUOHHBIN aHAN3 JIJIs BBISIBJICHUS
MPOTHOCTUYECKON 3HAYMMOCTH U3y4aeMbIX T€HETUYECKUX MPEIUKTOPOB Ha (DaKT
pa3BUTHS GUOPHILIALINY TPEICEPIUMA, YIUTHIBAS MOJOBO3PACTHHIC U KIIMHUKO-
anexkTpokapauorpapuyeckue Gopmer OII.

6. PazpaboTath 1 anpoOUpPOBaTh KOMITBIOTEPHYIO IPOTPAMMY
«IIepconndunrpoBaHHOE MPOTHO3ZUPOBAHUE PA3BUTHS GUOPWILISIIUN TIPEICEPANII.
Hayynasi HOBU3HA

B nanHoil pabote BrepBbie ObLT IPOBEIEH MOMCK TEHETHUECKUX aCCOIUAIUi
nosmmMopdusma rera SYNPO2L rs10824026, MYOZ1 rs3740293 10 XxpoMOCOMBI ¢
pasButreM GubpmIAnuN npeacepauii B PO. beina BeisiBeHa acconuarus amiens G u
romo3uroTHoro renotuna G/G OHII rs10824026 rena SYNPOZ2L ¢ pa3sutuem OII.
[Ipu paznenenuu no moiy B rpymre ¢ nepsudHoit popmoit I renotun G/G npu
CpPaBHEHUH C KOHTPOJIBHHOM IPYIIION CTATHYECKH 3HAYMMO MPpeobIagan cpeu JInil
eHcKoro noia. Taxxke BrepBble olleHeH BkIaa qaHnHbix OHII B peMoaenupoBanue
neBoro npencepaus y 6onbHbix ¢ OIT.

3apeructpupoBaHo, yTo 3GPEeKTUBHOCTH XUpyprudeckoro neuerust OII
cocTaBisieT 45% B rpymnne NepBUYHO TOCIUTANN3UPYEMBIX U 15,8% B rpymnmne NoBTOPHO
TOCIIATAIN3UPYEMBIX TAITMEHTOB. Jloka3aHo, 4To peakuii ToMo3uroTHbIN reHotun G/G
1510824026 rena SYNPOZL acconmmpoBan ¢ pazButuem peruansa OI1.

C noMOIIbIO JIOTUCTUYECKOTO PETPECCUOHHOI0 aHAJIN3a JOKa3aHa MPeAUKTUBHAS
3HaunMocTh reHotuna G/G rena rs10824026 nns pazsutust ®OII, B Oonblieit cteneHu

U1 ee mapokcu3ManbHol hopmbl. Hanbosee 3HaunMo JaHHast 3aBUCUMOCTh



peanusyeTcs s NAMEHTOB KEHCKOr0 M0J1a U IPOBEIEHHBIM XUPYPTrUYECKUM
neuyenueM OII.

Pa3paboTana u anpobupoBaHa KOMIIbIOTEpHAs IpOrpaMma
«IlepconnduurpoBaHHOE MPOTHO3ZUPOBAHUE PA3BUTUS PUOPUIUISLIMY MPEICEPAUID.

IIpakTHyeckass 3HAYUMOCTD

B pesynbTare noucka accounanuii nonumopgpuszma reaa SYNPOZL rs10824026,
MYOZ1 rs3740293 Obu1 HalieH reHeTuYeckuii Mapkep pucka pazsutus PII, a
pa3paboTaHHas KoMmImbloTepHas nporpamma «llepconnduuupoBaHHoe
NPOrHO3UPOBAHKUE PA3BUTHS GUOPWLISIUYU NIPEeACEpAUil» MO3BOIUT YIYUIIUTh
pannioro nuarnoctuky @I, cpornozupoBatek BeposiTHOCTH peruanBa OI1 mocne
OIIEpaTUBHOIO JICUCHHUS, U, CJIEA0BATENHHO, OyEeT CIOCOOCTBOBATH
nepcoHUGUIMPOBAHHOMN PO rITaKTUKE 3a00IeBaHUS.

BHenpenue pe3yJbTaTOB HCC/IEI0BAHUA B IPAKTUKY

[To Teme nuccepTallMOHHOTO UCCIEAOBaHUS pa3paboTaHa KOMIbIOTEPHAS
nporpamma «IlepconnduiupoBaHHoe MPOrHO3UPOBAHUE pa3BUTHS GUOPpHILTALINN
IpeACEPANi» ¢ YIETOM aHAMHE3a U KIIMHUKO-TEHETUYECKUX XapaKTEPUCTHUK MAlUEHTA.

Pe3ynpTaThl IUCCEPTAIIMOHHOTO UCCIIEA0OBAHUS apOOMPOBAHbI M BHEAPEHHI B
NPAKTUKY CHEIUATU3UPOBAHHOTO KapAUOJIOTUYECKOTO OT/IETICHUS, aMOyIaTOPHO-
nonukinHuyeckoro otaeneHuss KI'bY3 KMKB Ne20 um. U. C. bep3oHa r.
Kpacnosipcka, kapauonoruyeckoro otnenenus «IIpodeccopckoit kmuaukm» Kpacl'MYV.
Pe3ynpTaThl [UCCEPTALIMOHHOIO UCCIIEA0BAHMS BHEAPEHBI B 00pa30BaTEIbHbIN MPOLECC
kadenpsl pakynpreTckoi Tepanuu KpacHospckoro rocy1apcTBEHHOIO MEAUIIMHCKOTO
YHUBEPCHUTETA.

OcHOBHBIC 110J10KCHNSI, BBIHOCHMbIE HA 3AIHUTY

1. [TareHTHI ¢ MepBUYHOMN (MIUOMATHICCKOM/ H30aupoBaHHoi) hopmoit DII
XapaKkTepu3yrTcs Oomee erkuM KinHndIeckuM TeuerreM OI1 mo mkane EHRA mo
CpPaBHEHUIO C TAllMEHTaMu BTOpHUHOM opmoii DI

2. I'enotun G/G 1510824026 rena SYNPOZ2L nossimaet puck passutus OI1.
Penkuii romo3urorseiid reHotunt G/G rs10824026 rena SYNPO2L accomuupoBan ¢

@II B rpyrme JuL KEHCKOTO MOJIA C TPOBEICHHBIM XUPYPTrHUYECKUM JIEYEHHUEM.



3. HocurenbctBO romosurotHoro reHotuna G/G rs10824026 rena SYNPO2L
aCcCOLIMMPOBAHO € yBEeJIMYeHHBIM pasMepoM JIII y nanmenTtos ¢ DII.

4. DpdextuBHOCTh XUpYyprudeckoro geueHust OII cocrarnsier 45% B rpymne
MIEPBUYHO TOCIUTAIN3UPYEMBIX U 15,8% B rpymmne noBTOPHO FrOCHUTATU3UPYEMBIX
nanueHToB. Peakuit romo3urotHeiit reHotun G/G rs10824026 rena SYNPO2L
acCOLMUPOBAaH ¢ pa3ButueM peunausa OII.

5. Jloructuueckui perpecCCUOHHbBINA aHATU3 MOATBEPKIAET NPEIUKTUBHYIO
3HaYMMOCTh Hannuus rernotuna G/G rena rs10824026 mist pazsutust @I, B Gosnbiieit
CTEeNEeHH JJIsl €€ MapoKCu3MalnbHOM popMbl. Hanbonee 3HaunMo 1aHHast 3aBUCUMOCTD
peanusyetcs npu nepBuyHon popme OII 11 manueHToB KEHCKOTo Mosa.

6. Kommnbrotepuas nporpamma «IlepconnduiimpoBannoe nporHo3upoBaHme
pa3BuTHs GUOPWIUISIIUU TIPEICEPAMID - HOBasi TEXHOJIOTUSI TPOTHO3UPOBAHUS
BEpOSATHOCTH pa3Butus OII.

JIMYHBIN BKJIAJ AaBTOpPA

Juccepranus sIBASETCA CAMOCTOSTEIbHBIM HAYUYHBIM TPYIOM, BBIIIOJIHEHHBIM Ha
6a3e kadeapsl pakynpreTckoit Tepanuu ¢ kypcom I10, ®I'BY «Denepanphsiit LlenTp
cepaeuHo-cocyauctout xupyprun» r. Kpacnospck, KI'bY3 KMKB Ne20 um. U. C.
bepzona, «HayuHo-ucciaenoBaTeIbCKOro HHCTUTYTa MOJIEKYJISIPHOM MEIUIIUHBI U
naToOnoxumumn» KpacHOsSpCKOTo rocyaapCTBEHHOTO0 MEIUIIMHCKOTO YHUBEPCUTETA UM.
npod. B. ®@. BoiiHo-SIcenenkoro u B 1a00paTopuu MOJICKYIISIPHO-TEHETHIECKUX
MCCJIeIOBaHMI TepaneBTUUYECKUX 3a00seBanmnii «HaydHo-nccne0BaTenbCKoro
WHCTUTYTA Tepanuu U NpoUIaKTUIECKON MeTUIIMHBI - hunuana denepanbHOTO
TOCY/IapCTBEHHOTO OI0/KETHOTO HAYYHOTO yupexkaeHus «DenaepaabHblii
uccinenoBaTenbCKuil HeHTp NHCTUTYT UUTONOTHH U TeHEeTUKU CUOUPCKOTO OTIETIEHUS
Poccwuiickoit akagemun Hayk» B T. HoBocuOupcke.

ABTOp OCYIIECTBIIST HAOOP MAIMEHTOB, Bpaue€OHBIN OCMOTP ¢ 3a00poM
O6uomarepuana (KpoBb), IPO- U PETPOCIIEKTUBHBIN aHAIN3 UCTOPUI OOJIE3HU U
aMOynatopHbix kapT. CaMocTosATENbHO OCcymIecTBIs dKkeTpakuio JJHK 13 BeHo3Hoi
KpOBHU OOJIBHBIX C MOCIEYIOUMM I'€HOTUITUPOBAHUEM UCCIEIYEMBIX MOITUMOPPU3MOB.

ABTOpoM chopMupoBaHa 0a3a JaHHBIX MAIMEHTOB ¢ PUOPHILIIALIMEN TpencepInid,
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MPOBEJICH CTATUUYECKUI aHATU3 C MOCIEayIOEel MyOIuKalueil pe3yibTaToB, CO3/1aH
MH()OPMAIIMOHHBIN MPOYKT — KOMIIbIOTepHas iporpamma «IlepconuduiimpoBannoe
MIPOTHO3UPOBAHUE Pa3BUTHST GUOPUILIAIIMU MPEICEPAUIA», TOJTHOCThIO HAITUCAHHA
JUccepTanus.

Anpodanus OCHOBHBIX IOJIOKEHU PadOThI

OtaenbHble GparMeHThl U MOJ0KEHHSI HAYYHOU paboThl 00CYK/I€HbI Ha
CIeAYIOMUX KOHGEPESHIUIX:
. Beicrymienne 10.06.2017r. ¢ gokmagom " Association of polymorphisms of 10 chromo-
somes with the atrial fibrillation" na Poccuiicko-UtanbsHckoit KOHpEpEHINY B
OICCX r. KpacHospck
. Beicrymienne 27.09.2018r. ¢ noxmagom "Ouenka rppekruBHocTH PUA y marueHToB ¢
@I B 3aBUCUMOCTH OT UHAUBUAYAIBHBIX 0COOCHHOCTEH TeHoTuma. [lepBriit onbIT" Ha
POCCUNCKOM HAIMOHAIBLHOM KOHT'PECCe KapIoJIoroB B I. EkaTepuHOypr ¢ yuactuem
npodeccopa Hukynunoit C.1O. (mpodeccop, 3aBenyromas kadeapsbl hakyIbTeTCKON
tepanuu ¢ kypcom I10), UepHoBoii A.A. (otieHT kadenpsl GaKyIbTeTCKON Tepanuu ¢
kypcom [10)
. Beicrymienne 18.10.2019r. ¢ noxmanom «Accormanus nomMmopdusma rs10824026 B
pa3BUTHH PUOPUIUISIINY MPEICEPANi» B KOHKYPCE MOJIOJBIX YUEHBIX B paMKax
Bcepoccuniickoit kapinoaoruueckor KoHGepeHITNN
. Yuactue 20.09.2018 B Poccuiicko-simoHCKOM MEIUIIMHCKOM CUMIIO3UYME CO
CTCHIIOBBIM JloKJIafoM Ha Temy " Association of polymorphisms of 10 chromosomes
with the atrial fibrillation ", r. Kpachosipck
. Beictymienne 03.06.2019r. ¢ moknagoM Ha anrimiickoM s3eike «Development of the
software and analytical complex of AF for PC» B pamkax nmpoBeneHus
BHYTPHYHHUBEPCUTETCKON KOH(pEpEHIINN.
. Beicrymrenne 25.01.2020r. ¢ noximagoM «Accornuanuu noauMmopdusmon rs10824026 B
pasBuTHu GUOpUILISIIK npeacepanin» Ha | MexmyHnapoaHoM konrpecce «I'eHeTnka u
cepame», r. MockBa
. Beictymenne 01.10.2020r. ¢ noknanom "KanaumaaTHeie reHbl GUOPHILISIINN

npeacepanil” Ha pOCCUIUCKOM HallMOHAJIbHOM KOHIpecce KapuoJioros B I. KazaHs ¢
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I'maBa 1. OB30OP JIMTEPATYPbI

1.1 OnuaemMuo10rus, 3ITHOJOTUS M aToreHe3 GUOPWIIAMU NPeacepaAni

Oubpwusanus npeacepauit (OII) - HamkeTy109KOBas TAXUAPUTMUS C
Xa0TUYECKOM BJIEKTPUUECKON aKTUBHOCTBIO MPEACEPANUN U, KaK CIEICTBUE, UX
HeapdekTuBHBIM cokpaiienueM [15]. Tunuunas kaptuna DKI' npu DI npencrasiser
coOoii HeperysipHble HHTepBaibl RR u otcyrcTBue P- 3yomos [1,15].

PaznuuaroT napokcu3MalbHyl0, IEPCUCTUPYIONLYIO, JUTUTETBHO
HEPCUCTUPYIONIYIO U TOCTOSTHHYIO hopmy DIT [155]. Takke pa3nuyaroT KIMHHYECKYIO
u cyoxnmuanyeckyro OI1. Kimmandeckas BKIIOYaeT CHMITOMHYIO M O€CCUMIITOMHYIO
dbopmy, TMarHoCTUpPyeMyro 1o THNu4YHOW KaptuHe DKI' 1 HaTu4Yuio SMU30/10B ApUTMUU
IPOJIOJKUTENBHOCTRIO He MeHee 30 cexyH . CyOKIuHUYecKas: JUarHOCTUPYETCsl Y JIUIT
0e3 CUMITOMOB apUTMUH, €CIu KinHuueckas ¢popma OII panee He BHISBIISIACH, U
MOXeT OBITh BBISIBJICHA B MPOIIECCE HEMTPEPBIBHOTO KapanoMoHuTopusnra [1, 15].

@II B HacTosIIEe BpEMS ABIAETCA CAMOM PacCpOCTPAaHEHHOW YCTOMYHUBOU
aputmueii [1, 15, 27, 78], npuBoasIieii K pa3BUTHIO KU3HEYTPOKAIOIIUX COCTOSHUM,
TaKUX KaK KapAHOAIMOOIIUS U Pa3BUTHE OCTPOTO HAPYIIEHUS MO3TOBOTO
KpoBooOpaienus [49, 119, 151], napymieHue GyHKIMHA JCBOTO KEIYA0UKA U
cepacuHas HegocrtatouHocTh [36, 80], Bue3annas cepaeunas cmepth [130].
PacnipoctpanennocTs @I B 0011e#t momysiuu B HacTosmee BpeMs qocturaet 2-4%
[79]. B Poccum niporienT narueHToB ¢ Auarao3om mo MKB-10, ko 148 (pubprmsius
U TpeneTaHue Nnpeacepauil) coctapisieT 0Kojao 8% OT BceX MAIUEHTOB C
3a00JIeBaHUSIMU CEPICUHO-COCYAUCTON CUCTEMBI, UTO COOTBETCTBYET 1-2% OT Bcero
HaceJyieHus [5].

Ha 2016 r. nnarno3 ®I1 Ob11 3apeructpupoBan y 43,6 MIIH 4eJIOBEK B MUPE C
npeobnaganviem B CIIIA u EBpore [15], a B 2019 1. — oko10 59,7 MHJUTHOHA YEJIOBEK B
oO1eit momynsinuu, u 3a nepuoa ¢ 1990-2019 rr. uucno peructpupyemsix ciaydaeB OI1
YBEJIMYWIIOCH BABOE [75]. brarogaps yBemmueHUIo CpeHeH MPOoI0JIKUTSIbHOCTH

JKU3HH U ITIOBBINICHHUIO KA4CCTBA AUAI'HOCTUKH, B CKOPOM BPEMCHH OXKHIACTCA
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JaJIbHEHIIHNA POCT perucTpupyeMbix cirydaeB @I 6onee uem Basoe [15, 149].
Oxwupnaercs, uro B CIIA k 2050 r. pactipoctpanennocts @I nocturner 6-12 mian
yenoBek, a B EBpore k 2060 r. — 17,9 min yenosek [97]. Kpome Toro, poct yncia
ciyuaeB OI1 Beger k yBennueHUIo 3aTpat Ha 3apaBooxpaHenue [30].

[TpumepHo Tpeth nanuenTos ¢ OIT umeroT onny, a 10% — 6omnee 2-x
TrOCIUTANIM3ALUN B TOJI, YTO BJABOE Yallle, YEM Y COTIOCTABUMBIX T10 BO3PACTY U MOJY
nauenToB 0e3 PII [6]. PII cBsi3ana ¢ caMoii BBICOKOM YaCTOTOM TOCIUTATHU3AIIHH,
ocobenHo B nmoxuiom Bospacte [91]. Ha momro ®PI1 B CILIA 1Mo HEKOTOPHIM JTaHHBIM,
npuxoauTes 10 6,8% Bcex rocnuTanusanuii [50]. Uucno rocnuranu3armii ¢
nepBuuHbIM quarno3zom @IT B CIIIA ¢ 1996 r. o B 2010 r. yBenMunioch TpuMEpPHO B
1,4 paza [145]. Uepes rox mocie ycTaHOBIEHUS AuarHo3a, peruans PIT ciydaercs B
10% cnyuaes [4].

®II acconuupoBaHa ¢ MOBBIIICHHBIM PUCKOM CMEPTHOCTH OT BCeX IpuuuH [32,
106], mo gaHHBIM aBTOPOB MEIIEPUHOM U JIP. — C IBYKPATHBIM Yy )KEHIIMH U 1,5-
KpaTHBIM Y MY>KUHH, YTO, TIPEK/IE BCEr0, CBA3aHO C HATMYMEM KOMOPOUIHON
natosoruu [6]. ITo nanaeiM denepanbHO ClyKOBI TOCYIAPCTBEHHON CTaTUCTUKU PD
Ha 2016 roxa, B Poccun no npuunne ®@II ymepino okoiio 2% HaceneHus Cpeau BCex
CMepTel 10 IPUYUHE CePAeUHO-COCYIUCTRIX 3a001eBanumii [5].

Puck paszsutusa @II ynBanBaeTcs ¢ KaXJIbIM TPOTPECCUBHBIM JECATUICTUEM
BO3pacTa H, 10 OJHUM JaHHbIM, nipeBbimacT 20% k Bo3pacty 80 set [149], mo apyrum —
pacnpoctpaneHHocTh DII nocturaet 9% mnocine 65 net u 17% y moneit crapmie 80 et
[103, 152]. V mroneit mrammie 50 net ®@IT BcTpewaercs odeHb penko, MmeHee, 4eM B 0,1%
cirydaeB [113]. B Poccun monynsimonnast yactota @IT HapacTtaeT ¢ BO3pacToM, MUK
pocta abcomoTHOro yncia cirydaeB @1 ormeuaeTcst B Bo3pacTHOM IpoMexyTke 75-79
ner [5].

B n1r060Mm Bo3pacte ®II wamie Bcrpewaercs y MmyxxuuH [126, 152]. CornacHo
ormyonmmkoBaHHOMY B 2015 1. @pamMuHTEeMCKOMY HCCIE0BaHMIO, 3a pomeamme 50 et
4acTOTa BO3HMKHOBEHHUS U pacrpocTpaneHHOCTh DII yBennumiiace B 4,7 pa3 y MyK4nH

u B 3,6 pa3 y xenmus [50].
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Pucxk passutusa ®@II 3aBUCUT OT HITHUYECKOU NIPUHAJIEKHOCTH, U Y
IIpECTaBUTEIIEN €BPOIICOUTHON PAChl OH BBILIE, YEM Y IIPEACTABUTEIICH HEIPOUIHON
pachl JaKe IPHU OTCYTCTBUM COMYTCTBYIOIIMX CEPICUHO-COCYAUCTRIX 3a00eBanuii [69,
96, 152]. Puck pa3sutust DI Takke BBIIIC y JIHIl €BPONEHCKOTO MPOUCXOKICHUS B
CpaBHEHHUH C a3uaTaMH U jatuHoamepukaniamu [ 70, 106, 134].

@akTopsl pucka OII MOXKHO pa3reuTs Ha HEKOHTPOJIUPYEMBIE U
KOHTPOJIUpPYEMBIE, a MOCIeHNE — HA KapAUOJOTHYecKue U He Kapauoiornyeckue. K
HEKOHTPOJIUPYEMBIM OTHOCSTCS MOXKHIION BO3PACT, MY»CKOH T0JI, STHUYECKast
NPUHAJICKHOCTD U reHeTHueckue ¢paktopsl. K KOHTpoupyemMbiM KapI0JI0rH4eCKuM
OTHOCSITCSL Pa3jIM4HbIE MATOJOTUUECKHE MPOIECCHl B MUOKAaP/IE UITU
HEHPOryMOpaJIbHOM arlfapaTe, peryjaupyroieM AesiTeIbHOCTh cep/ieyHOM MbITIIbL. K
HE KapJAHOJOTUYECKUM — 3a00JIEBaHUS IbIXATEIbHON CUCTEMBI, SHIOKPUHHbBIE OOJIE3HH,
a TaKXe CUHAPOM OOCTPYKTHBHOTO altHO? BO CHE, KypEeHHE, OXKUPEHUE, YIIOTpeOIeHne
aJIKOTOJIs1 M ypOBeHb (hu3uueckoit Harpysku [4, 15, 27, 42, 44, 48, 84, 103, 135, 152].

MHoecTBO MaToU3HOIOTUYECKUX MEXAaHU3MOB ydacTByeT B pazsutuu OII, Ho
PEIIAIONIYIO POJIb UTPAIOT Pa3IMUHbIE (OPMBI PEMOICTUPOBAHUS TIPEICEPIUIA:
COKpaTUTENbHAsA, CTPYKTYPHAS U «3JIEKTpUUEcKas» (OMpeaesonas reTeporeHHOCTh
anekrpuueckux Gpyuakiuii) [91, 111]. CtpykTypHOE peMOoaeIupOBaHUE MPEACEPIHii
IPUBOAUT K 3JIEKTPUUECKON THCCOLMAIIMN MEXIY MBIIIEYHBIMU BOJIOKHAMU U
JIOKAJIbHOW HEOAHOPOIHOCTHU TIPOBE/ICHUS BO30YKICHUS, YTO BHI3BIBACT MOSBICHHE
HEOOJIBIINX 04aroB MUPKYISALNHA BO30YKIEHUS (MEXaHU3M re-entry, HHUIMUPYIOMIUH
aputmuio) [57, 91]. CtpykTypHOE peMoIeTUPOBaHIE PA3BUBACTCS BCIICICTBHE
VU3MEHEHUI B KAPAMOMHUOLUTAX U BHEKJIETOYHOM MAaTPUKCE; OJTHUM U3 ONPEEISIIONINX
MOMEHTOB SIBJIsICTCS pa3Buthe puopo3a npencepanii [111], koTopbrit MoxeT
BBISBIATHCA IpU nipoBeieHnd MPT naxe y malueHTOB ¢ HOpMaIbHBIMH ITOKA3aTEISIMU
axokapauorpaduu [137].

@II MoxeT OBITH BbI3BaHA MHOXKECTBOM (PAKTOPOB, KOTOPBIE HAPYIIAIOT
HOPMAaJIBHYIO DJIEKTPHUYECKYIO TPOBOAUMOCTH [39]. 3HaUHUTENBHYIO POITH B
BO3HUKHOBEHUHU U Pa3BUTUHU HAJKEIyJTO0YKOBOM apUTMHUM OTJAaHA HAPYLIECHUSM

QJICKTPOJIIMTHOTO 6ancha, TaKHUM KaK I'MIIOTTIMKCMMUS, TUIICPTITINKCMMU,
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TUTIOMAarHUEMUs, a TAK)KEe U3MEHEHUS PaOOThl TapacCUMIATHYCCKON U CUMITATHYECKON
HEPBHOM CHCTEMBI, B YaCTHOCTH, HEPAaBHOMEPHOE pacmpeiesieHue KaTeX0JIaMUHOB B
muokapge [47, 100, 122]. Croiikas Taxukapausi MOKET ObITh IPUUNHOM
AIIEKTPUIECKOTO PEMOJICITUPOBAHUS MIPEACEPAHIA 32 CUET U3MEHEHHIA
BHYTPHUKJIETOYHOT'O COACPKAHHUS HOHOB KaJIBIIUS U DKCIPECCUU OETKOB MOHHBIX
kanajos [39, 111].

BBIACSIOT N30TMPOBAHHYIO U BTOPUYHYIO 110 OTHOIICHHIO K JIPYTUM
3abosneanusm OIT [95, 98]. B 30% ciydaeB cocTosIHUE XapaKTEPU3YIOT KaK
UIMONIATHYECKOE, BOSHUKAIOIIEE BCIEACTBHE TEHETHUECKON MPEAPACTIONOKEHHOCTH
[137]. OcraBmuecs 70% OTHOCST K BTOPUYIHOH Gopme.

Bropuunas ®IT MoxeT OBITh CBs3aHa CO CTPYKTYPHBIM MOPAKCHHEM MHOKap/1a:
NPHOOPETEHHBIMHU WJIH BPOXKICHHBIME (HAIIPUMEP, KITAITAHHBIMU ) TIATOJIOTUSIMH; TAKUE
KoMopouHbie coctosinus, kKak UBC, Al', xpoHudeckas cepaeuHasi HEIOCTaTOYHOCTb,
runeprpoduyeckas U AWiaTalldoHHas Kapauomuomnarus, IM BenyT K pa3BUTHIO
BOCHIAIUTEILHBIX MPOILIECCOB, (PHOPO3UPOBAHUIO U B UTOTE K PEMOACIUPOBAHUIO
npeacepauii [39, 137].

A" — cambrii n3BecTHBIN akTop pucka pa3Butus OII, cBsI3aHa ¢ yBeTHUEeHUEM B
1,8 pa3a pucka pa3Butus BriepBbie Bo3HUKIIEH DI 1 1,5-KpaTHBIM yBEIMUEHUEM PHUCKA
nepexoja B mocTosHuyio ¢popmy [13, 57]. JlautensHo cyecTByoIas
TUIepTOHNYECKast 00JIe3Hb C TOAAMU IPUBOIUT K PA3BUTHIO TUIIEPTPO(HH JIEBOTO
xemynouka [25]. B pesynbTare pa3zBusmieiics runeptpoduun JOK, cHkaeTcs
AIACTUYHOCTH MBIIICYHONW TKAHU U YBEITUYUBACTCS €€ PUTUIHOCTD, B PE3YIHTATE ITUX
MPOIIECCOB MEHSETCS JIaBICHUE HAMIOJTHEHHS JICBOTO JKETyT0UKa, Pa3BUBACTCS
IUaCTONMUYecKass TUCHYHKINUS U PEMOICITMPOBAHKE JIEBOTO MPEACEP s, €ro TUIaTaIIHsI
u ¢pudposuposanue [30, 25, 13]. Oqaum U3 npeanoIaraeMbIX MEXaHU3MOB, JICKAIINX B
ocHoBe pazsutus OII npu Al', aBnseTcs peMOIECIUPOBAHUE NIPEICEPAUIN B PE3YIIbTATE
aKTUBAINH PEHUH-aHTUOTCH3UH-IBIOCTEPOHOBOM CHCTEMBI, CTUMYIUPYIOIICH
nporecchl GUOPO3UPOBAHUS MUOKAP/IA U YBEIIMUEHUE TUACTOIMICCKON HArPy3KH Ha

aeBoe npeacepaue [2, 28, 30].
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CepaedHast HEIOCTaTOYHOCTD SIBJISIETCS OJTHOBpEMEHHO (pakTopoM prucka PII u
HEOJIaronpUATHBIM KIMHUYECKUM UCX0JI0M, CBsi3aHHBIM ¢ DII (B Oosbleli cTeneHn),
4YTO 00BACHSETCS OOUIMMU MEXaHU3MaMu, 00€CTIeYNBAIOIIMMHA HEUPOTOPMOHAIbHBIE U
NpOBOCHAIUTENIbHBIC U3MeHeHus [37]. Dto xapakrtepHo u st UBC, u s UM:
HaJIMYKE 3TUX NATOJIOTUM KaK yBeanuuBaroT puck PII, Tak u co3zgaer nemito
MOJIOKUTEJIbHONU 00paTHOM CBSI3U, B pe3yibTaTe pabOThl KOTOPOI MaTOJOTUYECKUE
MU3MEHEHHUS B CEPACYHO-COCYTUCTOM cucteme mporpeccupytot [31, 37].

Cepaeunas HenoctatouHocTh, M u ®II Takke uMeroT ob1ire pakTopbl pucka,
takue kak Al', caxapubriii quader (CJ1), UbC u mopoku kinamanoB cepina [15, 37].
Pacnpoctpanennocts ®PII y manueHToB ¢ cepieYHON HEAOCTATOYHOCTHIO COCTABIISET
13-27% [37], u cormacHo ®paMUHTEeMCKOMY HCCIICAOBAHNIO, ACCOLIMUPYETCS C
yBenundyenreM pucka ®II B 4,5 paza y myxxuuH u B 5,9 pa3 y sxenuius [89]. ITo qanHbIM
aBTopoB Staerk et al., cepaeunas HemocTaTouHOCTH yBennuuBaeT puck OII B quanazone
ot 2,67 no 3,37 pa3 [37]. YcraHoBiIeHO, YTO cepeUHas HEAOCTATOYHOCTD SBJISCTCS
BEAYIIEH MPUYUHOM cMepTH yepe3 roj mocie Havaiga PIT [29].

VY 17-47% nauunentos ¢ @II taxxke BoisiBngerca MbC, a y 1-5% nmanueHToB ¢
NBC raxke auarnoctupyroT ®IT [118]. ®II cBA3bIBAIOT C ABYKPATHBIM ITOBBIIICHUEM
pucka M. Yactora nieMHYecKruX 3MU30/I0B B MHOKap/e HanboJiee BHICOKA B TCUCHHE
nepBoro rojaa mnocie Bo3uukuoBeHus ®I1 [37]. UM npu DI moskeT OBITH CBSI3aH C
TpOMO03MOO0IHME KOPOHAPHOU apTepUM; UIIEMHsI MHOKap/la MOKET BO3HUKATh U3-3a
W3MEHEHHOM reMoJuHaMuKH nipu cBa3aHHou ¢ PII taxukapanu, a takxke UM Beger k
PEMOJICITUPOBAHUIO JIEBOTO JKEITYJ0UKa, YTO 3aIlyCKaeT LIETIOUYKY COOBITHM, B pe3ysIbTaTe
KOTOpOi MokeT pa3BuThes OIT [37].

Knananneie natonoruu cepana accoruupoBanbl ¢ @I u sBastoTcs Gpakropom
pucka ee pazputus. [Ipumepno 30% marmeHToB ¢ quarno3zom @II umeroT nmopaxeHue
KJIAIIAaHHOTO ammapara cepia, 4acTo BISBISIEMYIO TOJIBKO TpH 3Xokapauorpaduun [14,
15, 148]. ®II krarmaHHOTO reHe3a Jalle BCETO Pa3BUBACTCS B PE3YIIbTATE TAKEIIOH
MaTOJIOTUH MHTPAIBHOTO JIN0O0 aopTaibHOro kianaHa [2, 13, 14, 15]. [IporHo3 TeueHus

@Il xyxe y TeX MalMEHTOB, Y KOTO B aHAMHE3€ MTPOBEJICHO XUPYPIrUUECKOE JIEUEHNE Ha
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kinanaHax cepana [88]; y manuenTos, crpanatoniux ®I1, maronorus kianaHoB
MOBBIMIACT PUCK TPOMOOIMOOIIMHU 1 UHCYIIbTa [15].

VY G0JIBHBIX C HEYCTOMUYMBBLIMU TAPOKCU3MAIBHBIMU TaXUKAPAUSIMU, B TOM YUCIIE
Ha ¢one cunapoma LGL (Jlayna-I"anonra-Jlepaitna) [140] wiim WPW (Bonbda-
[TapkuHcoHa-Yaiita), MOTYT BO3HHKATh napokcu3mbl OI1 [147]. Puck pa3sutus
MapOKCU3MAJILHBIX CYMPABEHTPUKYISPHBIX TaXUKAPAUN BJIBOE BBIIIEC Y )KEHIIIUH 1O
CpPaBHEHHMIO C MYy KYMHAMHU U pacTeT ¢ Bo3pacToM. Kpome Toro, nmapokcusMaibHbIe
TaXUKapJIMu MOTYT BO3HUKATH mnociie UM, npu peBMaTrdeckoi 0ojie3Hu cepala,
poJIarice MUTPAJILHOTO KJIalaHa, MTHEBMOHUU, XPOHUUECKUX 3a00JICBaHUSIX JIETKUX U
nepukapaute [117].

OxupeHue SIBISIETCS MOITHBIM MTPOTHOCTUYECKUM (PAKTOPOM BO3HUKHOBEHUS
®I1, uTo MoATBEPKAACTCS MHOTOUUCIICHHBIMU UCCIEOBAHUAMU. B 11€710M, O)KHpEHHE
yBenunuuBaeT puck pa3sutus OI1 na 49% [37]. Mera-ananu3 25 ucciiejoBaHuii, B
KOTOPBIX IPUHSJIN y4aCTHE OKOJIO 2,5 MIIH YEJIOBEK, MMoKa3all, 4yTo yBenuuenue MMT Ha
5 eAVHHMIT yBETMYMBACT CYMMAapPHBIH oTHOCcHTEIbHBIN prck DII B 1,28 pasza [45].
Oxwupenue, camo 1o cede, (hakTop pucka pa3BuTUs quactoimueckon auchynkuuu JIK,
Y IPUBOAMT K yBenuueHuto pasmepa JII1 [37]. CornacHo pe3ynbTataM HelaBHUX
KJIMHUYECKUX MCCIIEIOBAHUH, BBISIBIICHO, YTO, TOJIIMHA U 00BEM dIUKApIUATHHON
’KHPOBOM TKaHU ABJAIOTCSA pruckoM pa3Butus PII [114]. Takum oOpa3om, CHUKCHHE
BECAa MOXKET IMOMOYb CHU3UThH BEPOSITHOCTH pa3ButTusa DII. 3BecTHO, YTO 3HAUUTENBHOE
CHI)KEHHE Beca (110 15 Kr) 1 KOHTPOJIb HaJl APYTUMH (PaKTOpaMu pUCKA PA3BUTHS
CEPACYHO-COCYAUCTHIX 3a00JIeBaHUH, BEJIET K CHIKCHHUIO KordecTBa peruauBoB DI
[14].

I'eneTnyeckas mpeapacnoa0KeHHOCTh K MOBBIIIEHHOMY YPOBHIO KOPTH30J1a B
IJ1a3Me KPOBH CBSI3aHA C MOBBIIEHHBIM pUCKOM pa3BuTus DII. [1oBbIIEHHBIN YPOBEHD
KOPTHU30J1a CBsI3aH ¢ pa3BuTueM Al' ¥ OKUpEHHUs], ABIAIONUMUCS TPEIUKTOPAMU
CTPYKTYPHBIX H3MEHEHHI JIeBOTO0 xenyaouka [120].

C pazsutrem DII cBs3ana quchyHKIHMS MUATOBHIHOM )xene3nl [13,14], OI1
SIBJIIETCS HanOOJIee YaCThIM TSHKEIIBIM OCI0KHEeHHeM runeptupeosa [125]. Hacrora

napokcu3moB DI noBeIaeTcs Mpyu CHUKEHHOM YPOBHE TUPEOTPOITHOTO TOPMOHA
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(TTT") 1 HOpMaJIBHOM 3HAYEHUU TUPEOUIHBIX TOPMOHOB, JTAHHBIE KIIMHUYECKU
BBIpAXAIOTCS B CYOKJIMHHUECKOM rumeptupeose [13,14]. Ipeaukropamu
TupeoToKcuyeckor PII ABISIOTCA MOKUIIONW BO3PACT, COMYTCTBYIOIINE CEPAECYHO-
COCyAMCThIE 3a00J€BaHUS U MYKCKOM I10J1; pacCIpOCTPAHEHHOCTh TUPEOTOKCUYECKOMN
®II cocraBnsier 7-8% cpeau manueHToB cpeaHero Bospacta, 10—-20% cpeay mokuibix
moaert u 20-35% cpenu manuentoB ¢ MBC mnm matonorueit kinamanos cepaua [40,
125]. Oxupenue, XxpoHudecKas 00Je3Hb MOYCK, IPOTCHHYPHS, MOBBIIICHHBIA YPOBEHb
MEYECHOYHBIX TpaHCaMUHa3 U C-peakTUBHOTO OeJIKa MOBBIIIAIOT PUCK
tupeotokcuyeckoit OI1, a ucnonp3zoBanue 6eTa-610KaTOPOB, UHTUOUTOPOB
AHTUOTCH3UHIIPEBpAIAtoNero (epMeHTa UM aHTUAPUTMHUYECKUX TTPENapaToB —
CHIDKAIOT 3TOT puck [125]. Uto kacaeTcst ypoBHS TOPMOHOB IIUTOBUIHOM JKEJIE3bI,
JaHHbIe TpoTUBOpeurBhl. Kak nmpaBuino cBsi3u ypoBHs B KpoBu T3 u T4 ¢ yactoToii
tupeorokcrueckoir I He BoisiBnsieTcs [40, 125], HO B HEKOTOPBIX MCCIICIOBAHUSIX
MOKa3aHo, 4To ypoBeHb T3 u T4, mu60o Tonbko T4 y Takux nmanueHToB mosbiiieH [81].

CaxapubIii quabeT mpeacTaBiseT coooi cymecTBeHHbIN dakTop pucka OI1. CJl u
HapyIIEHHBI 0OMEH TIIOKO3bI yBenuunBaeT puck pazsutus OII na 34%, u puck
pazsutus OI1 yeenuuuBaercs Ha 3% ¢ KaxabIM rojoM 3abosesanus [27, 37].
MonexkynsipHbIii MEXaHU3M CBSI3U PE3UCTEHTHOCTH K MHCYJIMHY U NIATOJIOTUU cepAua
CJIOKEH M BKIIIOYAET HAPYIICHUE MUTOXOHAPUATEHON (DYHKIIMU U OKUCITUTEIIbHBIN
cTpecc, OnpeIessIIoIIne M3MEHEHUE IKCIIPECCHU psija reHoB [37].

XOBJI nosermaet puck paszputus OI1 [37]. CuHIPOM 0OCTPYKTUBHOTO AITHO? BO
BpeMsI CHa - poBoIupyomuid pakrop pucka pazsutus OII, mockoabky amHo?
U3MEHSET padOTy BEreTaTUBHON HEPBHOW CHCTEMBI, U BausieT Ha pa3mep JIII u ero
nasienue [13, 14].

[TauuenTsl ¢ xponnyeckumu 3adoneBanusimu novek (XbII) Oonbiie npyrux
noasepkeHsl pazButio UBC u cepaeunoit HegoctaTouHocTu. XbBII acconmupoBana ¢
AT, runeptpodueii 1eBoro xenyJaouka u CucTeMHbIM BocianeHueM. OII1
peructpupyetcs y 15-20% manmentos ¢ XBIT [13, 14]. Alonso et al. u3yunau
acconuanuio xponuueckout 0one3nu nouek ¢ @Iy 10328 myxunH u xeHuH. OHU

OOHApYX UM, YTO CHUKEHHE (YHKIIMH MOYEK U HAJMYUe aTbOyMUHYPUH UMETIO
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CUJIBHYIO KOPPEISIMOHHYIO CBsA3b ¢ pacnpocTpaneHHoCcThI0 DI B Teuenue 10 net
HaOmoaenus [43].

Mera-aHanu3 ceMu KOTOPTHBIX UCCIIEOBaHMM, B KOTOPBIX UccaeaoBanu 12554
cinyyaeB ®DII, mokazain, uto ynorpedieHue aakorois nosbiaet puck OII y Bcex
ynoTpeOsIomuX, U yBeIuueHue pucka coctaBuio 1,08 Ha kaxaeie 12 T B 1eHb
yBEIMUEHUS cpeiHero notpednenus ankorois [133]. [To apyrum naHHBIM, HEOOIBIIONH
ypOBEHB NOTpeOIeHUst akoross (10 1 cTaHaapTHOM MOPILIMH B JIEHb) HE CBSI3aH C
passutuem ®II [20]. B emie ogHOM HccaeI0BaHUM TOKA3aHO, YTO Y JIFOJICH, MBIOIIAX
MEHBbIIIE 56 Tp. aJKOroJis B HeAeN0, puck pa3BuTust @I 3HauuTEILHO MEHBIIIE, T10
CpaBHEHHIO ¢ a0COMIOTHBIMU Tpe3BeHHUKaMu [132]. OnHako perynspHoe
ynoTpeOeHne YMEPEHHOTO U OO0JIBIIIOr0 KOJIUYECTBA aJTKOT'0JISI MOYKET OKa3hbIBaTh
IPSIMOE TOKCUYECKOE JICUCTBUE HA CEPICUHYIO MBIIIITY M CIOCOOCTBOBATh Pa3BUTHIO
KapJIHOMHOIIATHH, KOTOpas OyaeT crmocoocTBoBaTh pasputuio PI1 [62]. st sxeHiuH
KOJIMYECTBO U JJIUTEIBHOCTH MPUEMa aJIKOT0JIsl, CTIOCOOHBIE BhI3BATh MATOJIOTUYECKHIMA
a¢ ekt Ha MHOKAp/, MEHbIIIE, ueM i1 MykuuH [133].

UYro kacaercsa ynorpeOyieHust Koge, CAuTaeTcs, YTO HAUTKU ¢ KOhernHOM
MOBBIIAIOT PUCK apuTMui. Ho HeaBHUE aHHBIE YKa3bIBAIOT HA CYIIECTBOBaHUE Oojee
CJIOHBIX 3aKOHOMEPHOCTEN. B 0/HOM U3 McCCle0BaHUI TOKA3aHO, YTO TOJIBKO
AMU30ANYECKOE YyOTpeOieHne Kode CBA3aHO C YMEPEHHO MOBBIIIEHHBIM PUCKOM
passutus OII, a npuBbdHOE yroTpedienue kode — He ceazano [90]. B apyrom
HcclieIoBaHuM, B Koropre u3 18960 uenoBek, mokaszad 3G (EKT 3aBUCHUMOCTH OT J03BI:
ynotpebienue ot 1 1o 3 vamek kode B JeHb, B OTIIMYHUE OT OOJIBIIETO KOJIUICCTBA,
nake cHWKaio puck passutus OIT [21].

H3BecTHO, 4TO Y MIOAEH, BEIYIITUX MaJIONOIBMKHBIM 00pa3 KU3HH, TTOBHIIIICH
PHCK 3a00JICBaHUH, CBSI3aHHBIX C CEPICYHO-COCYIUCTHIMU 3a00seBaHmsIME [132].
Hamportus, perynspras ¢puznueckas akTHBHOCTh OKa3bIBa€T OJIArOTBOPHOE BIUSHUE HA
MHorue (aktopsl pucka. dusnyeckass aKTHBHOCTD CBsI3aHa C YMEHBIIEHUEM
CHUCTOJIMYECKOTO apTEePUaTBLHOTO JABIECHUS HA 3—5 MM PT. CT., CO CHUKEHUEM MaCChl
tena, 9ro npodmiakrupyetr UBC u paspurue ®II [129]. C apyroii cTopoHHI,

CYILIECTBYIOT CBUIETEIILCTBA, YTO YpE3MEPHBIC (U3UUECKUE HATPY3KU YBEIUUUBAIOT
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puck BozaukHoBeHus OI1 [15, 53]. [IpocnekTHBHOE MCCIEIOBAHNUE «CIYYali-KOHTPOIIb)
MOKa3aJI0, YTO y JIFOAEH, KOTOpbIe «HAKOMIIN 0K0JIO 2000 4acoB MHTEHCUBHBIX
yIpakKHEHUH 3a CBOIO KU3Hb, puck OII ObL11 CHUXKEH, 110 CPABHEHUIO C JIIOJIEMH,
BEYIIMMH MaJIONOJIBHKHBIN 00pa3 »u3HH, HO pucKk PII y Tex, KTo ynpakHsics
oonbie 2000 yacos, ObLT OBBIIICH [53].

Onuzon OIT moxkeT ObITh BBI3BaH TAKUMH (PaKTOpaMu, Kak 3aekTporpaBma [131]
WK OTIepaTUBHOE BMemaTeabeTBO [16]. B aTOM ciyyae ycTpaHeHue OCHOBHOIM
IPUYHMHBI O3BOJISIET PEAOTBPATUTE peuanB nmapokcuzma OII.

B nocnennue necatuneTyss akTMBHO 00CYXIAl0TCs TeHETUUECKUE MPEANOChUIKI
pucka pa3zputus OI1, mosBUIOCH 3HAYUTEIHLHOE KOJTUYECTBO IMyOIHKAIUH,
NOCBSILIEHHBIX TEHETUYECKOW IeTepMUHUPOBAHHOCTU DI 1 TOCTUTHYTHI 3HAUMMBIE

yCIiexu B Bepu(UKaIMK FreHeTHYSCKUX BapuaHToB, cBsa3anHbix ¢ ®IT [3, 23, 34, 66, 110,

134].
1.2 I'eneTnyeckne acneKThl pa3BUTHS GUOPUIISIIUA TIPeACEePANIA.

C reHeTHuYECKOI Peapacnoa0oKEeHHOCTBIO CBA3BIBAIOT MpuMepHO 30% ciydaen
@I, paccmatpuBas ee kak uanonaTuueckyro (lone atrial fibrillation) [137].
['eneTnueckre BapuaHThI CBSI3aHbI C HAYAJIOM U nporpeccupoBanuem DI, onocpenys
CTPYKTYpHBIE U 3JIEKTPOPHU3NOIOTHIECKUEC U3MEHEHHUS MrOKapaa [23, 38].

I'enernyeckmii 6a3uc PII Havanu ucciien0BaTh C CEMEUHBIX CIIY4aeB dTOTO
3a00JIeBaHus, KOTOPBIE TOKYMEHTUPYIOTCS eiie ¢ 1936 r. [66] C tex mop B iutepaType
MIPE/ICTABIICH PsiJl UCCIICIOBAHUH, JOKA3bIBAIOIUX T€HETUYECKYIO 00YCIOBICHHOCTh
passutus Ol B cembsix, B IepBYI0 04epe/ib U30TUPOBAHHON (DOPMBI.

B psne uccnenoBanuii Ob11M 00CIeI0BaHBI HECKOJIBKO cemei u3 Mcnanuu, B
KOTOPBIX OBLIN 33 JOKyMEeHTHPOBaHKI ciiydan ®I1 B HECKOIBKUX MOKOJIeHUs X [66, 143].
Onnako cemeiHbi Xapaktep ®@IT 6buT MoaTBEepIKIeH Jub B 1942 1. [35].
AHanoru4Hoe uccliieloBanue ObL10 NpoBeaeHo B Mcnanauu: B koropte u3 5269
MalKUEeHTOB ObLIT MOATBEPKACH U UAeHTUUIMpPOBaH 1,77-KpaTHbIN MOBBIIIEHHBIA PUCK

@I y poacTBeHHHKOB TIepBoii crerenu poactsa [35, 58]. B 1957 r. H. Gould coobrwn
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0 5 NMOKOJIEHUAX CEMBbH, COCTOAIIEH U3 22 YeTI0BEK, Y KOTOPBIX TP OTCYTCTBUU IPYTUX
CepIeUHbIX 3a0oeBanuii paspuiach OIT [115].

B 1996 r. Bo ®pannuu Poret P. coctaBui mopTpeT ceEMbHU, TI€ B TPEX
MOKOJICHUSIX Y MIATH POJICTBEHHUKOB TpociiexuBanack OI1 B Mmostomom Bospacte [12].
OnHoBpeMeHHO HeMmelkuil yueHbiil Bertram H. [61] cooOuiun 06 nanonatuieckoi
cemerinoit ®@II B cembe, npoxkuparouieil B I'epManun, 06ciie10BaB 4 MOKOJIEHUS 3TOM
ceMbu. B npeocTaBieHbIX pe3ysnbTaTax ObLJIO OMUMCAHO 5 YelloBeK ¢ OpaauapuTMue u
3 — ¢ uanonarndeckoit ®II, nnarnocTrpoBaHHOM B paHHEM Bo3pacTte. Torna xe
Brugada R. u ero xomieru onucanu nepbiii renetnyeckuii jokyc s OIT — SCNSA,
KOTOPBIN KOAUPYET 0-CyObeuHuUIy HaTpreBoro kanaiga NaV1.5 [85]. Cuycts roa
Girona J. et al. nabaroman 3a 2 ucrmaHCKUMU ceMbsiMH, U BbisiBHA DIT y 20 u3 50
00CJIe/IOBaHHBIX, YTO TAKXKE FOBOPUT O TeHETHUECKHU neTepmuHupoBannoit ®OI1 [11]. B
1998 r. Tikanoja T. et al. BnepBbie 3a10KyMEHTUPOBAIH pe3yabTaThl pa3BuTus Ol y
KEHIIMH, HAXOIAIMXCS HA MOMEHT HCCIIEJIOBaHUS BO 2 TPUMECTpe OEpeMEHHOCTH, TIPH
3TOM 110 (DaKTy pOKIEHHUSA y 000UX JeTei 3adukcupoBana nocrosaHas popma OIT [60].

B 2003 r. 6s11a 3adukcupoBaHa reHeTudecku odycnopineHHas @I B azuarckoit
nomyssiiuu. Chen Y. H. et al. BnepBbie onucany TeHETUYECKYIO MYTaIIUIO,
JoKanu30BaHHY10 B Xxpomocome 11p15.5 myrammio Ser140Gly B rene KCNQ, xoTopast
Komupyet anbda-cyobenunuily kanuesoro kanaia [93]. B 2004 r. Fox C.S., ccbutasch
Ha Pe3yNIbTaThl CBOETO HAOJIOICHUS, COOOIINI, YTO B cirydae ooHapyxeHue DII y
poauTenel, y IOTOMCTBa, ¢ BRICOKOH J10J1eH BeposTHOCTH pa3oBbeTcs OII [116].

Pe3ynprarel @paMUHIeMCKOr0o UCCIIEIOBAaHUS ITOKA3AIA, YTO CEMENHAS UCTOPUS
@Il ynowiia y notoMkoB puck Bo3HUKHOBeHHs DII. Taxxke yacTtoTa BcTpeuaeMocTu
@I okazanace B 1Ba pa3a BbIIIE JJIsI MOHO3UTOTHBIX OJIM3HELOB, B CPABHEHUU C
ausurotHeiMU (22,0 % npotus 11,6%, P <0,0001) [59].

B nocnenHue necaTuneTys B MUPOBOU JTUTEPATYPE MPEACTABIEHO JOBOJBHO
MHOI'0 MCCJIEIOBAHUI HA TEMY T€HETHYeCKOW JerepMuHanuu. Ceiiyac uzyueHue
MOJIEKYISIpHO-TEHEeTHUECKUX BapuaHToB pa3Butust OII nmpeacraBiusier co00il BbIsIBIECHUE
IE€HOB, MyTalluX B KOTOPBIX BEAYT K BOSHUKHOBEHUIO ApUTMUU, U U3YUYCHUE

nonuMop@usMa reHoB-IIPEAUKTOPOB (T€HOB-KAHIUATOB), OTBETCTBEHHBIX 3a Pa3BUTHE
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®II [72]. Ognako BepudUKaIMSI MyTaIHiA, OTPECIIIEMbIX IPU MOHOTCHHBIX (hopMax
HacieacTBeHHoU DI, mo3BosMIa MONTYYUTh BaXkHYI0 HHGOpMalHio o narorenese OII.
CornacHo nuTepaTypHbIM JaHHBIM, Yaille Bcero cemeiinbie popmbl OII onpenensitor
MyTalliyd T€HOB, KOJUPYIOIUX CYObEIMHUIIBI KAJIUEBBIX U HATPUEBBIX KAHAJIOB, KaK
ycuauBas uX QyHKIMIO, TaK ¥ NpUBoas K ee motepe [105].

Heckoiapko TUIIOB KaJMEBbIX KaHAJIOB, SKCIPECCUPYEMBIX B KAPJIUMOMHUOLIUTAX,
OTBEUAIOT 3a MOJIJIEpKaHne MEMOPAHHOTO TOTEHIIMAJa TIOKOsI, a TAK)KEe UTParoT poiib B
penoJisipu3aluy U GOpMUPOBAHUHM MEXaHU3Ma MOBTOPHOTO 00paTHOTO BXOAa UMITYJIbCA
(re-entry) [66, 72]. MyTanuu, CBs3aHHbBIC ¢ MOTepel G YHKIMU KaJTHEeBBIX KaHAJIOB,
TaKKe SBJISIOTCS TpUrTepaMu MexaHu3ma re-entry u 3amycka ®@I1, a ommbounoe
0JI0KHpOBaHUE YK€ He(PYHKIIMOHATBHBIX KaIUeBbIX KaHaioB Kv1.5 MoxeT npuBecTu K
nepexoay ®IT B xpounueckyio ¢popmy [127]. [TomoOHbIH Mexanu3M pa3Butus OI1
HaOJIFOIaeTCsl U TIPU MYTAIMSX, KOJUPYIONUX OCITKM HATPUEBBIX KaHAoB [127].

WNnentudukanuu Mmytanuii 1 nonuMophu3MoB reHOB, cBa3aHHbIX ¢ DI, cunbHO
CIIOCOOCTBOBAIM T'€HETUYECKUE TOCTHXKEHUSI MOCTEAHUX ACCATUICTUN. 3HAUUTETLHOTO
nporpecca B MIOHUMaHUU FreHeTH4eckuX ocHOB DI ynanoch TOCTUTHYTH € TIOSIBJICHHEM
METOIUKH TOJTHONCHOMHOTI'O TIOMCKA accomuanuii — genome-wide association studies
(GWAS) [33, 34, 65, 66, 86, 134].

GWAS npencrapnsier co00i TeHOTUTTMPOBAHUE COTEH THICSIY
OJTHOHYKJIEOTUIHBIX TToniuMopduzmoB (OHII), pactipeneneHHbBIX TTO BCEMY T'€HOMY, U
CpaBHEHHE YaCTOTHI ATUX MOTUMOP(PH3MOB y OOTBHBIX C PA3IMYHBIMU 3200JICBAHUSIMU
U B KOHTPOJIBHOM Irpymie. B otnuuune ot cemeitnoro ananusza, GWAS no3BoiiseT
aHAM3UPOBATH IIEIbIC MOMYJISIIHIK, 1 O1arogapst GWAS, npoBoauBIeMycs B
MOCJIETHUE TOJIbI C TOCTOSIHHO YBEJIMUYMBAIOIIUMUCS pa3MepaMu BEIOOPOK, CTAJIO
BO3MOKHBIM HICHTU(MUIIMPOBATH BCE BO3PACTAIOIIEE YUCTIO KAHIUATHBIX
TCeHETUICCKUX BapUaHTOB, CBsi3aHHBIX ¢ DII [23, 64, 132].

[lepBoe onucanue cBsizu Mexay OII u SNP, pacnionoxkeHHOM Ha XpOMOCOME
4925, ¢ ucronb3oBanueM GWAS 6b110 BeimosaaeHo B 2007 . [66, 72]. Haubonee
3HaunMbie 1 pa3Butus OII SNP oGHapykeHbl B HEKOaUpYIoLeh 001acTu

xpomocombl 4q25, mpumepHo Ha 150 ThIC. 11.0. BbIIIE T'eéHa, KOJUPYIOLIETO
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roMeoOokccoepkanuii pakrop Tpanckpuniuu Pitx2 [23, 146]. Y pbidok naHHo
pepuo, HokayTHBIX 10 Pitx2, HaGmtogaercs peHoTun, o0aaaromui 3HaYnTeIbHBIM
CXOJICTBOM C IMATOJIOTUSMH, HaOr0aeMbIMU y narueHToB ¢ OIT [51].

bnaronaps GWAS nosBunoch 0osbliie JaHHBIX O MyTallUsAX B T€HAX,
KOJUPYIOLIMX NOHHBIE KaHaJbl. Tak Obul BEpUPUIIMPOBAH 3HAUMMBIN J1sl pa3BuTus OI1
redH KCNN3, koaupyronuii nepeHoc HOHOB Kajiusl yepe3 MeEMOpaHy KapAHMOMUOIUTA.
Caszannblii ¢ ®IT OHII rs13376333, ¢ BRICOKOM 3HAUMMOCTBIO, OKa3aJICs JTOKAJIM30BaH
Ha xpomocome 1q21 B uatpone rena KCNN3 [23, 150]. ITosiBHIMCh HOBBIE CBEACHHUS O
reHe HCN4, xonupyromiemM akTHBUPYEMbI KATHOHHBINA KaHaJl, ONpPEJesIIoIIi padoTy
nelicMeiikepoB cepaeuHoi Mbliel [76]. MemOpannsbiii 6enok CAV 1, koaupyromuii
0eJloK KaBeoJIMH-1, B CBOIO OYepe/ib OTBETCTBEHHBIN 32 Mepeady CUTHAIOB B KIIETKE
Yyepe3 MOHHbBIC KaHaJbl B MeMOpaHe kapauomuonura [76].

C nomormpro GWAS Obuta mojfiydeHa pasrajka CTpaHHOTO Mapajokca,
Habmonaromerocs B CIIIA Ha npoTsskeHHMU MHOTHX JieT. YacToTa apTepralibHON
TUIEPTOHUU U OKupeHus (Metabonuueckuit cuaapom) B CILIA 3naunTenbHO yaiie
BCTpeuaeTcsd y ahpoaMeprKaHIIeB IO CPABHEHUIO C JIMLIAMH €BPOTICOUTHON PACHI
(Oenpie amepukaHiibl). B To e Bpemsi, vactora Bcrpeuaemocty OI1 Ha 31,7% Beiie y
OeIbIX aMepUKaHIIEB [T0 CpaBHEHHIO ¢ appoamepukanmnamu [69, 141]. B pabory,
npoBeaeHHYI0 Roberts et.al., ObIJI0 BKIIFOUEHO TPH KPYITHBIX TOMYJISIIHOHHBIX
IPOCIEKTUBHBIX KOTOPTHBIX HcclieoBanus, HauaTeiX B CIIIA mexny 1987 u 1997 rr.:
CHS — ncciienoBanme 310pOBbs CePACIHO-COCYAUCTOM cucTteMbl (n = 3969, Bo3pact
yuacTHUKOB cTapiie 65 ner), ARIC — uccnenoBanue pucka arepockieposa (n = 12341,
BO3pacT yuyacTHUKOB 45-64 rona) u Health ABC — uccnenoBanue «310poBbe, CTapeHHE
u coctaB Tena» (n = 1015, Bo3pacT yuactHukoB 70-79 net). YyacTHUKamMu
uccleIOBaHUM ObUTH Kak Oelible aMepUKaHIIbI, TaK U aQ)pOoaMepHUKaHIIbI, a TAKKE JIFOIH
CMEILIAHHOTO MPOUCXO0XKICHUS, UMEIOIINE Pa3HbIN T€HETUYECKUM BKJIAJl pa3HbIX pac, y
KOTOpHIX Obu1a auarnoctupoana ®I1 [69]. B pesynbraTe 06110 BBIsIBICHO 9 SNP,
CBsI3aHHBIX ¢ pucKkoM pa3Butus @II y yuactaukoB u3 rpynn CHS u ARIC. Tpu u3 Hux:
1s2200733, rs3807989 u rs10824026 Obuir HEMOCPEACTBEHHO T€HOTUITMPOBAHBI B

nccaegopannu CHS, a nBa: rs2200733 n rs2106261 — B uccinemoBanun ARIC. Ananus
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nokasai, uto SNP rs10824026 (xpomocoma 10: mozunus 73661450) noBbIaeT puck
passutus OII y eBponeon1oB B cpaBHeHUU ¢ appoameprkanuamu Ha 11,4% (95% AN
2,9-29,9%) [69].

Pabora Roberts et al. emie pa3 noguepkHysa npobdiemMy TOTro, 4YTO MOJABISIOIIEe
OOJIBIIMHCTBO YYaCTHUKOB FeHETHUECKUX nccneqoBanuii ®@I1 umenu eBponeiickoe
MPOMCXOXJICHUE, YTO BEJIET K Hepenpe3eHTaTuBHOCTH BbIOOpKH [134]. Ceiiuac Takue
MCCIICJIOBAHUS aKTHBHO MPOBOJIATCS CPEIU Pa3HbIX dTHHUECKHUX rpymi [26, 70, 109,
134, 139].

B 2017 r. 6p11n onmyOIMKOBaHbI Pe3yAbTaThl KPYIHBIX UCCIEI0BAHUIM C
ucnosib3oBanreM noucka GWAS, BBINOJTHEHHBIX HA KOPEHCKHUX U SITTOHCKUX KOTOpTax
[134]. Bbutn BbISIBICHBI STHUYECKHE PA3JINYMS B A3UATCKON MOIMYJISIUU: HECKOJIBKO
IreHeTHYECKHUX JJOKYCOB OKa3aJIHCh CBsi3aHbl ¢ pazButueM PII uMeHHO B a3UaTCKUX
KoropTax [87].

Hecmotpst Ha pactipoctpaneHHOCTh pakTopoB pucka PII cpeau
JIATUHOAMEPHUKAHIIEB, pacpocTpaHeHHOCTh camor DII B 3ToM monynsunu HU3Kas. B
koropte atuHoamepukanueB (103 cnyqas ®IT u 610 yenoBek B KOHTPOJIBHOM TPYIIIIE)
uccienoBaiu BausgHue 9 ocHoBHBIX SNP, cBsizanHbix ¢ @I y naiieHTOB €BPONEHCKOTo
npoucxoxaeHus. 1o SNP Ha xpomocomax 1921: rs13376333, u rs6666258, na 1q24:
1s3903239, Ha 4925: rs2200733 1 rs10033464, na 10922: rs10824026, na 14q23:
rs1152591 n Ha 16q22: 152106261 u rs7193343. Tonbko SNP rs10033464 na
xpoMocoMme 4q25 (okoio rena PITX2) oka3ancst focToBepHO cBsizaH ¢ pazButuem OII B
aTOM BRIOOpKE [70].

Henasuo uccnenoBanu Heckonbko SNP, sBastomuxcs ¢pakropamu pucka OI1 y
JIAL] €BPONENCKOT0 MPOUCXOKICHUS, B KOTOPTE KUTAUCKOTO MPOUCXOKIeHUS: 15593479
Ha xpomocoMme 1q24, rs3807989 —na 7q31, rs6479562 — na 9922, rs10824026 — na
10922, rs1152591 — na 14923 n rs7164883 — na 15q24. Tonsko SNP rs3807989 B rene,
koaupyromieM CAV1, accouunpoBainics co cHmxkenuem pucka ®II; accoumanuii Mexmay

Apyrumu Jiokycamu, Bkimrouas rs10824026, u puckom @I1 BeisiBieHO He ObuTO [139,

144].
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Hauunas ¢ 2018 r. Temnsl pocta uAeHTUGUUMPOBAHHBIX ¢ ToMolbi0 GWAS
HOBBIX JIOKYCOB, cBA3aHHBIX ¢ DI, pe3ko Bo3zpocnu. K HacTosiemy BpeMeHu ¢
nomoribio Mmetoga GWAS unentudunmposano 6omnee 170 SNP, cszannbix ¢ OIT [23,
33, 65]. HecmoTps Ha 3TO, YETKOTO MOHMMAHUS BKJIaJ[a TCHETHYECKUX (PaKTOPOB PHUCKA
®II B 3a0051€Ba€MOCTD MMOKA HET, KAK M YETKOI'O MIOHUMAHUS CBA3U MEXKIY

MOJMTeHHBIMU 1 MOHOTEHHBIMU BapUaHTaMu TpeapacmonoxkenHoctd k OIT [104].

1.2.1 Acconnanuu nmoumopdusmon rs10824026, rs3740293 10 xpomocombl ¢

pa3BuTHEeM (PUOPUILJIALMH MpPeIcepaAuii.

Casizannbiit ¢ OI1 nokyc rs10824026, o6HapyskeHHbII Ha Xpomocome 10922, B
HocjeiHee Bpems oopaiaeT Ha cedst ocoboe BHUMaHue uccienosareieii [8, 23, 66, 74,
77,150, 109, 154].

Emie B panHuX ucciaeq0BaHUAX TEHETUUECKUX MPeanockuiok pazsutus OII Ha
npUMepe OJHON U3 UCTIAHCKUX ceMell u3 26 4elloBeK, WIeHbl KOTOPOH B HECKOJIBKHUX
nokoJieHUsAX ObLTN noaBepxkeHbl PII Mo ayToCOMHO-TOMUHAHTHOMY THUITY, OBLIO
MOKa3aHo, 4TO TeH, OTBETCTBEHHBIH 3a DI, pacnonoxken Ha xpomocome 10q B obmacTu
10022-q24 [85]. ITo3xe ObLI caenan BoIBO, 4TO cBsi3b ¢ DII B aTOI 001acTH B
OosbIoi cTenenu onocpeaoBana SNP, pacnoioxXKeHHBIMH B IMOCIE0BATEILHOCTH
reroB SYNPO2L u MYOZ1 [56, 66, 154]. D1o mokyc rs10824026 u HaxoAsIIuecs ¢
HUM B TECHOM clietuieHuun accoruupoBanubie ¢ @I rs3812629, rs34163229,
rs60632610 u rs3740293 [74, 150]. B 2014 r. Honghuang Lin et al. omy6mukoBatu
CTaThIO, B KOTOpOH coob1manock, 4to SNP rs3740293 HenocpeICTBEHHO CBs3aH C
reaom MYOZ1 [63].

BapuanT rs3812629, taxxe ooHapyxeHHbIH B rene SYNPO2L, mo ogaum
naHHbIM cBsizaH ¢ OI1 [68], mo apyrum — onMcaH Kak CBS3aHHBIA C yBEIMYCHUEM
JUTATETTLHOCTH JIEKTPOKapaArorpadguaeckoit P-BOHBI U CO CHIDKEHUEM PUCKA Pa3BUTHS
@II [107].

bosiee no3nHue uccnenoBanug yrTouHWIM poiib SNP, pacnonoxeHHbIX Ha
xpomocome 10, u reroB SYNPOZ2L u MYOZ1 B npenpacnonoxxernnoctu k OI1. Ceituac

Ha 10 xpoMocoMme 4yenoBeka n3BecTHO, kak MUHUMYM 12 SNP, acconunpoBanubix ¢ OII
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(tabn. 1.2.1.1). bonpinas 4acTh U3 HUX CBA3aHa ¢ MeCTOM HaxoxaeHus reHoB SYNPO2L

n MYOZ1, GenkoBble NPOAYKTHI KOTOPBIX BOBJI€UEHBI B maToreHes PI1.

SNP rs10824026, accormupoBanHblii ¢ puckoM pa3Butust OII, pacrnonoxen B
reHetudeckoM Jokyce 10g22.2, va 5 T.1m1.H. Beimie rena SYNPO2L u 20 T.11.H. BbIIIE
rera MYOZ1 [69, 74, 77, 121]. benku, komupyembie renamu MYOZ1 u SYNPO2L,
AKTUBHO HKCIPECCUPYIOTCS B TKAHAX CEP/LA, a TAKXKE B CKEJIETHBIX Mbliax. OHu

JIOKAJIU3YIOTCS Ha Z-TUCKE U ONPEACIISIOT CepACUHYI0 capKoMepHYto QyHKImIo [23, 67,

69].

Tabmuma 1.2.1.1

Cas3p @II u OHII, pacnionoxxeHHbix Ha 10 Xxpomocome

) bivoxanmmia
Rsid Jlokyc DJIeMEHT Nctounnk
reH
SYNPO2L WuTpon [36, 118, 126]
rs10824026 | 10qg22.2
MYOZ1 [36, 126]
3-
SYNPO2L | merpanciupyem
rs3740293 10q22 [123, 127]
ast 00JacTh
MYOZ1
Muccenc-
rs3812629 10q22 SYNPO2L [121, 124, 125]
MYyTaIus
Muccenc-
rs34163229 | 10g22.2 | SYNPO2L [121]
MYyTaIus
Muccenc-
rs60632610 | 10922 SYNPO2L [121]
MYyTaIus
rs12415501 | 10924.33 | NEURL1 HNuTtpon [83, 118]

rs6584555 | 10024.33 | NEURLL WnTpon [83, 118]
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VCL [105]
rs6480708 | 10¢22.2
SYNPO2L WuTpoH [118]
rs7919685 | 10g21.3 REEP3 WuTpoH [112, 118]
rs11001667 | 10922.3 LRMDA WuTpoH [118, 128]
3'-
rs1044258 | 10924.32 ARMH3 HETPAHCIUPYEeM [112, 118]
ast 001acTh
SYNPO2L/A MeXreHHbIH
rs4746140 109 [129]
GAP5 y4acToK

benok muozenun-1, konupyemsiit renom MYOZ1, no-BuaumMomy, y4acTByeT B
niepesavye CUTHAJIOB KaJIbIIMHEBPHHA W B3aMOJICHCTBYET ¢ OenkaMu Z-I1ucKa
capkoMmepa, BKIIFoYast 0-aKTHHHUH | Y-(priiaMuH, o0ecredrBasi CTaOMIIBHOCTb CTPYKTYP
capkoMepoB MbImedHbix [73, 121]. 'en SYNPO2L koaupyeT CHHANITONOUH-2-
0JI00HBIN OEJIOK, MEpBOHAYAILHO ONMMCAHHBIA B KApIUOMHUOILIMTAX, TPOUCXOIAIINX U3
TUTFOPUITIOTEHTHBIX CTBOJIOBBIX KJIeTOK. CHHANTOMOIMH-2-TI0JOOHBIN OEJIOK, TAKKe KaK
MHO3CHHH- 1, B3aUMOJCHCTBYET C ai-aKTHHHHOM [67].

Hapymenue perynsiuu 6enKoB Z-IucKa 4acTO MPUBOAUT K KapAHOMUONATUN
[154]. U3BecTHO, uTO THIEepakcipeccus eraapHoi n3ohopMbl SYNPO2L y Mblriei
BBI3BIBACT TUNEPTPOGUUCCKUE U3MEHEHHSI CepIla, MHTEPCTUITMATBHBIN (HhrOpPO3,u 3TO
COTPOBO’K/IA€TCS HAPYIICHUEM aTPUOBEHTPHUKYISIPHON MPOBOJAUMOCTH U
nuacrommdeckor nucynkiueit [154]. Kpome Toro, rs10824026 pacioyioxkeH psiioM ¢
nokycom anuHHo Hekoaupyromieir PHK AC073389.2, aHTuCMBICTIOBOM 11O
otHomeHuto K Tpanckpurtam reHoB SYNPO2L u AGAPS [77] u, Bo3MoXKHO,
YYaCTBYIOIIEH B UX PETYJISIIAM, YTO TAKXKE MOXKET ONOCPE0BaTh pUCK pa3Butus DII.

KaptupoBanue n0kycoB KoinnuecTBEHHbIX Mpu3HaKkoB €QTL, BrIMOIHEHHOE B
oOpasiax TKaH! MpeIcepauil YeI0BEKa, MMO3BOIMWIO YCTAHOBUTH HATMYUE ACCOIHAIINH
mexy rs3740293 u sxcnipeccueii rena MYOZL [67], 9To CiTyXHT e1ie OaHIM
KOCBEHHBIM CBHJIETEIHCTBOM poin 3Toro Oenka MYOZ1 B matorenese OII.

NccnenoBanue 3KCrpeccuy reHOB B JIEBOM IPEACEPIUH YelloBeKa (TKaHU, SBIISIOLIECHCS
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rnaBHou mutieHpio OI1) mokazano, uro SNP rs10824026 sBisercs 3HAYUMBIM ITUC-
eQTL xak g rera SYNPOZ2L, Ttak u g resa MYOZ1. bonee 3aaunmbimM muc-eQTL
rs10824026 oxazancs qis rena MYOZ1, ren SYNPO2L — na Bropom mecte. Ilpu sTom
CBSI3b OKa3ajach HaIpaBJIeHa MPOTUBOMOIOKHBIM oOpa3zoMm: rs10824026 cBsizaH co
cHmkeHHoM skcnpeccuerd reHa MYOZ1, Ho ¢ MOBBIIIEHHOW 3Kcnpeccuen reHa
SYNPO2L [67].

Lenbro uccnenopatensckoi rpynnsl Hall et al. 66110 BBISICHUTH, KaK UMEHHO
oOHapyxeHHbIe ¢ TomMoIIbio MmeTonquku GWAS cBszannbie ¢ @I nokych B
HEKOAMPYIOLIMX 001acTsIX BIUsAOT Ha pa3Butue OII. [{ns sToro onu uccienosanu
opranuzanuto JJHK B mpocTpaHCTBE KIETOYHOTO Si7pa, TaK KaK, BEPOSTHO, BIUSHUE
IPOUCXOIUT ITyTEM U3MEHEHHUsI aKTUBHOCTH cBs3biBaHus ¢ JJHK npocTpancTBeHHO
yIaJeHHBIX OT 1eneBoi nocnenoBarenbHocT JJHK snxancepos, penpeccopoB mim
dakTopoB Tpanckpuniuu. OHu uneHTuuIupoBanu 15545 s3HXaHCEPHBIX
NOCIIeIOBATEIbHOCTEH, CIIEIIMGUYHBIX JJI JIEBOTO MPeAcepusi, U TOCTPOUIIA MOJIEIb
PETYISATOPHON CETH T'€HOB, JIeKalllell B 0OCHOBE IpeapacnosioxkeHHocTy K DII. Ora ceTh
BKJIIOYAET B ce0s1 MHOTHE KaHAUIATHBIE T€HbI, CBA3aHHBIC C MPEAPACIIONOKEHHOCTHIO K
®II, Brmrouasst SYNPO2L [55].

[Tpu ananu3e maTepuanoB, MOJYyUYEHHBIX B paMKax rpoekrta FinnGen
(@unnanaus), cocrapisonux 12859 cnyuae ®@II u 73341 yenoBek B KOHTPOJIBHOM
rpymre, B reHe SYNPO2L Ob11 oOHapy»KeH BapUaHT caiiTa CIUIaliCHHTa, ONpeIeIISTIONTHI
notepro pynkiuu SYNPOZ2L, pacnonoxkennsiii B accoruupoBanHoM ¢ DI mokycom Ha
xpomocome 10. DToT BapuaHT ObLT CBSI3aH ¢ MOBBIMIEHHBIM pruckoM DII ¢
OTHOCHTEIHFHO BRICOKMM OTHOIIIEHUEM maHcoB 3,5 [99].

Amnanms skcnpeccun reHoB MYOZ1 u SYNPOZ2L, nokasain, 4Tto mpemnoiaraeMblit
BapuaHT pucka @Il rs10824026 cea3an ¢ 0,39-KpaTHBIM CHUKEHHEM SKCIIPECCUU
MYOZ1; npu sTom cBsizu ypoBHs dKkcripeccuu SYNPOZL ¢ 3TuM reHHBIM BapuaHTOM HE
oOHapysxeHo [71]. TTo naHHBIM, TONYYEHHBIM B McclieqoBanuu FinnGen,
3HAYUTETBHOTO oOoramieHus reHHbIX BapuanToB MYOZ1 npu ®I1 He oOHapykeHO, 9TO
uccienoBaTenu o0bACHAIOT TeM, uTo MYOZ1 B epByto odepeib IKCIPECCUPYETCS B

CKEJICTHBIX MbIIIax, a ypoBeHb MPHK MYOZ1 B muokapae ouenp Huzkui [99].
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[Tarrepubl meTnnupoBanusa JJHK Moryt urpate BaxHYIO pojib B
npeapacnoyioxkeHHOCTH K pa3Butuio OI1. B uccinenoBanuu, B KOTOpoM ObLIU
IIPOAHANN3UPOBAHbI JaHHbIE 2639 4eoBeK U3 KOrOpThl IOTOMKOB YYaCTHUKOB
OpaMUHTEMCKOTO UCCIe0BaHuUs, ObLII0 OOHApYKeHO ceMb caiiToB CpG,
METHIIMPOBAHKE 10 KOTOPHIM 3HAYUMO CBsi3aHHO ¢ pa3ButueM ®II [102]. Ecth nanHbIe
0 0oJiee HU3KOM YpOBHE 3KcIpeccuu U runepmerminpoanuu rea SYNPO2L y nui,

ctpagaromux OII mo cpaBHeHUIO ¢ KOHTpOJbHOU rpymmoi [110].

Pe3ynbprarsl MeTa-ananu3a ucciaenoBannii GWAS cocrasnsitomux 47309 cnyyaes
@II n 930014 yenoBek B KOHTPOJIBHOW IpyNIle, OLIEHUBAIOIINX POJIb TEHETUYECKUX
(aKkTOpOB B pa3BUTUU CEPJIEUHON HEIOCTATOUYHOCTH, OOHAPYKMIIHU 12 CBSI3aHHBIX C

CCp}IG‘IHOﬁ HCIOCTATOYHOCTBIO 'TCHCTUYCCKHUX BAPHUAHTOB B 11 reHOMHBIX JIOKYCax,

BKTHOUast BapuanThl TeHoB MYOZ1 u SYNPOZ2L (rs4746140) [73].

B 1ienom MOXHO MpeanoioxKUTh, 4YTO UACHTU(PUIIUPOBAHHBINA pUCK pa3BuThs OII
y HOCHUTEJIE MUHOPHBIX BapuaHTOB SNP, pacnosnokeHHbIX B CTPYKTYpPHOM
MOCJIEIOBATEIIBHOCTH WIIM peryaaTopHbIX yuacTkax reHoB SYNPO2L u MYOZ1, cBs3an
C UBMEHEHUEM CBOICTB CApKOMEPOB U HAPYLIEHUEM MOJIEKYJIAPHOU MEXaHUKU
MBIIICYHOTO COKpalieHnus [8].

Ha Pocculickoi momymsaiyu 10 HaCTOSIIErO0 BPEMEHU UCCIICIOBAHUS ACCOLMALINU
nosmmMopduzma rs10824026, rs3740293 xpomocomsl 10922 ¢ pazsutuem DI He

IIPOBOAUJINCD.

1.3 OnepatuBHoe Jieyenue GUOPWILISAIUYU NPEACEPANA METOIOM KaTeTePHOM

a0anuu YCTHEB JJ€IroO4YHbIX BEH.

Ceronnst mpo6sieMa 3(h(PeKTUBHOCTH METOIOB JICUCHUS APUTMUH, SIBIISCTCS
OJTHOM M3 HanOoJiee aKTyaIbHBIX MPOOJIEM B IPAKTUIECKON KapAUOIOTHH, U, HECMOTPS
Ha JOCTYKEHUS MEIUIIMHBI TIOCTETHUX JECATUICTHI, OTMEYAaeTCsl OTpaHNYCHHAS

3(heKTUBHOCTH MPOPUIAKTUIECKUX CTpaTeTui U1 MeTo10B JieueHus: PII, Tak kak
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aHTUAPUTMHUYECKHE MpenapaThl HEAOCTATOYHO () PEKTUBHBI U UMEIOT TOOOYHBIE
addektr [4, 15, 41, 101].

B kauectBe nepBoit muHUM JieueHUsT PI1 00bIYHO MPUMEHSIOT METUKAMEHTO3HYIO
tepanuto. KarerepHas abianus nosiBUIach KaK albTepHATUBA MEIUKAMEHTO3ZHOMY
JICYEHHIO U MPEJCTaBIsAET COOOH JIOKAIbHOE OBPEKIECHUE TKAHU MUOKapAa C LEJIbIO
HapYIICHHS] OCHOBHBIX TpHUrrepoB u cyocrparos ®IT [41, 108, 153].

CTpyKTypa Jero4YHbIX BEH, XapaKTepU3YIOIasicsi KOPOTKUM pepaKkTepHbIM
NEPUOJIOM, SIBIISIETCS] KJIFOUEBBIM 3B€HOM B BOBHMKHOBEHUU U nojaepxxanuu OII. B
00JIaCTH YCThEB JIETOYHBIX BeH HaxoaTca PII- 3aBucruMble TpUrrepHble 30Hbl, KOTOPbIE
y4acTBYIOT B pa3Butuu OI1. BeimonHnenue abnanuu B 3T0H 00JaCTH CIOCOOCTBYET
s dexTHBHOMY NoaBieHuto aputmun [13, 14, 136].

OnepatuBHoe seuenne PII npennoxunm ucnosib3oBath eue B 1996 r., yxe toraa
Haissaguerre M. et al. ycTpaHssii NaTOJIOrMYECKUE OYark B YCThSX JIETOUHBIX BEH C
HOMOIIIBIO pagruodYacToTHOU abmanuu [13, 14 , 112]. DddexT oT mpoBeaeHHOH
orepanuu ObLT MOJOXKUTEIBHBIM, TOJBKO B CIy4Yae HAIMYUSA OAHOTO SKTOIMUYECKOTO
ouara, B BUAY HeOOJbII0N 3(ppeKTUBHOCTH OT Xupyprudeckoro nedenus: OII, cnycrs
15 net >TUMU ke y4eHBIMH OblIa IIPEAJIOKEHa CTpaTerus Bbioopa oObema orneparuu B
3aBHCHMOCTH OT TeUcHHs aputmuu [112].

OnTuManbHOM LENbIO BHIOTHEHHS KATETEPHOM a0IaIiuu sBISETCS MOoTHas
M30JISIIHSI JISTOUHBIX BeH Ha ypoBHe npencepaus [14, 142]. CyiiecTByeT HECKOIBKO
Bapuaiui BeIMOMHEHU nporenypsl admamuu npu PI1. «3010ThIM cTaHTAPTOMY
cuntaetcs nponeaypa Cox-Maze 111, a ee pacnpoctpanennslii BapuanT Cox-Maze 1V
npecTaBisieT co0o0il 3aMeHy pa3pe30B OPUTHHATIBHON METOJUKN HAa HAHECEHUE
a0JIAIMOHHBIX JTUHUN C IPUMEHEHUEM PA3JIMUHbIX UICTOUHUKOB SHEPIUH, TAKUX KaK
paauovacToTHAs U KpuodHeprus. [[puMeHsI0TCsl Tak)ke MUHUMAJIbHO MHBA3UBHBIE
TOPAKOCKOITMYECKHE OTepaIiyl U THOPUIHBIE TIoX0ab! [7, 82, 153].

[Iponienypa kaTeTepHoOM abialuu SBISETCS HHBAa3UBHOM M MOXET BBI3bIBATH
OCJIO)KHEHUs, Takue Kak peuuaus OlI, koropelit Bectpevaerces y 20-40% nauueHTos, u
MporpeccupoBanue 00JIE3HHU A0 MEePCUCTUpYIoIel popmbl, BcTpeuarorieecs y 6,2%

[92, 138, 142].
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BwMmecre ¢ TeM, karerepHas abianus siBisieTcst 3p(HEKTUBHBIM METOAOM JICUEHMS,
BO MHOTHX CJIy4asX O3BOJISIONUM Tpeaynpexaats peuuaussl OIT [1]. TTo HeKoTOpBIM
JAHHBIM, KaTeTepHas abiarusi MoxeT CHU3UTh Ha 40% pPUCK CMEPTHOCTH U MHCYJIbTA
[24]. Cornacho pe3ynbratam uccienoBanus CABANA, kaTetepHast abamms
yIIy4IInia BBDKUBAEMOCTh U KQYECTBO KU3HU U CHU3MJIA YacToTy peruanBos OII nmo
CpPaBHEHHUIO C JIEKAPCTBEHHOU Tepanueit: yepes 4 roja nociue admaruu — 52,1% npotus
70,8% mpu MeIMKaMEeHTO3HOM Tepanuu [52].

HakormienHsie 1aHHbIC MOKA3bIBAIOT, YTO a0JAlMOHHAS TEPAMHS MOKET
MPEBOCXOJIUTh MEAUKAMEHTO3HYI0, XOTS €€ MPEUMYIIECTBA B OTHOIIEHUH
3 PEeKTUBHOCTH U OE30MIaCHOCTH €I1Ie MPECTOUT J0Ka3aTh B PAaHAOMHU3UPOBAHHBIX
KOHTPOJIMPYEMBbIX HcciieqoBanusx [22, 82]. K HacTosiieMy MOMEHTY 110 JaHHBIM
CABANA 4epe3 5 5iet nocie abiaiuy UCXo/1 B BUJIE CMEPTH cOCTaBmI 5,2% 11st
abmaruu potuB 6,1% npu MeAUKaMEHTO3HOW TepaIuy; B BUJIE CEPhE3HOTO UHCYJIbTA —
0,3% nnsa abnamuu npotus 0,6% Mpu METUKAMEHTO3HOM TepaIuu; B BUIE CMEPTHOCTH
oT Bcex npuuuH — 4,4% 1u1s abnanuu MpoTUB MPU MEAUKAMEHTO3HOH Tepanuu. CMepTh
WJIM TOCTIUTANIM3AIIMS TI0 IPUYMHE CepIeYHO-COCYAUCTHIX 3a00IeBaHni yepe3 5 IeT
nocie abnamuu coctaBuna 51,7% s abnaruu npotuB 58,1% 1711 MeTMKaMEHTO3HOM
tepanuu [13, 14, 19, 128].

OpmHako paarovacToTHasl KaTeTepHasi a0yaliusi CeroAHs SBISETCS CTaHAApPTHON
crpareruei JieueHuss OlI u pekoMeHyeTcsl B KaUeCTBE TEpallii BTOPOU JIMHUHU IS
MAIMEHTOB C MApOKCU3MAIBHOU U niepcuctupyromeid Gopmamu @I, ycToitunuBsiMu K
aHTHapUTMHUYECKOH Tepanuu [4, 41, 92, 128, 142, 155]. D¢dheKTHBHOCTH KOMILIEKCHOH
abJlaliiy yCThEB JITOYHBIX BEH 3aKPEIISETCS C MOMOIIBI0 aHTHAPUTMHUYECKHUX
npermaparos [83].

N3BecTHO, YTO HEKOTOPHIE TEHETUYECKUE BAPUAHTHI KOPPEIUPYIOT C
KIIMHUYECKUMH UCXOIaMHU mocie kateTepron admamun. [Tomamopdusm M-235T rena,
KOJMPYIOIIEr0o aHTHOTEH3NHOTEH, MOXKET OBITh CBSI3aH C MOBBIIICHHBIM PUCKOM
permauBa OIT nmocne karereproii adbnaruu [28]. Bapuant rs1799983 rena eNOS3
(3HI0TENMAIbHON CUHTA3bl OKCUJIA a30Ta) CBSI3aH C paHHUM (B TeUeHUE 3 MECAILICB)

permauBom DIT mociie paguoyacToTHOM KaTeTepHo adianuu [54]. Takum oGpazom,
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T€HOTUIIMPOBAHUE MOKET OBITH MOJIE3HBIM JJIS BBISBJICHUS NTALIUEHTOB ¢ OoJee
BBICOKUM puckoM peunaupa PII nocne kaTeTepHoi abiauuu U 1uisl pa3paboTKu
ONTUMAJIBHBIX CTPATErHi MOCIEAYIOIEro HAOMI0eHUS, UHIUBUYaTU3UPOBAHHbIX B
3aBHCHMOCTH OT I'eHOTHIIA NaruenTa [54, 72]. Accouunarus mexay SNP
npeapacnosioxeHHocTy K OIT u permauBom PII nocre karerepHoi adnanuu
oOHapysxeHa Juis pana SNP, Ho cBs3u jokyca BocpunMunBocty K OIT rs10824026
(10922, SYNPO2L) ¢ peruauom @DII mocie abiaiuu, ooHapysxeHo He 0b110 [18].
Hame uccnenoBanue no3BOIMT ONpeAeauThb rpynisl nanuentoB ¢ OII, Haubonee
noaBepkeHHbIX PUA ¢ MakcUManbHBIM U IPOJIOHTUPOBAHHBIM yJIepKAHUEM

CUHYCOBOI'O pUTMa.

I'nmaBa 2. MATEPHUAJIBI U METO/IbI

2.1]Iu3aiin uccjieq0BaHus

OcHoBHas rpyIina Halero ucciaenoBanus cocrapuia 224 nanuenta ¢ OII,
HAXOJSIIUXCS Ha CTAIIMOHAPHOM JICYCHHUH B JICUEOHBIX yupekaeHusx . KpacHospcka:
OI'bY «®enepanbubiii LleHTp cepaeuno — cocyaucTon xupyprum» r. Kpacnosipcka
(139 nanuenTtoB) u B kapauosorndeckux otaeneHussx KI'bY3 KMKB Ne20 um U.C.
bep3ona (85 mauuenTtos). 13 224 nanuenTtos, 139 (62,05%) nanpentam Oblia
BBINIOJIHEHA KaTeTepHas abnaius. Y 37 malueHToB ¢ MPOBEAECHHBIM ONEPaTUBHBIM
BMemaTeabcTBOM u3 139 (26,61%) BepudunmupoBana nepBudHas (M30JUpPOBAHHAS
dopma), 102 marnpienTa u3 3Toi moarpymisl (45,54%) numenu sropudnyo ¢popmy OII. Y
82 manueHToB ¢ @I, KOTOpBIM HE MPOBOAUIIOCH ONIEPATUBHOE BMEIIATENBCTBO, U3 224

(36,6%) nuarnoctupoBana BropuuHas ¢popma ®II, y 3 mariuentos ¢ OII (1,33%),
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KOTOPBIM HE MPOBOAUIOCH OMEPATHBHOE BMEIIATENBCTBO, TMArHOCTUPOBAHA NIEPBUYHAS
dpopma OII.

Knuunyeckuit ocMOTp 1 1a00paTOPHO — HUHCTPYMEHTAJIbHBIE UCCIIEOBAaHUS
OCYLIECTBIUINCH B CTAIMOHAPE KAK 110, TAK U MOCJIE ONEPATUBHOTO BMEIIATENBCTBA.
Jlunamuueckoe HaOIOJIEHUE 3a TTAlIMEHTaMU OCYIEeCTBISUIOCh uepe3 1, 6 u 12 mecses.

JI1s1 BKIIFOUEHUS TAlIMEHTOB B OCHOBHYIO IPYIIY UCIOJIB30BAJIUCH CIEAYIOLINE
KPUTEPUU BKIIOUCHUSA:

- JInna My»KCKOro u ’KEHCKOTo I0JIa;

- [TauenTsl ¢ noaTBepkAeHHBIM quarno3oM DI cornacHo pexomenganuu PKO,
EKO (mpu 3anucu OKI" — neperynspubie naTepBaiibl RR, nanuuue F- BonHbl,
orcytcTBHe 3yO10B P nepen kommiekcom QRS);

- Hannuue y o6cneryemMoro BrepBbie BBISIBICHHOM /MapOKCU3MaTbHOM
/MePCUCTUPYIOIIEH /IITUTEIBHO IEPCUCTUPYIOLIEH WK MocTostHHON Gopmbl DII;

- [IposxuBanue odcnexyemoro B . KpacHospcke win BocTounocubupckom
benepanbHOM OKpYTE;

- [IpuHaIEKHOCTH K €BPONEUCKOM TOIYJISIIINAM;

- CiocoOHOCTh 00CIIeTyeMOro BBIOTHATH YCIOBUS UCCIIEI0BAHMS,

- lo6poBosbHOE MHGOPMHUPOBAHHOE COTJIACHE HA MCCIIEIOBAHUE, B TOM YHUCIIE
IPOBEAECHUE MOJIEKYIISIPHO-TEHETUYECKOTO UCCIIE0BAHUS.

Kpurepun uckirouenus:

- Hammume y o6cnenyemoro @I, acconmmpoBaHHO C KIarmaHHOM MaTONOTHEH;

- BonbHbIe ¢ HEYTOUHEHHBIM quarHo3oM HPC;

- [IposkxuBanmne BHe BocTouHOCHOMPCKOTO (heaepanbHOTO OKPYTa;

- [IpyHae)KHOCTh NAMEHTA K MHBIM pacaM;

- HecrtocoOHOCTE 00ce1yeMoro BBITIOTHUTh HEOOXOAMMBIC YCIIOBHS;

- OTKa3 OT y4acTusi B HCCJIEIOBAaHUU

Uccnenoanue onodpeno studueckum komuteroM @I'BOY BO «KpacHosipckoro
roCy/1IapCTBEHHOTO MEAUIIMHCKOTO yHUBEpcuTeTe M. mpod. B.D. BoitHo-Scenernkoro»

MunuctepcTBa 31paBooxpaneHus poccuiickoit ®enepannu (mpotokon Ne86/2018 ot

08.11.2018 r).
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2.2 O0mas KIMHUKO-MOP(010ru4ecKasi XapaKkTepucTHKA 00c/ieyeMbIX

JINIY

CornacHo n1u3aifHy UCCIEA0BaHMS, B OCHOBHYIO TPYIITY HAIIEr0 UCCIEAOBAHUS
o 224 nanuenta ¢ OII, u3 Hux y 139 nanuenrtaos (62,05%) BbIMOIHEHO
oneparuBHOe BMemarenbcTBO (PUA), 85 nanuentoB (37,95%) neumnuch
KOHCEpBAaTUBHO. Bce o0cneoBaHHbIE MAaIMEHThl OTHOCUIIUCH K €BPOIICOUTHON pace U
JUTUTENIEHOE BpEMsI TPOXKUBAIIM Ha TeppuTopuu r. KpacHosipcka u KpacHospckoro kpas.
MonekyJIsipHO-TeHETUUECKOE UCCIIEAOBAHUE BBITIOJIHEHO /I 224 MalueHTOB U3
OCHOBHOM rpymmbl 1 141 171 yenoBeka u3 rpynnsl KoHTpois. MccrenoBanue
IPOBOAMIOCH Ha Oa3e reHeTrueckoi nabopatopun HUU Tepanuu u
npodunakruueckoit meauiuubl — punuana PI'BHY «Denepanbubrit
UCCJIeI0BATENbCKUM IEHTP MHCTUTYT HUTONOTUU U TeHeTUKH CHOUPCKOTO OTIEICHUS
Poccuiickoit akanemuun Hayk» T. HoBocuOupcka, a Takxxe B HUW monexymnsipHoit
MEJUIIUHBI U TTaToonoxumMuu Ha 6aze KpacI'MYV.

Jl71st cpaBHEHUSI TOTUMOP(HU3MOB U3y4aeMbIX T€HOB - MIPEAUKTOPOB, HA OCHOBE
norosopa ¢ HUU Tepanuu u npodunaktuaeckoit meauninnabl — punuana Ulul" CO
PAH, 6bu1a chopmupoBana KOHTPOJIbHAS TPYIINA HAIETO UCCIEAOBAHUS ITyTEM
aHaju3a M 0TOOpA YaCcTH JIAHHBIX MAIUEHTOB MeXyHapoaHoro npoekra HAPPIE
(Health, Alcohol and Psychological factors In Eastern Europe), kotopsrii mpoBoauics
Ha TOMYJISIIMOHHOM BhIOOpKE kuTeneit r.HoBocubupcka. M3 9400 uenosex,
COCTaBIISABIINX MOMYJSIIMOHHYIO BEIOOPKY JKHTENEH, B HaIllE UCCIIEI0BAaHNE OBLIT
otoOpan 171 manueHT, COriaacHo MOJIOBO3PACTHON XapaKTEPUCTHKE MAIUEHTOB U3
OCHOBHOM Tpynmbl. C IENbI0 HCKITIOUEHUS 3a00I€BaHU CEPIEUHO-COCYANUCTON
CUCTEMBI, AIUEHTaM U3 KOHTPOJbHOU rpynmsl Obuta 3anucana DKI' mokos B 12
CTaHJAPTHBIX OTBEJICHUSX, MPOU3BOAWICS KOHTPOJIb AJl ¥ IpeAcTaBiIeHbl pe3yJIbTaThl
JTUNUIHOrO criekta. (s Bepudukanuu CTEHOKApAUU HAMPSKEHUST HCIOJIb30BaJICS

CTaHIApTHBIN onpocHUK J. Rose. Bce manmeHThl KOHTPOJIBHOM IPYNIIBI HE COCTOSIA B
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POJICTBEHHBIX CBS3SIX C MALIMEHTaMU OCHOBHOM I'PYIIIbI, a TaKKe y Bcex 171 manuueHTos
He nuarsoctuposana OII.

OcHoBHag rpymmna coctapuwia 224 namuenTta u Bxiaodana 111 myxuun u 113
KEHIIMH, 4yTO cocTaBuiio 49,6% u 50,4% cooTBeTCTBEHHO. JIMIa KOHTPOIBLHOM TPYNITBI
coctaBuiu 171 yenosek, cpeau KoTopbix 88 myxuuH (51,5%) u 83 xenmunsi (48,5%).

CpenHuii BO3pacT NallMeHTOB OCHOBOW rpynnsl coctaBui 61,47 + 10,62 rona, y
MyxuuH 58,18 + 10,16 ner, y xxenuun 64,70 = 10,09 rona. Menuana Bo3pacra
ocHoBHoM rpynmsl 61,00 rox [28,00; 89,00], y myxuun 58,00 net [28,00; 84,00], y
weHmuH 64,00 roaa [28,00; 89,00]. I[TonoBo3pacTHast XapaKTepUCTUKA OCHOBHOM
Ipynisl npeacTaBieHa B Tadmune 2.2.1.

Taomuna 2.2.1

HOHOBOSpaCTHaﬂ XAPaKTCPUCTHUKA ITAITUCHTOB OCHOBHOM I'PYIIIIbI

[Ton n % Me; [Q2zs— Q]
My KYHHBI 111 49,6 58,00 [28,00; 84,00]
YKeHmmHbI 113 50,4 64,00 [28,00; 89,00]
CymmapHO 224 100 61,00 [28,00; 89,00]

Cpennuii Bo3pact Jull KOHTPOJIbHOU rpynibl — 56,00 + 8,27 net, y My>X4uH
54,00 £ 9,40 nert, y xenmuH 59,00 &+ 5,98 net. Menuana Bo3pacta KOHTPOJIbHOM
rpynnsl 56,00 net [32,00; 69,00], y myxuun 54,00 et [32,00; 68,00], y sxkenmun 59,00
net [43,00; 69,00]. ITonoBo3pacTHasi XapaKTEepUCTUKA KOHTPOIbHOMN TPYIIIbI

npejcTaBieHa B Tabmure 2.2.2.

Tabnuna 2.2.2
[TonmoBo3pacTHast XapaKTEPUCTHUKA TPYIITBI KOHTPOJIS
[Ton N % Me; [Q2s5 — Q5]
MyKYUHBI 88 51,5 54,00 [32,00; 68,00]
JKeHmuHbI 83 48,5 59,00 [43,00; 69,00]
CymmapHO 171 100 56,00 [32,00; 69,00]
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B cooTBeTCTBUU C LIENbIO U 33]Ja4aMH UCCIIEI0BAaHNUS, ALIUEHTh OCHOBHOMN
TpyMIBI OBUTH pa3AesieHbl Ha TIOATPYTIIbL:

- B iepByto noarpymmy (1.1) o naruents! ¢ I u npoBeeHHBIM
OTEPATHUBHBIM BMEIIATEILCTBOM (KaTeTepHas paauov4acToTHas abamus/Kpruoabdarms)
(139 yenoBek — 62,05%), Bce manMeHThl IPOXOAMIN cTaroHapHoe jeuenue B PIICCX
r. KpacHosipcka,

- BO BTOpYto noArpynny (1.2) - mauueHTsl 6€3 onepaTuBHOrO BMeIIaTenbeTna (85
yenoBeka- 37,95%)- manueHThl U3 3TOW TPYMIbI ObUIH HA CTAI[MOHAPHOM JICUCHHUU B
KMKB Ne20 r. KpacHosipcka.

B tabnune 2.2.3 npencraBiieHO pacipe/ieiieHre MaiueHToB M0 MOATPYTIIaM.

Tabnuua 2.2.3

Pacnpenenenne naunentos ¢ OII no noarpynnam

dI1
abc. %
[Toarpymnma 1.1 139 62,05
[Toarpynma 1.2 85 37,95
Hroro 224 100,0

[TarueHThI ¢ MPOBEICHHBIM OTIEPATUBHBIM JICUEHUEM OBLIU PACTIPE/ICICHBI Ha
CJIEIYIOIINE TOATPYIIIBI B 3aBUCUMOCTH OT BUa ONEPATUBHOTO BMEIIATEIHCTBA!
KaTeTepHas pajrodacToTHas abimanus Oblaa mpoBeaeHa y 110 mamuenTtos - 79,2%;
KaTteTepHas Kpuoabnanus y 29 manueHToB, 4To cooTBeTcTBOBajO 20,8%.

B tabnuie 2.2.4 npencTaBieHo pacnpeeieHne MalueHTOB M0 BapUAHTY
OMEPATUBHOTO JICYEHUSI.
Tabnuma 2.2.4

Pacnpenenenne naunentos ¢ ®II no BapuaHTy OonepaTuBHOIO JICUEHUS

KarterepHnas abnanus
aoc. %
PUA 110 79,2
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KKA

29

20,8

HUtoro

139

100,0

PacnpeﬂeneHHe Ha MOATPYIIIbI COIJIaCHO 3THUOJOI'MH 3a00JIeBaHHUS BBITJIAACIIO

CJIEAYIOIIHUM 00pa3oM:

- B IIepBYI0 noArpynmy (2.1) BOLLIM NallMeHThl ¢ U30JUPOBAHHON (IEPBUYHOM )

@IT (40 yenosek — 17,8%);

- Bo BTOpo# noarpymre (2.2) nanuenTs! ¢ Bropuunoi OIT (184 yenoseka -

82,2%);

B tabnuue 2.2.5 npeacrasneno pacnpenenenue OII cornacuo atnonoruu

3200JI€BaHUA.

Pacnpenenenune nanuentos ¢ @I no stnosorunu

Tabnuna 2.2.5

oI1
abc. %
[TepBuunast ®I1 (moarpynmna 2.1) 40 17,8
Bropuunas ®II (moarpymma 2.2) 184 82,2
Hroro 224 100,0

MepBuunas popma OII (uaHonaTHUYecKass WM H30IHPOBaHHasi popma)

B rpynme ¢ nepsuuHoii popmoit PII coctosno 40 Gonbubix. Cpenu HUX y 14 U3

40 genoek (66,7%) 3aperucTpupoBana comyTcTByromas natojoruu B Buae ['b (I'b 1

ctaauu — 7 yenosek, I'b 2 craguu — 3 yenoseka, I'b 3 craguu — y 4 nmanueHToB); y 7 u3

40 genosek (33,3%) 3adUKCHPOBAHO HAIMYUE COMTYTCTBYIOIICH IMATOJIOTUN B BUJIC

SHIOKPUHHBIX 3a00seBanuil. [Ipu yacTHOM pacnpe/ieneHuH HIOKPUHHBIX

3200JI€BaHM, TIONYYMIIMCH cleayromue ganabie: natoyorus LK -4 gemoseka, CJI -1

yenoBek, oxupenne (MMT 6onee 35 kr/m2) y 2 marmmentos. UbC, TTMKC u

CTCHOKapAusAg HC OBIIIA BBISIBJICHEL.

V¥ 15 namuenToB (37,5% ot Bcex OonbHBIX ¢ nnepsuunoii DII) peructpupoBanock

HaJIMYKUC OAHOI'O COIIYTCTBYIOLICTO 3a00JIeBaHUs. Cpezu/l MManucHTOB C HGpBH‘-IHOﬁ
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dopmoii DIT y 4 narentos (10%) umenock coueranue AByX U 00jIee MaTONOTUi. 23
naruenTa (57,5%) He UMeTn HUKAKOM COMyTCTBYIOMICH MAaTOJIOTHH.
Brimieyka3zanHble JaHHbIE IPEACTABICHBI B Tabnuie 2.2.6.
Tabmuna 2.2.6

Pacnipenenenne comyTCTBYIOMIEN MTATOJOTUU Y ULl ¢ iepBUYHOU P11

oII
abc. %
I'umepronmueckas 00y1e3Hb 14 66,7
[TaToyoTHst SHAOKPUHHOM CUCTEMBI 7 33,3

HarnsgHoe pacrnipenenenne craaiui apTepuaibHON TUIIEPTEH3UH Y JIUL C IEPBUYHOU
dbopmoit OII npencrariaeHo Hke, B Tadmie 2.2.7.
Ta0muna 2.2.7

['unepronnyeckas 6ose3Hb y ull ¢ nepBuuHOi OI1

HepBuunas PII
I'unepronnyeckas 00J1e3Hb abc. %
1 cramus 7 50
2 cragust 3 21,4
3 cragust 4 28,6
Hroro 14 100,0

JlaHHBIE O ManMEeHTax ¢ MaTOJOTMEN SHIOKPUHHON CUCTEMBI Y JIUIL C IEPBUYHOU
dbopmoii OII npencrapiaeHbl HUXKE, B Ta0auIe 2.2.8

Tadomuna 2.2.8

[TarmenTs! ¢ mepBuunoit OII, nmeromue 3a00aeBaHNUs YHIOKPUHHON CHCTEMBI

HepBuunas ®II

3a0o1eBaHUA YIHAOKPUHHOI CHCTEMbI aoc. %
IIaTomorust IIUTOBUIHOM JKEJI€3bI 4 57,2
Caxapnbiit guabet 1 u 2 Tumna 1 14,2
Oxupenue 2 28.6
Utoro 7 100,0
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Crnenyet ykasaTh, 4TO BCE COMMYTCTBYIONINE 3a00JIE€BAHUS Y MAIIUEHTOB C
nepBuuHon popmoit OII ObutH 3a10KYMEHTHUPOBAHBI 10 BPEMEHHBIM CPOKAM IMO3KE
Bepudukauu auarno3a OII, KoTopslit ObUT BBISBIEH MO 3aIIUCSAM B PAHHUX
aMOynatopHbIX kaptax u Ha OKT'.

Bropuynas ¢popma ®II

Bropuunas ®II Op11a 00ycioBiIeHa HATUYUEM CIICTYIONTUX TTATOJIOTHH
- F'unepronnveckas 6oae3nb (171 venoBek- uto cocraBuio 91,9% ot Bcex
BropuuHbIX OIT 1 76,3% Bcex obcienoBanHbIiX); npu 3ToM I'b ObuIa mojenexHa mno
ctagusM. CTaauy OCHOBAHbI HA HAJTMYUU TTOpakeHUs opraHoB-mutieHer ([IOM),
accoruupoBaHHbIX KIuHuYeckux coctosHuu (AKC), caxapHoro auadera u
XpoHuueckou 6ose3nu nouek. Pacnpenenenue I'b o cranusim:

-I'b 1 cragus (orcyrctBue [IOM u AKC, Bo3amMoxkHOE Hanmnune (pakTOpoB pHUCKa)
Obu1a BeicTaBiieHa y 7 yenoBek — 4,09% ot Bcex BropuuHbix PII; 3,125% ot Bcex OII

- I'b 2 cranus (moapasyMeBaeT Haau4yre 0€CCUMIITOMHOTO MOPAXXEHUS OPTraHOB-
mumeHner, cesizanHoro ¢ Al u/uinm XBIT C3 (CK® 30-59 mn/mun), u/unu CJI 6e3
nopak€HUsi OpraHoB MullieHer u npeanonaraet orcyrcreue AKC) y 48 yenoBek-
28,0% ot Bropuunoit @I u 21,4% ot Bcex PDII;

- I'b 3 cranusa (onpenensierca HanuuueM AKC, B Tom uucne XBbII C4-CS5 cranuu,
u/vmu CJ] ¢ mopaxeHneMm opraHoB-MUIIIEHEH) ObLTa THarHocTupoBana y 116
MAIUEHTOB, YTO COOTBETCTBOBAJO 67,8% 1 51,7% COOTBETCTBEHHO.

B tabnume 2.2.9 npexacrasneno pacnpesaenenne I'b cpean manueHToB ¢ BTOpUYHON
dbopmoit OI1
Tabnuma 2.2.9

Pacnipenenenne I'b cpenn manmuenToB ¢ Bropuanoi ¢hopmoit OIT

Bropuunas ®II

I'mnepronuyeckas 00J1€3Hb aoc. %
I'b 1 cragns 7 4
I'b 2 cranus 48 28
I'b 3 cragus 116 67,8




40

HUtoro 171 100,0

- UBC, B cTpykTypy KoTOopoii Bonuia creHokapaus [-111 pyHkimonansHoro
KJjlacca, Juarioctuposana y 41 yenosek — 22% ot Bropuunoit popmbl OII, 18,3% ot
Bcex narueHToB ¢ OII.

V¥ nanuenToB ¢ UBC. CteHokapiuel ObUN BBISBJIEHBI ClIeAyIOIIe (yHKIMOHAIbHbIE
KJIACChl CTAaOUIILHOM CTEHOKAP/IUU:
- Crenokapaus | ¢.x. (oObryHas1, moBceIHEBHAS (Pr3MUecKasi aKTUBHOCTD (X011b0a,

[OJTbEM I10 JIECTHHUIIE) HE BBI3bIBAET NPUCTYNOB) y § marueHTos - 19,5%

- Crenokapaus Il ¢.x. (HeOombIIOe orpannyeHune Gpu3nuecKon Harpy3ku) y 17
rmareHToB — 41,4%

- Crenokapaus |1 ¢.x. (BeIpakeHHOE OrpaHUYCeHUE PU3UUECKOM HArpYy3KH) y 16
namueHToB — 39,1%.

B Tabnune 2.2.10 npeacraBieHo pacnpenencHue pyHKINOHATBHBIX KJIacCOB

CTEHOKApIUU CPeU MAIUEHTOB C BTOpu4HOM Gopmoii DII.

Taomuna 2.2.10
Pacnipenenenne GpyHKIIMOHATBHBIX KJIACCOB CTCHOKAPAUH CPEIU MAIUCHTOB C

BTOpUYHOU Popmoit DII

Bropuunas ®@II

HNBC. Ctenokapaus abc. %
Crenokapaus I ¢.k. 8 19,5
Crenokapaus II §.x. 17 41,4
Crenokapaus III ¢.k. 16 39,1
Uroro 41 100

- XpOHI/I‘leCKaH cepacuHasg HEAOCTATOYHOCTD JMAIrHOCTUPOBAHA Y 91 yenoBek

— 48,9 % ot Bcex BropuuHbiXx PII 1 40% obcnmenyemsix;
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[Ipu aHanu3e XpOHUUECKOW CepeYHON HEAOCTATOYHOCTH Yy nanueHToB ¢ OII Obuin
3apErucTpUPOBAHbl CIEAYIOIINE CTaUU JAaHHOW MaTOJOTUU:

- XCH 1 cragus (HauanbHas cTaaus 3a0oeBanust (MOpaxeHus ) cepaua.
I'emonunamuka He HapyuieHa. CKpbITas cepAedHasl HelocTaTOuYHOCTh. beccumnTomHuas
mucoyukuusa JOK) y 3 yenosek — 1,6% ot Bropuunoii popmer @I u 1,3% ot Bcex DII;
- XCH 2 cragus (KIMHUYECKU BhIpaXK€HHas CTagaus 3a0oieBaHus (MMOpakeHus1) cepalia.
Hapymienus reMoiMHaMHKY B OTHOM WJIM JIBYX Kpyrax KpoBooOpauieHus,
BbIp@)KEHHbIE YMEPEHHO. AJTAITUBHOE PEMOJIETUPOBAHNE CEepALla U cOCynoB) y 44
narueHToB ¢ DII -23,6% u 19,6% ot Bcex DII;

- XCH 3 cragus (koHeuHasi cTaaus MopakeHus! cep/iua. BoipakeHHbIe N3MEHEHUS
reMOJIMHAMUKH U TsDKeIble (He0oOpaTUMBbIe) CTPYKTYPHbBIE U3BMEHEHHSI OPTaHOB-
MUIIEHUH (cepala, JIETKUX, COCYI0B, TOJIOBHOTO MO3Tra, novek). dunanpHas cragus
peMojenupoBaHus opranoB) y 44 uenosek — 23,9% u 19,6% ot Bcex OII.

B tabnuie 2.2.11 npencraBieHo pacnpeneieHrue CTaauil cepeYHON HeJJOCTaTOYHOCTH

Cpeau MaIMeHTOB ¢ BTOpU4YHOU (opmoit DII.

Tadomuna 2.2.11
Pacnipenenenue craguii XpOHMYECKOW CEPACYHON HEIOCTATOYHOCTHU CPEAU MAIMEHTOB C

BTOpUYHOU Popmoit DII

XpoHuyeckas cepaeuHast Bropuunas ®II
HEA0CTATOYHOCTh abc. %
XCH 1 cragus 3 3,2
XCH 2 cramus 44 48,3
XCH 3 cragus 44 48,3
HUroro 91 100,0
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[TanmenTsl ¢ qfuarno3om XCH pacnpenenensl v Ha (PyHKIHOHAIbHBIE KJIACCHl B
COOTBETCTBUHU C MEPEHOCUMOCTHIO (PU3UUECKUX HATPY30K MO MexayHapoaHo Hero-
Hopxckoii knaccubrkauuy acconuanuu kapanoiaoros — NYHA.
| ¢.x. (ITateHTHI € 3a00JI€BAHUEM CEPJILIA, B KOTOPBIX BBIMOJHEHUE OOBIYHBIX
(bU3UYECKUX HArPY30K HE BBI3BIBAET OJBIIIKH, YCTATIOCTH WU cepalieOneHue. ) —
MaIKUEHTOB C JaHHBIM KJIACCOM HET.

Il ¢.x. (ITanmeHTHI ¢ 3a00JIEBaHUEM CEP/Illa U YMEPEHHBIM OTpaHHUYCHUEM (PU3UUECKO
aKTUBHOCTHU. OJIBIIIKY, YCTAIOCTh, CEPAIICOMEHNE OTMEUAIOT MPU BBIMOJIHEHUH
OOBIYHBIX (PU3MUECKUX HATPY30K.) — 59 marueHnToB, uTo coctaBuio 64,8% oT Bcex
nmanueuToB ¢ XCH.
Il ¢.x. (ITariuenTsl ¢ 3a0071€BaHUEM CEP/Ila U BBIPAKEHHBIM OTPAaHUYCHHEM
bu3UYecKol aKTUBHOCTU. B cOCTOSIHMM TTOKOS Kaj00bl OTCYTCTBYIOT, HO JaXKe TIPH
HE3HAYMTENIbHBIX (DU3NUECKUX HArpy3Kax BOSHUKAIOT OJIBIIIKA, YCTAIOCTh,
cepaneduenue). — 31 manueHt, uro coctaisieT 34% oT Bcex nanueHToB ¢ XCH.
IV- ¢.x. IMamuenTs! ¢ 3a00neBaHrEM cep/illa, B KOTOPHIX JIF000# ypoBeHb (hHU3MUECKOM
AKTUBHOCTH BBI3BIBAET YKA3aHHBIE BhIIIE CYObEKTUBHBIE CUMIITOMBI. [locnennue
BO3HUKAIOT TaK)KE€ B COCTOSHUU MOKOS. - 3 MalMeHTa, YTO COOTBETCTBYET 3,2% OT Bcex
6osbHBIX ¢ OIT.
B tabnune 2.2.12 npeacraBieHo pacupeaesieHne GyHKIIMOHAIBHBIX KJIaCCOB
CepICYHON HEIOCTATOYHOCTH cpeau nanueHToB ¢ XCH

Tabnuma 2.2.12

Pacnipenenenne QyHKIIMOHATBHBIX KJIACCOB CEPACYHON HEAOCTATOYHOCTU CPEAH

nanureHToB ¢ XCH

Bropuynas ®II
®.K. no NYHA abc. %
I d.x. 0 0
I ¢d.x. 59 64,8
I ¢.x. 31 34
IV ¢.x. 3 3,2
Hroro 26 100,0
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- UBC. HoctundapkrHbiii kapanockiepo3 ([IMKC) nuarnoctupoBan y 24 4yenosex -
12,9% ot Bcex BropuuHbIx @IT 1 10,7% Bcex 6ombHBIX ¢ DII);
- Hannume caxapuoro nuatera u 3a6oseBanmii LI{?K Ovuto 3aduxcupoBano y 95
MaIMUeHTOB, 4To cocTaBmiio 51,2% u 42% ot Bcex oOcneayeMbIX. Y MalUEHTOB C
MaTOJIOTUEN SHIOKPUHHONU CUCTEMBI BEpU(DUITUPOBAHBI CleAyIomKe 3a00ieBanus: y 34
YeJIOBEK COMYTCTBYIOIIUM 3a0oneBanueM Obina natojorus LK (TupeoTokcukos,
TUTIOTUPEO03), UTO cocTaBuiio 35,8%; y 17 uenoBek — caxapHblii JuabeT, KOTOPHIN B
MPOILIEHTHOM COOTHOIIeHuu coctaBmi 17,9%; oxupenue (UMT Gonee 35 kr/m2) y
octaBmIMxcs 44 manueHToB, U coctaBui 46,3% OT MaTonoruu BCeil IHAOKPUHHON
CUCTEMBI.
B tabnune 2.2.13 npeacTaBieHo pacupeiesieHIe MaToJIOTHH YHIOKPUHHON CUCTEMBI
Cpelly MalKueHTOB C BTOpUYHOM hopMoit GUOPMILISALINY TTpeICcepIuil.

Tabomuna 2.2.13

[TaimenTs! ¢ BropuuHoi popmoit DI, umeronire 3a001eBaHUs YHIOKPUHHOM

CUCTCEMbBI
Bropuunas ®II
3aboJieBaHMsi SJHIOKPUHHOM CHCTEMBI abc. %
[TaTosorus mMUTOBUIHON Kee3bl 34 35,8
Caxapnbrii tuadet 1 u 2 Thna 17 17,9
Oxupenue 44 46,3
Hroro 95 100,0

B tabnume 2.2.14 npencraBieHa COMyTCTBYIONIAS MATOJIOTHS Y JIUI] C BTOPUYHON
dbopmoit OI1
Tabmuna 2.2.14

ConyTcTByIoIIas MaToyorus y 001bHBIX ¢ BTOpU4IHON (hopmoit DI

a0c. % ot % ot Bcex
3adoeBanus BTOPUYHOMI PI1
oI
['unepronmnueckas 6ose3nsb | cramus 7 3,76 3,125
['unepronnueckas 6ones3ns |l ctagus 48 25,8 21,4




44

[I'unepronnueckas 6one3ns | cranus 116 62,3 51,7

UBC. Crenokapauu | GyHKIIMOHATBHBIH 8 4,3 3,58
KJ1acc
UBC. Crenokapaumu |l 17 9,1 7,58
(yHKUIMOHAJIBHBIN KJIacc
UBC. Crenokapaumu |11 16 8,6 7,14
(yHKUIMOHAJIBHBIN KJIacc
NBC. ITocTuH}apKTHBIN KapAUOCKIEPO3 24 12,9 10,7
XCH 1 craguu 3 1,63 1,3
XCH 2 craguu 44 23,9 19,6
XCH 3 craguun 44 239 19,6
OunokpunHas natonorus (C/I, 95 51,2 42
3aboneBanus 11DK)

[Tpu aTOM coueranue 2 HO30J0THI OBLIO 3aPUKCHUPOBAHO Y CIEAYIOIIETO
KOJIMYECTBA MALIUEHTOB:
- 'B+XCH - y 90 naiueHTos,
- I'b+ comyTcTByIOIIast MaToia0rus B BUIE€ 3a00J€BaHUN SHAOKPUHHON CUCTEMBI y 89;
- I'b +UBC. ITUKC - y 23 yenosek ¢ DIT;
- I'b u UBC. Crenokapaus - y 7 maruentoB ¢ I,
Coueranue 3 u 60J1€€ HO3OJIOTHIA:
-V 65 mammmenroB ¢ ®II - 'B+UBC. ITUKC+ XCH;
- ¥ 17 nauuentoB ¢ ®II - 'b+UBC. ITMKC+ 3aboneBanus SHIOKPUHHONW CUCTEMBI.

VY 5 manueHToB He 3aPUKCUPOBAHO HUKAKUX COMYTCTBYIONMINX 3a00JI€BaHUH,
kpoMme PII, ogHaKO UMENOCh MOpaKeHUE COCYI0B aTEPOCKIEPO30M, B CBS3HU C YEM ITH
MAIMEHTHI U ObUTA OTHECEHBI K TpyIine ¢ BropuaHoit hopmoii DII.

OTaenpHO BBICIEHO TaKoe rpo3Hoe ociokHeHue Teuenus: OII, kak HapylieHue
mo3rooro kpooodparienus (OHMK\THA). Cpeau Bcex manueHToB ¢ auaraozom OI1
(epBUYHASI ¥ BTOpUYHas opMa HapymieHus putMa) u3 224 yeinoBek y 14 B aHaMHe3e
nokymentupoBano OHMK/THUA. Cpenu vux 1 nauuenT ¢ nepsuyHoit popmoit @I, y

13 yenoBek — BropuuHas gopma DII.
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Bcem nanuentTam npousBeieH NoIcUeT CTpaTu(UKALUKA PUCKA Pa3BUTHUS
uHcynbTa 1o mkane CHA;DS;VASC. Takke mpou3BeIeH MOJCYET IIKaIbl pUCKa
pa3BuTusa kpoBoteueHus y maruenToB ¢ OIT - HAS BLED.

Cornacuo knunnyeckuM pekomenaamusiMm PKO, BHOA u ACCX «®ubpumnisuus
u Tpenetanue npeacepaui», 2020 r., ¢ yueToMm KomuecTBa 0aIOB, MOJYYSHHBIX 110
mkane CHA>DS;VASC, nanrieHTam, y KOTOPBIX PUCK Pa3BUTHS MHCYJIbTa ObLI OLIEHEH
B 0 6a)10B, aHTUKOATYJITHTHAS TEpaMusl HE Ha3HAYaIach, OCTAIBHBIM ObLIA Ha3HAYEHBI
nepopagbHble aHTUKOATYJISTHTHI: KaKk aHTaroHuctsl Butamuna K («Bapdapun») non
koHTpoJsieM nokazatesnss MHO (2,0-3,0), Tak u opanbHble anTHKOAryasHTel (OAK).

B nHamem uccnegoBanuy Mbl pa3ieNiuiig MalMeHTOB C IEPBUYHOHN (hopMoit
GbuOPpMILIAIINY TTPEACEPAUI IO BO3PACTHOMY KPUTEPHUIO — PA3BUTHE ITEPBOTO
napokcuzma OI1 1o 40 jeT ¥ manueHTsl, BO3pacT KOTOPHIX HA MOMEHT BOSHUKHOBEHUS
napokcusma crapuie 40mer.

- mareHTsl ¢ pazButreM OIT 1o 40 net (7 yenorek — 3,1% obcnenyemMbIx);

- ManueHTsl ¢ nepBbIM napokcuzmMoM PII B Bo3pacte crapiie 40 net (217
yesoBek- 96,9% obciienyeMpIx).

B tabnune 2.2.15 npeacraBieHo BO3pacTHOE pacnpeseneHre manueHTon ¢ OI1.
[TporenT BeTpeuaeMocTu 00IbHBIX ¢ puOprILIsAIHel npeacepauii 1o 40 net — 3,1%,
nanueHTsl ¢ Guodpmusinuen npeacepauit ctapie 40 jgeT coctaBisioT 96,9% u3 Bcex

naredaToB ¢ @II B Hanmem uccienoBaHUN.

Tadomuna 2.2.15

Bo3pactHoe pacnpenenenue nmanueHToB ¢ OII

oI
a0c. %
Ho 40 ner 7 3,1
Crapue 40 ner 217 96,9
Hroro 224 100,0
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Cpenu namuenToB ¢ nepBuyHoit popmoit OII, npu pazsutun 3ad6oneBanus 10 40
JeT, mpeodiajany MyXYHHbBL: 5 MY>KYUH, CPEITHUN BO3PACT KOTOPBIX cocTaBuil 33,6
JeT; U 2 KEHIIHMHBI, CPSHUNA BO3PAcT KOTOPIX cocTaBmi 34 roaa, (Tabiuma 2.2.16)
Tabnuua 2.2.16

[TonoBo3pacTHas XapaKTepUCTHKA MaUMeHTOB 10 40 neT

IHepsuunas PII
IManuentsl 10 40 aer a0c. % Cpennuii Bo3pact
My>KYUHBI 5 71,4 33,6
JKeHmuuet 2 28,6 34
Hroro 7 100,0

[Moarpynme nanuenToB ¢ ®I1 cormacHO KIMHKUKO - 3JIEKTpOKapArOorpadhuuIecKuM
dbopmam.

Cpenu Bcex nmanueHToB ¢ guarHo3zoM PII, naHHbIE pacnpeAeNTINCh CIIEIYIOIUM
obpazom:

- BriepBsie BoisiBiaeHHass @I — 0 manueHToB;

- [Tapoxcuszmainbnas OI1 (caMOCTOATENNbHO KyUPYIOMIAsICS, B OOJIBIIMHCTBE
ciaydaeB B TeueHun 48 yacoB. Hekotopsie mapokcusmbl @11 moryT npoaomxatbes 10 7
cyTok) Bcrpeuanach y 100 manuentoB — 44,6% oOcnenyeMbIx;

- [lepcuctupyromas ®IT (DI, kotopas quTcs 6osiee 7 qHEH, BKIFOYAs SMTHA30/1HI,
KyITUPOBaHHBIC KapIMOBEPCUEH MIIM METMKAMEHTO3HO CIYCTs 7 CYTOK U Ooiiee) y 64
yenoBek - 28,5%;

- Jnmurensno nepcuctupytomas @I (mmurensasiii stuzon @11 6onee 1 roga, npu
YCIIOBUU BBIOOpA CTpaTeTuu KOHTPOJs puTMa) y 13 yenosek - 5,8%;

- [TocTosinnas ®II (popma PII, korga COBMECTHO MAIMEHTOM M BpauoOM MPUHSATO
pelIeHre He OCYIIECTBIATh MOMBITOK BOCCTAHOBJIEHUSI CHHYCOBOTO put™Ma) y 47
genoBek— 20,9% cooTBeTCTBEHHO.

Knunuko-snexrpokapauorpaduueckas xapakrepuctuka nmaueHToB ¢ OII

npejcraBiaeHa B Tabuie 2.2.17

Tabmuua 2.2.17
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Knunuko-snexTpokapauorpaduyeckas XxapakTepucTuka nauueHTos ¢ OI1

DII

®opmbl PII aoc. %

Briepsrie BoisiBnennas OI1 0 0
[Tapoxkcuzmansuas OI1 100 44,6
[epcuctupyrormas OI1 64 28,5

JmutensHo niepcuctupytommas OI1 13 5,8
ITocrostauas OI1 47 20,8
Hroro 224 100,0

Yame Bcero y nanenTon ¢ @I Berpevanacs mapokcusmanbHas popma DII.
BeposTHee Bcero 3To CBA3aHO C TEM, YTO HAOOP MALMEHTOB B UCCIIEIOBAaHUE

nposoawics u B @I CCX, kyna nanueHTsl ¢ mapokcu3mMaibHoi popmoit OI1

MOCTyNAJIN IJIsI OIICPATUBHOI'O BMCIIATCIIBCTBA.

®opwmbl OIT npencrapiens! B Tabauie 2.2.18

Tabmuna 2.2.18

®opmel OII
oIl
®opmbl OIT abc. %
[Tapokcuzmanpuas OII 100 44.6
Hpyrue tunsr OI1 124 55,3
Hroro 224 100,0

2.3. MeToanl uccjieI0BaHus

AOGCOTIOTHO BCE MAITUEHTHI TIOJIBEPTIINCH KOMIICKCHOMY OCMOTPY, KOTOPBIM
BKJTFOYAJT B ce04:

COop anamHe3a (B TOM YUCIIE CEMEHHBIA aHAMHE3) | JKajo0;

OO0bekTUBHBIN ocMOTp (U3MepeHue A/l, mynbca, MepKyccus U ayCKyJbTalus

cepana, IICPKyCCHuAd U ayCKYyJIbTallus JICTKUX, ITaJIbIIallus )KI/IBOTa).
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ITpu cObope cemeiiHOrO aHaMHE3a 0c000€ BHUMAHKE YAESUIOCH HAINIHMIO
HACJIEeICTBEHHBIX/ TEHETUUECKHUX 3a00JI€BaHUM, B YACTHOCTU NATOJIOTUH CEPACUHO-
cocyaucrou cucreMsl: I'b, HapylieHne purMa U IpoOBOAUMMOCTH, paHHUM aHamHe3 UM
U APYTUX KOPOHAPOTE€HHBIX 3a00JI€BaHUM.

KJIMHUKO — MIHTPYMEHTAJIBHBIE METO/IBI MCCIIEIOBAHMUSI, BBITIOJIHACMBIC

MalreHTaM OCHOBHOM U KOHTPOJILHOM TPYII, yKa3aHbl B CJICAYIONICH MOArIaBe.

2.3.1 KINHNKO-UHCTPYMEHTAJIbHbIE MeTOAbI MCCIe0OBAHUS

Knuanko-uHCTpyMEHTaIbHbIE METO/IbI BKJIFOYAIH B CEOSI:

- DnekTpokapauorpaduio;

- Dxokapaunorpaduro;

- Koponapoanruorpadmuio;

- UpeCnuineBoAHYI0 3X0KapAauorpaduio;

- X0NTepoBCKOE MOHUTOPUPOBAHHE;

- BennospromeTpus;

- PEHTreHOCKONus KenyaKa,;

- Pentrenorpagusa OT'K;

- V3U muToBUIHON KEJIE3HI.

DnekTpokapauorpadus Oblia BKIIIOYEHA B 00s3aTEIbHOE UCCIIe0BaHUE BceM 224
o0OcneyeMbIM U3 OCHOBHOM T'PYIINBI U BCEM MAIIMEHTaM TPYIIIBI KOHTPOJIS.

Ha ocnoBanuu gannbix OKI' ycranaBnuBaicsa nuarno3 ®I1. 3anuch
ANEKTPUUYECKON aKTUBHOCTH CEPJILIa OCYIIECTBISIACH B 12 001IEIPUHSITHIX
otBeneHusX: 3 crannaptHbix orBenenus (I, I, 111), 3 ycunennbix orBenenns (AVR,
AVL, AVF), 6 rpyausix otBenennii (V1, V2, V3, V4, V5, V6).

DnekTpokapauorpapuyeckue Kpurepuu auarnoctuku OI1:

- HAJIMYWeE 3aperUCTPUPOBAHHOTO 3MU30/a apUTMUU ¢ XapakTepHbiMu JKI -
npu3HaKamu (OTCyTcTBHUE 3yoOna P, HeperynsapHbie muHTepBaiibl R-R, Hanmmaue BoH F)

JINTCIIBHOCTHIO HE MCHEC 30 CCKYH/,; Bcem manueHTaM, BKJIFOYCHHBIM B UCCIICAOBAaHHC,



49

BO BpEMsI TOCIUTAIN3ALUHU POBOIMIACH IIEKTPOKapArorpadus Ha CTallMOHAPHBIX
anmnaparax.

Oxokapauorpadus NpeacTaBiIsieT cOO0M HE UHBA3UBHBIM METOJ YIbTPa3BYKOBOTO
uccienoBaHus MOPPOJIOTUYECKUX U aHATOMUYECKUX CTPYKTYp CEp/LIa, a TAKKE €ro
KJananHoro anmnapata [164]. [Ipu npoBeneHrH IpoLeAyphI, B IPOTOKOJI BHOCHITUCH
JaHHBIE 0 pa3Mepax nojocten kamep cepaia, Tonmuaa MXKIT u 3CJIK, dpakius
BbIOpoca JIK.

Bcewm nanmenTam, B konnuectse 139 yenosek, rocnutanusupyeMsiM B PLICCX,
nepen nposeaeHueM onepatuBHoro jgedeHuss PII mposoaunocs UITOx0KC, ¢ uenpro
oOecrieueHus 6osnee kauecTBeHHOM Bu3yanuzanuu JII u ymika JII1, koTopsie B cBOIO
ouepeib SBISIOTCS OCHOBHBIMU UCTOYHUKAMH TPOMOOOOpa30BaHHsL.

[Tocne mpoBeeHMs ONMEPATUBHOIO BMEIIATEILCTBA MAlMEHTaM [TPOBOIUIIACH
noBTopHast 9xoKC. B nunamuke ouenuBanocs CIJIA, @B JDK u pa3mepsl nojgoctei
KaMep cepala.

C uenbto uckiroyenus: auaraosa MbC Bcem nmanueHTaM, NpOXOAUBIINM JIE€UEHUE
B @I CCX nepen onepaTuBHBIM JICYEHHEM, TPOBOAMIACH KOPOHAPOAHTHOTpAPUSI.
KAI" — ManonHBa3uBHOE ONEPATUBHOE BMEIIATEIBCTBO, LIEIBIO KOTOPOTO SIBISETCS
BU3YyaJIU3allisl KOPOHAPHBIX COCYJIOB MIYTEM BBEJICHHSI PEHTT€HKOHTPACTHOTO BEILIECTBA.
WNudopmariusi, momydaemasi B X0/i€ 3TOM MPOLEAYphI, B IEPBYIO OYEPEIb MTO3BOJISET
OTIPEICIUTh OOCTPYKIIMIO COCYZIOB CEP/IIla, ONPEIEIUTh XapaKkTep MOpaKeHUs, UxX
aHaTOMHUYECKOEe CTPOEHHE U OLIEHUTh KPOBOTOK. Kpome Toro, Takum 006pazomM MOKHO
YCTaHOBUTH HAIMIKE U KOJIMYECTBO KOJUTaTepaIbHBIX cocynoB [27]. M3 139 nanueHToB
y 28,3% (40 uenosek) UbC He moaTBEpANIACS.

Jlnis onpenenenus: BapuaOeabHOCTH putMa, nuHaMuku YCC, ¢ 1eablo0 yTOUHEHUS
HaJIM4YMs UIIEMUYECKUX U3MEHEHMI B TKAHSAX MUOKap/a U 00CTOSATEIBCTB UX
Bo3HuKHOBeHUs, 100 marmenTam nmpoBoamnack 24 gyacosas 3amuchk IKI (xonrepoBckoe
MOHHUTOPHPOBAHNUE), 3aIUCh OCYIIECTBISIIACH CUCTEMOM AJIsi aMOyJIaTOPHOTO
JIEKTPOKApIUOTrpaPUIecKOro MOHUTOpUpOBaHus «Maxaon», «Banenray. [162, 163].

[NamenTam, 6€3 aOCOMOTHBIX MPOTUBONOKA3aHUMN, [ YTOUHEHUS ()OPMBI

GUOpUIIALIY TIPECEeP AN, TOMHUMO MPOBEACHNUS HHBA3UBHOU nuarHocTuku — KAT,
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MIPOBOJMIIACH HE MHBAa3UBHas - Besosprometpust (BOM), ¢ 1iesbio BbISIBICHUS
comytctBytoei natonorun (UBC, I'b). Harpy3ounas npo0a npoBoauiacsk npu
MOJIOKEHUH ManeHTa cuad. [lepes Hauamom npoBeaeHus: Harpy304HOU MpoOkl y
nanueHTa ouenuBanock AJl, mpoussoaunack 3anuck OKI' B 12 ctangapTHBIX
oTBeleHUsX. B TeueHnue nepBrix 5 MUHYT (pu3ndeckas Harpyska cocrasisiia 300
KrM/MHH. B ciiydae, ecnu nanueHT He npeabsaisia xkano0, a A/l u UCC yBennuuBanuch
IPOMOPLUHUOHATIBHO cHUiie (PU3UUECKON HArpy3KH, TO Ha Ka)JOM IOCJIEeAYIOLIEM dTare
MOIIHOCTh yBeJInuuBanach Ha 150 KrmM/MuH 0 MOMEHTa npekpanieHus: npoosl. Bo
BpeMms nposenenns BOM, 3anuce OKI' perucrpupoBanacek kaxasie 30 cexyHa. [1o
OKaHYaHWH NMPOOBI, MAIMEHTY MPEJOCTABISIICS 5 MUHYTHBIN OT/IBIX, B TEUEHUE TIEPBBIX
2 munyT OKI' peructpupoBanace HENPEPBHIBHO, B MOCIEAYIONIEE BpeMs — Kaxabie 30
cekyH[. [locne 5 MUHYTHOTO OTZIbIXa MOBTOPHO HU3Mepsiaock AJl u mpousBoauiach
3amuch DKI' B 12 cTangapTHBIX OTBeJeHUAX. MOIIIHOCTh HATPY30K MPH MPOBEICHUN
o0crieToBaHMs JOBOJIUIIHN 10 cyOMakcuManbHOTO (75-80% 0T Bo3pacTHOM
makcuManbHOH YCC) WK moporoBoro ypoBHs, KPUTEPHUIMU KOTOPOI'O CUUTAIIN
kinuHnueckue u DKI' npusnaku, npunsateie BO3. [Ipu BeIsBIIEHHH HapyLIEHUS pUTMa
cepAla, 3MU30ax UIIEMUH, TOBBIIIEHUN apTEPUATBLHOTO JABJICHUS WU TIPEBBIICHUS
3Hauenuit cyomakcumansHoit HCC (80% oT Bo3pacTHOM MakcumanbHoi UCC),
OCTaHaBIIMBAJIA HArpy304YHYI0 Mpo0y u npousBoamiu 3anuck IKI' B Teuenue 6oiee
IPOJIOJKUTENIBHOTO NIEPUOJIA.

PenTrenockonuio xeayaka MpoBOAMIN MAllMEHTaM C XapaKTePHBIMU Kalo0oaMH,
JUI UCKITIOYEHMS I3BEHHON OO0JIE3HU JKeITyIKa U IPhDKU MUIIEBOIHOTO OTBEPCTHUS
muadparmsl. [lepen npomenypoit namueHT codmoaan 12 4acoByro TUETY, a B KAUECTBE
PEHTI€HKOHTPACTHOI'O BEUIECTBA UCIIOJIb30BAJIaCh OapreBasi B3BECh.

Jlnst Bepudukanuy XpoHUYECKUX 3a00JIeBaHIi OPOHXOJIETOYHON CUCTEMBI
MPOBOAMIACH peHTreHorpadus rpyaHon kieTku win OJII B AByX MPOEKIUAX, IO
HEOOXOAMMOCTH — CIIUpaJIbHAs KOMITBIOTEpHAs TOMOrpadus rpyIHOM KIETKH, a JJis
HCKJIIOYEHUSI OOCTPYKTUBHBIX 3a00JI€BaHHI OPraHOB JbIXaHUs — criuporpadus ¢

OpOHXOAMIIATALIMOHHOU MPOOOIA.
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VY nanueHTOB C MOBHIIIICHHBIMUA 3HAYCHUSIMU TOPMOHOB IITUTOBUIHOMN KEJIE3HI -
TTT, T3 cB06., T4 cBOO., C LIETBI0 UCKITIOUECHUS TATOJIOTUU SHIOKPUHHOU CUCTEMBI,
npoBoaniiocs Y 3.

Taomuna 2.3.1.1.

MeTOI[BI JUArHOCTUKHU B OCHOBHOU IpynIc nanucHTOB

Bun uccnenoBanus [TanuenTs! ¢ [TaniuenTs! 6e3
OTIEPATUBHBIM JICUCHUEM OIIEPATUBHOTO JICUCHHUS
(n=139) (n=85)

abc. % abc. %

OKT 139 100 85 100

OxoKC 139 100 85 100
KAT 139 100 44 51,7

BOM 83 59,7 17 20

XM-3KT' 83 59,7 17 20

UIldxo 139 100 2 2,3
Pentrenockonus xemyaka 3 2,1 8 9,4
Pentrenorpagus OI'K 139 100 85 100

2.3.2 JIaGopaTopHbIe METOAbI UCCJIEI0OBAHMS

V¥ Bcex 224 naiieHTOB OCHOBHOM TPYIIIbI, TOMUMO BBIIIIEONUCAHHBIX
WHCTPYMEHTAJIBHBIX 00CIIeIOBaHUM, TPOBOJMWINCH JTA0OPATOPHBIE METOTHI
UCCIIEIOBAHUS .

- KJIMHAYECKHUI aHAJIN3 KPOBH: KOHTPOIMPOBAIIN T€MOTIO0NH, SPUTPOIIHTHI,
neiikonuThl, COD — ¢ 1eJIbI0 UCKIIIOYUTHh AaHEMHUIO U BOCHAJINTENILHBIE 3a00IeBaHus. Y
MY)KYHH JIoITycKajcs ypoBeHb 3HaueHuss HB 130-160 1\, y xenmua 120-150 r\i.
OputpouuTsl y Mmy>kunH 4,0-5,1 *10*9, y sxenmun 3,7-4,7 *10*9. YpoBeHb
JICHKOIIMTOB Y MY)KYUH ¥ keHIIHH 4-9 ¥*10*12. COD He noipkHO npeBbimath 10 mm\a y

MYXK4YUH 1 15 MM\4 y sKeHITUH
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- OMOXUMUYECKUI aHATTU3 KPOBH, B YACTHOCTU — OMIMPYOUH, TUMIHUI0TpaMMa
(ypoBenb XC u ero ¢pakiuit), KpeaTuHUH, MoueBHHa, TpaHcaMuHaszbl (AJIT, ACT).
Bce >t mokazaTenu HeoOXOAUMBI 1J1 OLIEHKU (DYHKITUU TIEYEHU U MOYEK, U MPU
HaJIMYUU CYIIECTBYIOIIEH MPoOJIeMBbI, pellieHre Bonpoca o npoeaeHun KAT,
OTEPaTUBHOTO BMENIATEILCTBA (KaTeTepHast abaius), a TAKKe JJIsl 3al0JTHEHUS Kb
CHA,;DS;VASC. Bcem nanuenTam 3a CyTKU nepej ciadeil OMOXUMMUYECKOTro aHaIn3a
KPOBHM PEKOMEHI0BajIaCh AMETA C OTKAa30M OT KHPHOTO U >xapeHoro. Hopmoit
cuntanuch rmokaszarenan XC Hrwke 4,9 MMOJIb\I, pEKOMEH/IOBAaHHBIC IICJICBbIC
nokaszatenu XC JIHIT coctansroT <1,4 Mmmoib\t (<55 Mr\mi) 1uist JTUI] ¢ OYEHb
BoIcOKUM prickoM CC3, <1,8 mmounb\in (<70Mr\mj1) U1t BRICOKOTO pHCKa, <2,6 MMOJIb\I
(<100 mr\mn) most ymepersoro u <3,0 Mmodb\t (<116 mr\mi) ais HU3KOTo prcKa
passutus CC3 [145]. Bunupyoun no 20,5 mxmounb\ir; kpeatuaud 60-130 MKMOIIB\T;
moueBuHa 3,5- 9 mmmonb\t. AJIT, ACT 1o 30 u B HOpMe He IPEBBIIIAET TPEX HOPM.
[ToMrMO BBILIEONTMCAHHBIX MTOKA3aTEIEH, NAIMEHThl HATOUAK CAaBaju TIoKo3y (3,3 -
5,5 mmob\in), rukupoBanHbii HB (% He mpessiinaet 6,5) —C HeNblo HCKITFUCHUS
caxapHoro auabera.

- ortleHnBaM ypoBeHb TopMoHOB LK (o6muii T3 — 80-220 ur/mr; cBoboaubIi T4
- 0,7-1,9 ur/nn) u yposens tupeorporHoro ropmona (TTI — 0,5-5,0 MME/n) nns
UCKJTIOYEHUS BIUSHUSA TUC)YHKIIMY IMUTOBUTHOM jKeTe3bl, HOoT0AUPUITUTHOTO
COCTOSIHUSL ¥ aMHUOJIapPOH — MHYIIUPOBAaHHOT'O THPEOTOKCHUKO3a). 3a00p aHaIn3a
MIPOBOJIMIICS C YTPa, HATOIIAK;

- HCCJICAOBAHNC KPOBH HA MOJICKYIISAPHO - TC€HETUYCCKUIN aHAJIN3.

2.3.3. MoJyieKkyJISIpHO — TeHeTHYECKU aHAJIH3

MoneKyJIsIpHO — TEHETUYECKOE MCCIIEIOBAHUE OCHOBHOM IPYNIbI IPOBOAUIN B
HUU monexynsapHoit MmeaunuHbl 1 naTtoonoxumuu Ha 6a3e KpacI'MYVY u B maboparopun
MOJIEKYISIPHO-TEHETHUECKUX UCCIEOBAHUM TeparneBTUYECKUX 3a00JIeBaHUM Ha Oa3e
reHetuyeckon naboparopun HUU Tepanuu u nporiakTHyecKo MEAUIIUHBI —

bunmnana ®I'BHY «DenepanbHblii HCCIEA0BATEILCKUHN IEHTP VHCTUTYT IIUTOIOTHH U
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reHetuku Cubupckoro otaenenus Poccuiickoit akanemuu Hayk» B I. HoBocuOupcke.
O6bexToM uccnenoBanus spiscs oopasen JJHK, BoiaeneHHbli U3 BEHO3HOW KPOBU
nanuenTa. ['enomuyto JIHK BbIensi ¢ CMonb30BaHUEM KOMILJIEKTA PEAreHTOB JJIs
Boienenus JJHK. Okcrpakums JIHK nponsBoaunace cTporo no MHCTPYKLUH,
onucaHHoM B 3aBojickoi ynakoBke ExtraPhen (OOO HII® «ATI -buotex», Poccus).
[Tomy4yeHHBINH 0CaIOK PACTBOPSUIM B JUCTUIUIMPOBAHHOW BojAE A0 KoHueHTpauuu JJHK
0,5 mxr/mki1. CynepHaTaHT, OJyYeHHBIN B pe3yibTaTe eHTpu]yrupoBanus,
UCIIOJIb30BAJIN JUIsl HTOCTAHOBKH aMIUTA(DHUKALIUU.

I'enorunuposanue noaumopdusma rs10824026 rena SYNPO2L npoBonunu
metoaom [P c ITJIPD.

s rerorunupoBanust 1o 1510824026 rena SYNPOZL ucnonbs3zoBaiiu npaiMepsl:
5’-GGAAATGCAAAGTGTTTCTGTTTC -3°(F) u 5°-
TCAAGTAATCTATCTGCCTGCC-3’(R).

Cwmecsw quisa TP o6wemom 25 mki Bmrovana: Tpuc-HCI (pH 9,0) 75 MM,
(NH4)2S04 20mM, Tween-20 0,01%, 2,5 MM MgCI2, o 0,6 MM kaxxgoro mpaiimepa,
0,2 MM cmecu ANTP, 2 mkr JIHK, 1 enunnny aktuBHoctu Taq-JHK mommmepasbr
(«Cu62n3uM», HoBOCHOUPCK).

AMIUTH(GUKAIIIO TPOBOIAIIHN TIPU CIEAYIOIIEM TeMIIepaTypHOM pexkume: 31
MKJI, BKJItoUaronui nenarypanuio rnpu 950C B Teuenne 30 CeKyHI, OCJIE Y€TO OTKUT
npaiimepoB mipu 600C B Teuenune 30 cexyna u 3atem aonramus npu 720C B Teuenne 30
CEeKyHJ1. PecTpuKINIO MPOBOAWIM C MOMOIIBIO 5 €IMHUL aKTUBHOM pecTpukTassl Taql
(«Cub62nu3uM», HoBocubupck). JleTekiuio npoiyKToB aMILTU(UKAIINN U PECTPUKITUN
OCYIIECTBIISLIA METOJIOM BEPTUKAIBHOTO 3JIeKTpodopesa B 5% MoTuakpuiIaMuIHOM
relie ¢ MOCJIEIYIONINM OKpainBanueM OpomucteiM dtuanem (EtBr).

[TonyuenHsli pa3mep npoaykTa amruindukanuu cootserctBoBai 161 m.uH. [locne
MPOBENICHUS PECTPHUKIIMU TIPU TeHOTUTIE A/A 3aperucTpupoBaH npoaykt 161 m.H., mpu
G/G renoturie - npoAykThl 142 m.H. 1 19 1.H., npu rerepo3urotHom renotune A/G Bce
MEpEUUCIICHHbIE TPOAYKTHL: 1611m.H., 142 n.H., 19 m.H.

I'enorunupoBanue nomumopdusma rs3740293 rena MYOZ1 npoBoawim

metoaom 1P c ITJIP®.
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s reHotunupoBanus 1S3740293 rena MYOZ1 ucnonb3oBanu npaimMepsl: 5’ -
CTTTCCAACCAAGTATGTCT -3’ (F)u 5’-CTGTTTACTTCTCACTGAAGATT-
3’(R).

Cwmecsh g TP o6vemom 25 mka Brurovana: Tpuc-HCI (pH 9,0) 75 MM,
(NH4)2S04 20mM, Tween-20 0,01%, 2,5 MM MgCI2, o 0,6 MM kaxxgoro mpaiimepa,
0,2 MM cmecu dNTP, 2 mxr IHK, 1 enununy aktuBaocty Taq-/IHK nonumepass
(«Cu632u3uM», HoBOCHOUpPCK).

AMIuTuUKaIuo NPOBOIUIN B CIEIYIOUIEM TEMIIEpaTypHOM pexume: 31 nukd,
BKJIIOUaromuii eHarypanuto npu 95 C B Teuenue 30 ceKyHa, OTKUT MTpailMepoB Mpu
61C B Teuenue 30 cexyna u anonranus npu /2 C B Teuenue 30 cexyna. Pectpukimro
POBOAMIIN MPU TTOMOIIM 5 enuHull akTuBHOM pectpukTassl Hinfl («Cub2u3umy,
HoBocubupck). JleTekinio npoayKToB aMIIn(UKAIUU U PECTPUKIIMU OCYILIECTBIISLIN
METOJIOM BEPTHKAJIBHOTO 3JieKTpodope3a B 5% MoMakpuIaMuIHOM rejie C
MOCIIEYIOIINM OKpaluBaHueM OpoMucTbIM dTuaueM (EtBr).

Pasmep npoaykra ammmuduxanuu 181 n.H. [locie npoBeaeHUsT peCTPUKINY MPU
reHotune A/A nerextupoBaics nmpoaykT 181 m.u., mpu C/C reHoTune - mpoyKThl

160 1. u 21 n.H., npu rerepo3uroTHoM renotune A/C Bce nepeuncaeHHbIe MPOTYKTHI:

181 n.u., 160 1.H., 21 1m.H.

2.3.4 MeToabl CTATUCTHYECKOI0 AHAJIN3A

JIns BeIsIBIICHMS BKJIaJa HacueACTBEHHOCTH B pa3Butue OII u ee oTaenbHbIX
¢dbopM OBLT TPUMEHEH METO/T JOTUCTUIECKOTO PETPECCHOHHOTO aHain3a. B kauectBe
OTKJIMKA paccMaTpUBaIUCh OMHapHbIe epeMeHHbie, rae 0 — nanuenTsl 6e3 OII (
KOHTpPOJIbHAS TpyImma uccienoBanus, 1 — mamuertsl ¢ OII (unm ee oTaenbHBIX GOPM U
BApUAHTOB)- OCHOBHASI TPYyIIa UCCIIEOBAHMS.

B nccrnenoBanue BBeA€H psii NPEIUKTOPOB, TAKUX KaK MOJ OOJIBHOTO U
cootBeTcTBYIOmKE reHoTunbl 1510824026 u rs3740293. Hamu onpenenensl OMHapHbIe
nepeMennbie. [{ns rena rs10824026 ykazanbl 1Ba BapuaHTa: 1) mpuCyTCTBUE

PEIECCUBHOM TOMO3HUTOTHI 110 ajuteinio G/G mpoTHB JOMUHAHTHOTO ajuiess A (Ham4aue
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y manueHTa BapuanToB A/A unu A/G); 2) npucyTcTBUE TOMO3UTOTHI A/A MPOTUB TEX
TCHOTHUIIOB, KOTOPBIE BKIIIOYAIOT perieccuBHbI awenb G (A/G wim G/G). Jlns rena
rs3740293, ¢ yueToM OTCYTCTBHUS B IpyIax HaOIIOICHUS TOMO3UTOT 10 PEIECCUBHOMY
amento C, HaMHU KCIOJIb30BaHa TOJIBKO OJIHa OMHApHAas epeMeHHasi, CoAepIKalas a8a
BapuanTa remotuna A/A u A/C.

Mopesnb T0TUCTUYECKOM perpeccuu MpeACcTaBiIsieT 3aBUCUMOCTb Jlorapupma
[IaHCA HACTYIUICHUS IPOrHO3UPYEMOTO COOBITUS OT TUHEHHON KOMOUHAIINU

(l)aKTOpHBIX NMCPCMCHHBIX

1
P=7 1 o—(0,178+1,296%)

rae,

P — BEpOSITHOCTh MMPOTHO3UPYEMOTO COOBITHS,

€ — OCHOBaHHUE HaTypayibHOro jorapupma 2,72,

b0 —xoHcTaHTa MOJEIH,

bn — ko3 GUIMEHT MPHU MPEAUKTOPE XN, MOKA3BIBAIOIIUI U3MEHEHHE
norapuMUYECKUX IIAHCOB, BHI3BAHHOE €IMHUYHBIM U3MEHEHNEM HE3aBUCUMOMN
IIEPEMEHHOM,

N — NOPSAIKOBBII HOMEP MPEIUKTOPA, BKIIOUEHHOTO B YPaBHEHUE.

[IpornocTryeckas MOJIE€Ib JOTUCTUYECKON perpeccun Obliia MOCTpOeHa B 2
niara.

[lepBsIii mar — UCMOIB30BaHWE MHOTO(AKTOPHOTO AITOPUTMA C
MPUHYIUTEITHHBIM BKIIOUYEHUEM BCEX HEOOXOUMBIX TMPEAUKTOPOB B MOJEIb IS
MIPOBEPKU CTATUCTUYECKON 3HAUMMOCTH UX 3HAUUMOCTH (IIPOrHOCTHYECKOM ponu). Ha
BTOPOM IIIare METOJIOM MOIIaroBOro BKJIIOUEHUSI 00€CTIeYeHO MOCTPOSHUE
JIOTUCTUYECKON PErPECCUOHHON MOJENM, KOTOPas BKIIKOYaJla TOJIBKO CTATUCTUYECKHU
3HAYMMBbIE MPEAUKTOPHI. Peub B JAHHOM Cilydae MOKET UIATH MPUMEHHUTENBHO KaK K
0JIHO(AaKTOPHOM, Tak U K MHOTOaKTOpHOU Moaenu. [Ipu moctpoernn Moenei
MCIIOJIb30BANIACH OLICHKA 3HAYeHUU ko3 duiirieHTa AeTepMuHanuu R2, yka3piBaromero
Ha JIOJII0 BIUSIHUS IPEAUKTOPOB, KOTOPhIE OB BKIIOUYEHBI B MOJICTb HA U3MEHEHHE

3aBUCUMOM MEPEMEHHOM.
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OneHka cTaTUCTUYECKOM 3HAYMMOCTH MOJIENH Oblila OCYILIECTBIIEHA MPU
nomotu kputepus x2 Banbna. [Ipu 3nauenun p<0,05, HyneBas runoreza oo
OTCYTCTBHH CTATHCTHUYECKOW 3HAUMMOCTH MOJEIN HE MPUHUMAIIACH.

[IpoBepKy MOAETN UCXOAHBIM JaHHBIM MPEACTABISIIHN C TOMOIIBIO KPUTEPHUS
cornacust Xocmepa-Jlememena. [lpu p>0,05 Haubosee npaBuIbHON ABIISJIACH THUIOTE3a
O COIJIaCOBAaHHOCTH MOJIENH.

[TapaMeTpbl JIOTUCTUYECKON PETPECCUN OILIEHWBAIMCH Ha OCHOBAHUU
noka3zarens orTHomeHus maHcoB (OR — odds ratio). [Ipu nonoxutensHOM
ko3 durmente b, 3rauenne OR Gonpiie 1, 9T0 yKa3piBaeT Ha MOBHIIICHNE IIIAHCOB
HACTYIUICHHUS TPOTHO3UPYEeMOro coObitus. Ecin koo duimenT b sBusercs
orpunarenbHbiM, OR MpuHIMaeT 3HaYeHWE MEHBIIE 1, 9TO yKa3bIBaeT Ha CHUKCHHE
IIAHCOB HACTYIUICHUSI IPOTHO3UPYEMOTO COOBITHS. 3HAUYEHUE OTHOIICHHUS IIAHCOB
CUMTAIIU CTATUCTUYECKU 3HAYUMBIMHU, €Clii B €10 95% noBepUTENbHBIN UHTEPBAJ HE
norajana eIuHuIIA.

Pe3ynbpTaThl MPOrHO3UPOBAHUS OLIEHUBAIHU MO JIOTUCTUYECKUM PETPECCHOHHBIM
mozensiM 1ipu nomon ROC-aHann3a Ha OCHOBaHUU JaHHBIX 00 UX UYBCTBUTEILHOCTH
u cneruuyHocTu. KonudyecTBeHHas OlIEHKA Pe3yJIbTaTOB OblJla MHTEPIPETUPOBAHA 110
ROC-kxpuBsiM ¢ onterkoit mokazatens AUC (Area under ROC curve — miomaas mou
ROC-xpuBoii). YucioBoii mokazarens miomaad oT 0,9 1o 1 ykasplBaeT Ha OTJIUYHOE
kauecTtBo Mojenu, oT 0,8-0,9 — cOOTBETCTBYET OYECHB XOpOIIeMy KauecTBY MozenH, 0,7-
0,8 — xopomemy, 0,6-0,7 — cpeauemy, 0,5-0,6 — HEYTOBIETBOPUTETHHOMY KaueCTBY

MOACIIN.
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I'TIABA 3. PE3YJIBTATBI HCCJIEJOBAHUSA

3.1. Knnanuyeckue 0COOCHHOCTH MALMEHTOB € MePBUYHON U BTOpU4HON DII

VY nmanueHToB OCHOBHOM TPYIIIBI C JOCTOBEPHO MOATBEPKIACHHBIM TUAarHO30M
®I1 6pu1a mpousBeieHa olieHKa KinHudeckux cumntomoB PII no kinaccuduxanuu Eu-
ropean Heart Rhythm Association (EHRA — EBpomneiickas acconuaiius cepaeqHoro
purma) (I kmacc — «Het cumnToMoBy, |l kitace moxesnex Ha lla — «ierkue CUMITOMBIY,
HOpMaJIbHas MOBCEIHEBHAsI aKTUBHOCTH He HapyiieHa u 11b — «cpenne BeipaskeHHas
CUMIITOMATHUKay, OIIYIIeHUs, cBsi3aHHbIe ¢ DI, 6ecrokosAT namnueHTa, HO HopMaJbHasl
MOBCETHEBHAS JEATEILHOCTh He Hapymaercs, |1l knace — «BeIpaykeHHast
CUMIITOMATHUKay, HOpMaJIbHas TIOBCETHEBHAS aKTUBHOCTH 3aTpyaHeHa, |V kiacc —
CMHBAJTUIUZUPYIOIINE CUMIITOMBI», HOpMaJIbHAsl TIOBCETHEBHAS AaKTUBHOCTH HE
Bo3MoxkHa. [llkana EHRA npeanonaraeT Toiabko aHau3 CyObeKTUBHBIX OIYIICHHMA
NaIMEeHTOB, CAMIITOMOB, BKJIFOYAIOIINX B ce0s TOJIOBOKPY>KEHUE, YYBCTBO MepeOOeB B
pabore cepana, cepamneOrueHne, MOBIIIEHHYIO YTOMIISEMOCTh, OJIBIIIKY MTPU
NPUBBIYHON paHee GU3NUEeCKOi Harpy3Ke, CHUKEHHE paboTOCTIOCOOHOCTH, OOMOPOK,
cBa3aHHbIX ¢ DI, KOTOpBIE MOCIE BOCCTAHOBIEHUSI CHHYCOBOTO PUTMa (KyHIUPOBaHUs
napokcuszma OII) u r3ppekTHBHOTO KOHTPOJIS puTMa (IIPH MAPOKCHU3MATBLHON 1
nepcuctupytomiei popme @IT) umm 9acTOTHI CepCUHBIX COKpAIIEHUH (pH
nocTostHHOM hopme DII) MOITHOCTHIO TPOXOAAT UM UMEIOT TEHIACHIIUIO K
ymenbienuto [155,160]. B tadmmme 3.1.1. mpeacTabieHa oleHka CHMIITOMOB Y
nanueHToB ¢ nepBuyHoil ®I1 u Bropuynoit ®II no mkane EHRA.

Cpenu manueHToB ¢ nepBuyHOi @I1 cTraTcTHYECKH 3HAYUMO Yalie mpeodaagat
I kmacc onenkm TskecT cuMnToMoB DI mo mkane EHR A— «HeT cuMnromMoBy, 4TO
coctaBmiio 47,5%. Cpean marnuieHToB ¢ BTopudHoi dhopmoit OIT ctaTucTrdecku
3HaunMo yaile peructpupoaiics 11l knace - «BbipaxeHHas cumnrTomatukay (32,6%).
Craructuuecku 3HaunMmble paznuuus (p <0,05) noarsepxaens! nis nanueHToB OII ¢ |
u III xiraccoMm OIeHKH KIIMHUYECKUX cUMITOMOB 110 mkajie EHRA, garo
CBUJICTEIILCTBYET O TOM, YTO HAJIMYME COMYTCTBYIOIIECH MATOJOTUH YTSHKEIISIET TEUCHUE

OIL
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Tabmuma 3.1.1
OneHka KITMHUYECKMX cuMOTOMOB 1o mkaie EHRA y nanueHToB ¢ nepBuuHoil 1

BropruyHOi DII, He 3aBHCUMO OT ee (PopMbI

Knace | Manuentsl ¢ [IPII (n=40) | [Tauuentsl ¢ BOII (n=184)
EHRA abc. % abc. % P
I 19 47,5 49 26,6 0,017
I 18 45 57 30,9 0,09
11 3 7,5 60 32,6 0,04
vV 0 0,0 18 9,8 0,128

[Tpu paznenenun |l kiacca oneHkn kKIMHUYEeCKUX cuMnToMoB 1o mkaie EHRA na
MOJKJIAcCChl & M D, TO ecTh MpH KCHOJIb30BaHUU MoauduiupoBaHHoH mikanel EHRA,
MOJIYYHIJTUCH CIIEAYIOIIUE pe3ynbTaThl (Tabnuma 3.1.2.):

Tabmuna 3.1.2
OreHKa KIMHUYECKUX CUMIITOMOB 10 MouduimpoBanHoi mkane EHRA y

MAIMEeHTOB ¢ MepBUYHON U BTopruHor PII, He 3aBUCHMO OT ee (POpPMBI

Kaace | ITanuentsl ¢ IIPII (n=40) | Ilanuentsl ¢ BOII (n=184)
EHRA a6c. % abc. % P
I 19 47,5 49 26,6 0,017
Ila 9 22,5 21 11,4 0,067
b 9 22,5 36 19,6 0,674
i 3 7,5 60 32,6 0,04
vV 0 0,0 18 9,8 0,128

[Ipy oLileHKE KIMHUYECKUX CUMIITOMOB Yy NAIUEHTOB C IEPBUYHON U BTOPUYHOU
@I1, HezaBUCUMO OT €€ (POPMBI, MPU UCTIOTH30BAHUHI MOIU(DUIIMPOBAHHOMN IIIKAIIBI
EHRA (Tabnuua 3.1.2) He BBISIBJIEHO CTATUCTHYECKU 3HAYMMBIX PA3IMUUM TIpU

nmoApa3aciacHuun Il xmacca OLOCHKH CHMMIITOMOB Ha COOTBCTCTBYIOINUC ITOAKIIACCHI.
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[TanmenTtam ¢ paznuuabiMu (opmamu OII npoBeneHa aHaIOTMYHAs OLIEHKA 110
mkane EHRA. Huxe npencraBiieHbl NOdy4YeHHBIE pEe3YyIbTaThI.
B tabnuue 3.1.3. npeactaBieHo pacipeaesieHUe NalMeHTOB ¢ MapOKCU3MaIbHOM
dbopmoit OII no mkane cumnromo EHRA.
Tabnuua 3.1.3
OneHka KIIMHUYECKUX CUMIITOMOB Y MTAIIMEHTOB C IEPBUYHON U BTOpUUHON PII

no mogudunupoBanHoi mkaine EHRA y nannentos ¢ napokcuzmanbHoi OI1

IMauuenTsi ¢ DI, IManuenTtsl ¢ BOII,
napokcu3MaibHas Gopma napokcu3MaibHas Gopma
Kunace (n=26) (n=75) P
EHRA a6c. % abc. %

I 12 46,1 39 52 0,607
Ila 7 27 3 4 0,003
b 6 23 15 20 0,739
i 1 3,9 16 21,3 0,076
Vv 0 0 2 2,7 0,706

Utoro 26 100% 75 100%

Cratuctudecku 3Haunmble pazianuus (p <0,05) moaATBepKAEHbI 1151 MAIUEHTOB C
®II ITa knacca no mkaine EHRA npu cpaBHEeHUM NAllUEHTOB ¢ MapOKCHU3MAIbHOM
dopmoii I[IOIT u BOII, To ectb cpean manueHToB ¢ nepBudHOi Gpopmoit OIT
npeobianaroT marueHTsl 1la Kiracca KITMHUYeCKUX CUMIITOMOB 110 mikane EHRA

B tabnume 3.1.4. nmpencraBieHo pacipeaesieHrue MalueHToB ¢ IEPCUCTUPYIOMIEH
dopmoit ®@I1 mo mogudunmpoBanHoit mkane cumnromoB EHRA.

Craructuuecku 3HaunmMble paznuuus (p <0,05) noarBepKaeHbI A1l TAUEHTOB C
@II I kmacca mo monudummpoBannoi mkane EHRA npu cpaBHeHHH MaIIMEHTOB €
nepcuctupyromen popmoii [IDIT u BOII, To ecTh cpeu manueHToB ¢ MEPBUIHOM
dbopmoii @II npeobiamaroT marueHTs! | K1acca KITMHUYECKUX CUMIITOMOB T10 IIIKaJIe
EHRA (ta6numa 3.1.4).

Ta6nuna 3.1.4
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OneHka KIIMHUYECKUX CUMIITOMOB Y MTAIIMEHTOB C NEPBUYHOM U BTOpUYHON PII

o moaupuumrpoBanHoil mkane EHRA y maunentos ¢ nepcuctupyromeid OI1

ITanuenTsl ¢ IIPII, ITanuenTs ¢ BOII,
nepcucrTupyomas popma nepcucrupyomas popma
Kanacc (n=10) (n=51) P
EHRA a0c. % a0c. %

I 5 50 6 11,8 0,008
Ila 1 10 9 17,6 0,556
b 2 20 18 35,3 0,354
Il 2 20 14 27,5 0,626
v 0 0 4 7,8 0,652

Uroro 10 100% 51 100%

B tabnune 3.1.5. npeacraBieHa OleHKa KIMHUYECKUX CUMIITOMOB Y
MaIMEeHTOB ¢ epBUYHOM U BTopruHOoi DII ¢ gyurenbHO nepcucTupyromei Gopmoit
@I no mkane cumnromoB EHRA.

Taomuna 3.1.5
OneHka KJIMHUYECKUX CUMITOMOB Y TALIMEHTOB C NEPBUYHOK 1 BTopruHOr DI no

moauduimpoBanHoi mkaie EHRA y manueHToB ¢ JyIUTEeIbHO IEPCUCTUPYIOIEH

dbopmoii OII
INanuentsl ¢ IIPIL, nnutenasHo | IHamuentol ¢ BOII, nnurenanHo
Knacc | mepcuctupyromas ¢popma (n=4) | nepcucrupywomasi popma (N=7) p
EHRA abc. % abc. %

I 2 50 4 57,1 0,819
Ila 1 25 1 14,3 0,661
Ilb 1 25 0 0 0,289
i 0 0 2 28,6 0,4
v 0 0 0 0 0,806

Hroro 4 100% 7 100%

[Ipy oueHKE KIMHUYECKUX CUMIITOMOB Y ITAIMEHTOB C MIEPBUYHON U BTOPUYHOU

®OII no moauduuupoBannoit mkaie EHRA cpean manueHToB ¢ IIUTEIBHO
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nepcuctupytoiei popmoii GII cTaTUCTUYECKN 3HAYUMBIX PAa3TMYUI BBISIBICHO HE
OBLIIO.

OneHka KIMHUYECKUX CUMIITOMOB Y IALIMEHTOB C nepBUYHOM U BropuuHoi DI mo
MonuduurpoBanHoi mkaine EHRA y manuentoB ¢ noctosuHoit popmoii OII He
MIPOU3BEICHA, TAK KaK MAallMEHTOB C MEPBUYHON U ocTosiHHOU (hopmoit DI He ObLIO B
HAallleM UCCIIEOBaHUHU.

Takum 00pa3oM, MoJlydeHHbIE JaHHBIE CBUIETEILCTBYIOT O TOM, YTO HMAI[UEHTHI C
nepsuuHoi @1, B yacTHOCTH, C MapoKcu3MaibHOU U nepcucTtupytoieit popmamu OI1,
KJIMHUYECKHU 3HAYUTEIIBHO JIeTYe MEPEHOCAT dIIM30/1bl HAPYLIEHUs CEPACYHOIO PUTMA, B
OTJIMYME OT MAIMEHTOB C BTOpUYHOU Ppopmoit DII.

U nocnennee pacnpenenenue naueHToB ¢ OII 66110 CBsI3aHO C BO3PACTOM.
[Tauuentsl ¢ @II pa3nenens! Ha 2 noArpynmsl: |- nanueHTtsl ¢ pazsutueM PII B
Bo3pacte 10 40 siet; 2 noArpymia - mayeHTbl, BO3pAacT KOTOPHIX HA MOMEHT
BO3HUKHOBeHUs Obul cTapiie 40 net. [losydyeHHbIe JaHHBIE MTPEICTaBICHbI B TA0IMIIE
3.1.6

Taomuna 3.1.6
Paznenenne manuenToB ¢ OII o BO3pacTHOM XapaKTEPUCTUKE U

MoauduimpoBanHon mkanre EHRA

ITanuentsl ¢ PII xo 40 Jger HHanuentsl ¢ PII crapme 40
Knace (n=7) aer (n=217) p
EHRA abc. % abc. %

I 5 71,6 62 28,5 0,031
Ila 1 14,2 30 13,8 0,001
I1b 0 0 45 20,7 0,349
i 1 14,2 62 28,5 0,422
v 0 0,0 18 8,3 0,823

VY nun crapiie 40 et cTaTUCTUYECKH 3HaYUMO Tipeodanan [la kmace
cumnTomoB 1o mkaine EHRA - «rerkue cumMnroMsl», B CpaBHEHUH € TPYIIION

nanueHToB ¢ pazsutueM OII 1o 40 net. B Bo3pacre crapiue 40 jieT Takke yCTaHOBJIEHA
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TeHJICHIIUS K 0oJiee BEICOKOMY Kitaccy cumnTomoB 1o mkaine EHRA - [, 1 u IV
KJIacCaM, XapaKTepU3YIOIUMCS OOIbIIEeH TSKECThIO KIMHUYECKUX CUMIITOMOB, OJTHAKO

O9THU AAaHHBIC HC JOCTUT AT CTaTUCTUUYECKON 3HAYUMOCTH.

3.2.1 lonumopdHbie anneabHbie BapuanTbl A\G nmoaumMopgdusma reHa
SYNPOZL y nauueHnToB ¢ (puOpuLisiumei npeacepauil U Ul KOHTPOJIbHOMI

rpynnbl

IIpu npoBenenun renotunupoBanus, B cinydae ¢ OHII 10824026 u3BecTHO, 4TO
cpeau 224 4enoBek U3 OCHOBHOM rpynmsl, 139 nanueHToB ¢ NpoBEIEHHBIM
OTIEpAaTUBHBIM JICUCHHUEM, U3 KOTOPHIX 37 yenoBek — nepBuyHas ¢popma OII, 102 —
BTOpUYHAS, a TaKXke 85 yesnoBek 0e3 OrnepaTUBHOIO BMEIIATEIbCTBA, CPEIU KOTOPHIX 3
yesioBeKa uMmenu nepBuyHyto popmy OII, octanpHbie 82 — BTOPUUHYIO, TPOOBI IPOIILIH
ToJIbKO y 204 denoBek; cpeau KoTopbix — 139 manuenToB B npoBeaeHHor PUA, 65
namuenTa 6e3 PUA.

C nenbro uzyuyenus posnu nomumopduszma A/G rera SYNPOZ2L B pazButun
bubpmIAIMy Ipeacepanii, Hamu 0110 06cienoBano 204 manueHTa ¢ auarao3om OI1,
u3 KoTophiX 139 nanuenToB ¢ auarHozoM OII u npoBeAeHHON XUPYPTHUYECKOM
oneparueil - karerepHoi abnarueid @I (PYA ®II), a Takke 65 manueHToB ¢
muarao3oM ®@IT 6e3 xupypruueckoro nedeHus PII u 157 yenoBek KOHTPOJIBHOM
rpynmsl (uia 6e3 cepeyHO-COCYIUCTOM MaTOIOTHN ).

PesynwsraTel ananuza nomumopduzma A/G rera SYNPOZ2L cpenu Gonbabix ¢ OI1
Y JIAI] KOHTPOJIBHOM TPYIIION MpeacTaBieHbl HKe (Tadm. 3.2.1.1).

[Tpu 06paboTke momy4eHHBIX JaHHBIX TeHOTUTOB U ayuteneir OHIT A/G rena
SYNPOZ2L cpenn mamentoB ¢ OI1 1 iuir KOHTPOJIBHON TPYIIIHI IOKAa3aHO
CTaTHCTHYECKH 3HaunMoe npeodnananue reHorumna G/G rena SYNPOZ2L B rpymme

naruenToB ¢ @I1 (10,3%), mo cpaBHEHHUIO C MAIMEHTAMH KOHTPOJIBHOU Tpynmibl — 2,5%

(p- 0,007).
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TabOnuma 3.2.1.1

Bepudpukauus 4acToT reHOTHMIIOB M ajjieseld nonumoppuzma A/G rena

SYNPOZL cpean 60bHbIX ¢ PII 1IN KOHTPOJIBbHOM IPYNIIbI

[MonumopdusIit @II, n=204 Kontpois, Nn=157
aJUIeJIbHBIN BApUAHT aoc. % abc. % P
A/A 134 65,7 119 75,8 0,038
AlG 49 24,0 34 21,7 0,596
G/G 21 10,3 4 2,5 0,007
Htoro 204 100,0 157 100,0
Annenn
aoc. % abc. %
Aitens A 183 72,3 153 80,1
Annens G 70 27,7 38 19,9 0,051
Hroro 253 100,0 191 100,0
OMI; 95%/11 oLl 0,745 [0,414-1,017]
G/G 21 10,3 4 2,5
A/A+A/IG 183 89,7 153 97,5 0,007
Hroro 204 100,0 157 100,0
OMI; 95%/11 oLl 4,389 [1,474-13,063]

[Ipumeyanue: p - ypOBEHb 3HAUMMOCTH IIPY CPAaBHEHHUU PACIIPEACICHNS TEHOTUIIOB C

IIOKA3aTeJSIMU TPYIIIBI KOHTPOJIA

Cpenu nmanueHToB U3 OCHOBHOMW rpymniibl (ManueHTsl ¢ fuarno3om OII u
MPOBEAEHHBIM XUpyprudeckum jeuenuem PII) u nui KOHTPOIBHOMN TPYIIIIBI
MOKAa3aTeNM YacTOT TeHOTHUIIOB U aJlIesiell pacTpeeTiINCh CIEAYIOIINM 00pa3om,
tabn. 3.2.1.2.

[Tpu 06padoTke momuennbix qanabix OHIT A/G rena SYNPOZL B rpymnme
nanueHToB ¢ @I u mpoBeAEHHBIM XUPYPIUUECKUM JICUEHUEM U B TPYIIIE KOHTPOJIS
YCTaHOBJICHO, YTO YAaCTOTa BCTPEYAEMOCTHU PACIIPOCTPAHEHHOT'O TOMO3UTOTHOTO
reHotuna A/A cpenu 00bHBIX ¢ pUOpUILISLIMEH peIcepIuid U TPOBECHHBIM

XUPYPrU4e€CKUM JeueHrnem coctasmia 65,0%, 4ucio HoCUTeNe reTepo3uroTHOTO
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rerotuna A/G —22,9%, a peaxoro romo3urotaoro remotuna G/G — 12,1%. B rpynme
KOHTpPOJIsL Ipeolbianan pacnpocTpaHeHHbIM reHotun A/A — 75,8%, renotun A/G
coctaBui 21,7%, romo3uroTHsiil renotun G/G no peakomy amiento — 2,5%. [Ipu
MaTeMaTUYeCKOM aHaIN3€ JaHHBIX BEPUPULIUPOBAHO CTATUCTUYECKU 3HAUUMOE
npeobnananue (p - 0,0001) peaxoro romosurotHoro renoruna G/G OHII A/G rena
SYNPOZ2L B rpynme nanuenToB ¢ @I1 u npoBeeHHBIM ONEPaTUBHBIM BMEIIATEIbCTBOM
[0 CPABHEHUIO C JIMIIAMU KOHTPOJIbHOM TpyHIIbl, 4TO cocTaBuiio 12,1% B rpynne
naruenToB ¢ OII u xupypruueckum eueHueM NpoTuB 2,5% B rpyme KOHTPOIIs, (TadI.
3.2.1.2).

Tabmuna 3.2.1.2

IMoka3aTenn 4acTOT reHOTHNOB U ajuteneii mosumopgusma A/G rena SYNPO2L

cpeau 00iabHBIX ¢ @Il ¥ NpoBeIeHHBIM XHP. JIEeYEHUEM H JIUIL KOHTPOJIbHOMI

Ipynnbl
[TomumopdabIiA @LLu xHp. noveme, KonTpons, n=157
) n=139 P
aJUIEeTbHBIA BApHAHT = m = m
A/A 90 65,0 119 75,8 0,042
AlG 32 22,9 34 21,7 0,803
G/G 17 12,1 4 2,5 0,0001
Utoro 139 100,0 157 100,0
abc. % abc. %
Annens A 122 71,5 153 80,1
Annens G 49 28,5 38 19,9 0,056
Hroro 171 100,0 191 100,0
OMI; 95%/11 OLl 0.623 [0,383 - 1,013]
GG 17 12,1 4 2,5
A/A+A/G 122 87,9 153 97,5 0,001
Htoro 139 100,0 157 100,0
OIIL; 95% /U OL 0,195 [0,114- 0,344]
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[IpuMeuanue: p - ypOBEHb 3HAYUMOCTH IIPU CPAaBHEHUH PACIIPEEICHUs T€HOTUIIOB C ITOKA3aTEISIMU

IPYIIIBI KOHTPOJISA

B rpynne cpaBHenus (nanueHTsl ¢ q1uarHo3oM OII u koHcepBaTUBHBIM
JICYEHHEM ) U TPYIIIbI KOHTPOJISI, pe3yIbTaThl aHau3a MpeACTaBieHbl B Ta0. 3.2.1.3.

Tabnuma 3.2.1.3

Bepuduxanust yacTor reHoTHNOB U aju1eneil noaumopguzma A/G rena SYNPO2L

cpenu 001bHBIX ¢ DIT 0e3 xup. JeyeHus U JIMI KOHTPOJIbHOI IPyNIbI

OIT 6e3 xup.
[TomumopdubIii T KonTtpons, n=157 .
AJUICJIBHBIM BapHUaHT . % . %
A/A 44 67,2 119 75,8 0,191
AlG 17 26,6 34 21,7 0,433
G/G 4 6,3 4 2,5 0,195
Htoro 64 100,0 157 100,0
adc. % abc. %
Annens A 61 74,1 153 80,1
Annens G 21 25,9 38 19,9 0,271
Utoro 81 100,0 191 100,0
OMI; 95%/11 oLl 0,709 [0,385 - 1,307]
G/G 4 6,3 4 2,5
A/A+A/IG 61 93,8 153 97,5 0,195
Htoro 65 100,0 157 100,0
OMI; 95%/11 OLl 2,550 [0,617 - 10,525]

[Ipumeyanue: p - ypOBEHb 3HAUMMOCTH IIPY CPAaBHEHHUU PACIIPEACIICHHUS TEHOTUIIOB C

MOKA3aTeJSIMHA TPYIIIBI KOHTPOJIS

ITpu ananuse gacror renotunoB u awieneit OHIT A/G rena SYNPOZ2L B rpynme
narueHToB ¢ Ol 1 KOHCepBATHBHBIM JICYEHUEM U JTUIIAMHU KOHTPOJIHHOM TPYIIITHI
4acTOTa BCTPEYAEMOCTH PACIPOCTPAHEHHOTO TOMO3UTOTHOTO TeHoTuna A/A cpenu
00JIbHBIX ¢ GUOpMILISIIIUEN NTpecepAni y MAIMEHTOB 0€3 XUPYyPrudecKoro JeUeHUs

coctaBmia 67,2%, rerepo3urotoro resotumna A/G — 26,6%, 1 peIKoro roMoO3uroTHOTO
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reHotuna G/G — 6,3%. B KOHTpOJIbHOM IpyIiNe noKazaTelin pacupeaeaIuInch

ceAyIomKUM 00pa3oM: mpeodagal TOMO3UTOTHBIN reHoTun A/A — 75,8%, KOIUYECTBO

HocuTesel rerepo3urotoro renoruna A/G cocrasuio 21,7%, a TOMO3UTOTHBIHN

rerotun G/G o peakomy amiento — 2,5% (tada. 3.2.1.3).

Pesynbratel ananuza nonmumopduszma A/G rena SYNPOZ2L cpenu 60nbHBIX

My>kckoro nojia ¢ @Il u npoBeIeHHBIM XUPYPTUUECKUM JIEYEHNUEM, U JIUI] MYXKCKOTO

10J1a U3 TPYIIIBI KOHTPOJISI, IpeICTaBieHbl B Ta0u. 3.2.1.4.

Tabnuia 3.2.1.4

YacToThl reHOTUNIOB U ajJieseii monumopdusma A/G rena SYNPO2L cpean

00JbHBIX MY:KYHH ¢ DIl 1 NpoBeAeHHBIM XUP. Je4YeHHEeM, U MYKUYHH

KOHTPOJILHOM IPynnbl

@II MyX4UHBI C XUP KoHntpoib
HOHHMOUPCI)HHIZ JedeHuem, N=75 MY)KYUHBI, N=75 P
aJlIeNIbHBIN BapUaHT = m = %
A/A 52 69,3 57 76,0 0,360
AlG 19 25,3 16 21,3 0,593
G/G 4 5,3 2 2,7 0,413
Hroro 75 100,0 75 100,0
abc. % abc. %
Annens A 71 75,5 73 80,1
Annens G 23 24,5 18 19,9 0,443
Hroro 94 100,0 91 100,0
OMI; 95%/11 OLl 0.761 [0,378 - 1,529]
G/G 4 5,3 2 2,5
A/A+A/IG 71 94,7 73 97,5 0,413
Hroro 75 100,0 75 100,0
OLI; 95% /11 Ol 2,056 [0,365-11,582]

IIpuMeuaHnue: p - ypOBEHb 3HAYMMOCTH IIPU CPABHEHUH PACIPEICIICHNUS TEHOTHIIOB C

IIOKA3aTeJSIMU TPYIIIBI KOHTPOJIS
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[Tpu ananuze yactot renotunos u amieneit OHIT A/G rena SYNPOZ2L B rpynne
NanueHToB My>XuuH ¢ OI1 1 TpoBeICHHBIM XUPYPTUUECKUM JICYEHUEM U JIUIIAMU
KOHTPOJIbHOM TPYIIIBI 4aCTOTA BCTPEUAEMOCTH PACIPOCTPAHEHHOTO TOMO3UTOTHOTO
reHotuna A/A cpenu 00ibHBIX My»)49uH ¢ PI1 1 MPOBEICHHBIM XUPYPTrUUECKUM
nedeHueM cocrasmiia 69,3%, rereposurotHoro renorumna A/G — 25,3%, peakoro
romo3urotHoro renotuna G/G — 5,3%. B koHTponbHO# Tpy1imie npeobdianano
KOJIMYECTBO MY>KUKH MO TOMO3UTOoTHOMY THUIY A/A — 76,0%. KonuuecTBo My>X4uH,
HOCHUTEJICH TOMO3UTOTHOT'O T'eHOTHIIA 10 peakomMy atento G/G cocraBuiio 2,7%, a
reTepo3uroTHeIi renotun A/G 0wt paBeH — 21,3% (tabia. 3.2.1.4).

Pesynbratel ananuza nomumopduszma A/G rena SYNPOZ2L cpenu 60bHBIX
Myx4dH ¢ OII 1 KoHCEpBATHUBHBIM JICYCHUEM, U JIUIl MY>KCKOTO TI0JIa U3 TPYIIIIHI
KOHTPOJISI, IpeIcTaBiIeHbI B Tab. 3.2.1.5.

[Tpu ananuze yacror renotunoB u amieneit OHIT A/G rena SYNPOZ2L B rpynme
nanueHToB My>k4iH ¢ OI1 1 KOHCEepBATUBHBIM JICUEHUEM U JIUIIAMH U3 TPYIIIIbI
KOHTPOJISI, 4aCTOTa BCTPEUAEMOCTH TOMO3UTOTHOTO TeHOTUIAa A/A cpeu MalueHTOB
myskckoro noja ¢ OI1 6e3 xupyprudeckoro JieueHus: coctaBuia 69,2%,
rerepo3urorroro renoruna A/G — 30,8%, renorun G/G He 3apeTUCTPUPOBAH HU Y
onHoro naruenTta ¢ @IT myxkckoro noa. B koHTposbHOM rpyme mpeobiianano
KOJIMYECTBO MY>KUHH O TOMO3UTOTHOMY TUTy A/A — 76,0%. KonudecTBo MyX4uH,
HOCHUTEJIEH TOMO3UTOTHOTO TeHOTHMA 1o peakomy amiento G/G cocraBuno 2,7%, a
reTepo3uroTHeId renotun A/G 6wt paBeH — 21,3% (tabm. 3.2.1.5).

[Tpu cpanennn gactot renorunioB OHIT A/G rera SYNPOZ2L B moarpyme
nanueHToB Mykckoro moia ¢ GII u 6e3 mpoBeAEHHOTO0 XUPYPTHIECKOTO JICYECHUS U
JIUIL MY>KCKOT'0 T0JI1a U3 TPYIIbI KOHTPOJISA, CTATUCTUYECKON 3HAUMMOCTH MOJTYyY€HO He

OBLIIO.

Tabmuua 3.2.1.5
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AHaJIN3 YacTOT reHOTHIIOB U aJuiesneil moaumopdusma A/G rena SYNPO2L
cpeau 001bHBIX MyK4UH ¢ PII 6e3 XUpypruueckoro Je4eHus U MYKYUH

KOHTPOJILHON IPpynnbl

@I myxunnbl 6e3 xup. | KoHTposib MyXuuHBHI,
HOHHMOUp(bHHﬁ neyeHus, N=26 n=75 p
AJUICIIbHBIN BapUaAHT = % = %
A/A 18 69,2 57 76,0 0,497
AlG 8 30,8 16 21,3 0,332
G/G 0 0,0 2 2,7 0,706
Hroro 26 100,0 75 100,0
a0c. % a0c. %
Amnens A 26 76,5 73 80,2
Amnens G 8 23,5 18 19,8 0,646
Hroro 34 100,0 91 100,0
OMI; 95% 1 OLI 0,801 [0,311 - 2,062]
G/G 0 0,0 2 2,7
AIA+AIG 26 100,0 73 97,3 0,706
Hroro 26 100,0 75 100,0
OMI; 95% 1 O 0,554 [0,025 - 11,934]

HpI/IMe‘laHI/Iel P - YPOBEHb 3HAUYMMOCTHU IIPHU CPaBHCHHUU paCIIPCACICHUSA I'€HOTUIIOB C

IMOKa3aTCJIAIMU I'PYIIIbBI KOHTPOJIA

PesynbpraTer ananuza monumopdusma A/G rena SYNPOZ2L cpennt O0NbHBIX JIUIL
KEHCKOTO ToJia ¢ GuOpmIIsren peacepauil U MPOBEICHHBIM XUPYPTUIECKUM

JICYCHUEM, M JIMII )KEHCKOTO T10JIa U3 TPYIIITBI KOHTPOJIS, TIPEJICTABICHBI HUXKE, B
tabauie 3.2.1.6.
Tabnuma 3.2.1.6

ITosry4yeHHBIE YACTOTHI TEHOTHIIOB U ajliiesel noaumoppusma A/G rena
SYNPOZ2L cpenn 60abHBIX kKeHIIHH ¢ PII U XUpypruyeckum JiedeHHeM U

JKEHIIMH KOHTPOJIbHOI rpynnbl
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@I KeHIIUHBI U XUP. KoHnTtposns
HOHHMOqu)HHﬁ neueHue, N=64 JKEHIIMHBI, N=82 p
aJJIeNbHBIA BapUAHT = % = %
A/A 32 55,2 62 75,6 0,012
AIG 13 22,4 18 22,0 0,948
G/G 13 22,4 2 2,4 0,001
Uroro 58 100,0 82 100,0
aoc. % aoc. %
Annens A 45 63,4 80 80,1
Amnnens G 26 36,6 20 19,9 0,017
Uroro 71 100,0 100 100,0
OLLI; 95%/1 OIII 0,432 [0,217-0,860]
G/G 13 22,4 2 2,5
AIA+AIG 45 77,6 80 97,5 0,001
Hroro 58 100,0 82 100,0
OILLI; 95% /1 Ol 11,555 [2,495-53,519]

HpI/IMe‘{aHI/IeI P - YPOBCHb 3HAYMMOCTHU IIPU CPAaBHCHHUH PACIIPCACIICHUA IT'CHOTHUIIOB C

IIOKa3aTCJILIMU I'PYIIIIBI KOHTPOJIA

[Tpu ananuse yactot reHotunos u awtenacit OHIT A/G SYNPO2L cratuctudecku
3HaunMble paznuuus (p -0,001) BeISIBIEHBI IPU CPABHEHUH YACTOT TEHOTUIIOB B
noArpynnax naurueHToK ¢ @II u )KeHIMH KOHTPOJIBHOM Ipynibl. HacTora peakoro
romo3uroTHoro renotuna G/G rera SYNPOZ2L npeo6anana B rpynme 001bHBIX
KEHIIUH [0 CPABHEHUIO C JTUIAMH KOHTPOJBbHOU IPYMIIbL, YTO cocTaBuio 22,4% B
OCHOBHO1 rpymie npotus 2,4% B rpymnmne kouTpois (p — 0,001). KonuyectBo
HOCHTEJIEN UL xKeHCKOro nosa ¢ @II u npoBeAeHHBIM XUPYPrUUECKUM JICUEHUEM
TOMO3UTOTHOTO reHoTuma A/A - 55,2%, rereposurotHoro reHotuna A/G — 22,4%. B
KOHTPOJIbHOM TpyImIe npeodiiaiano KOJIUYEeCTBO JIUIL JKEHCKOTO 10J1a, HOCUTENei
romMo3urotoro renotuna A/A — 75,6%. KoinuecTBo KE€HIUH TPYHIIbI KOHTPOJIS,

HOCHTEJICH reTepo3urotHoro reHoruna A/G — 22,0%, (tabi. 3.2.1.6).
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PesynbTathl ananuza nonumopduszma A/G rena SYNPOZ2L cpenu 60nbHBIX
xeHuH ¢ OI1 6e3 Xupypruueckoro JeUeHUs, U JUI KEHCKOTO T10J1a U3 TPYIIIbI

KOHTPOJIsI, IPeICTaBIeHbI B Tab. 3.2.1.7.

Tabonuma 3.2.1.7

Pacnpenesienue 4acToT reHOTUIIOB M ajuieseil moaumoppusma A/G rena
SYNPOZL cpean 601bHBIX xeHIIUH ¢ PII 6e3 Xupypruueckoro JiedeHus U

’KEHIUH KOHTPOJIbHOM IPyNIIbI

OII xeHUHBI 6€3 KonTtponb
HOHHMOqu)HHﬁ xXup. neyenus, N=39 JKCHIIIUHBI, N=82 p
aJeNnbHbIA BapUaHT = % = %
A/A 26 65,8 62 75,6 0,264
A/G 9 23,7 18 22,0 0,832
G/G 4 10,5 2 2,4 0,081
Uroro 39 100,0 82 100,0
abc. % aoc. %
Annens A 35 72,3 80 80,0
Annens G 13 21,7 20 20,0 0,074
Utoro 48 100,0 100 100,0
OUI; 95% 11 OL 0,500 [0,233 - 1,070]
G/G 4 10,5 2 2,4
A/A+AIG 35 89,5 80 97,6 0,081
Utoro 39 100,0 82 100,0
OLI; 95% /11 OII 4,705 [0,822 - 26,923]

[Ipumeuanue: p - ypOBEHb 3HAUMMOCTH IIPU CPABHEHUU PACIIPEAEIICHUSI TEHOTHUIIOB C

MOKa3aTeJsIMUA TPyl KOHTPOJIS

[Tpu ananmmze gactot renotunos u awieneir OHIT A/G SYNPOZ2L B rpymme
narueHTok ¢ PI1 6e3 Xupyprudeckoro JICUCHUS U B TPYIITIE NI KOHTPOJIHHOU TPYIIITHI
MaKCUMAaJIbHBIN TTPOIIEHT YaCTOTHI BCTPEUYAEMOCTH T€HOTUIIOB COCTABIISIET T€HOTHIT

A/A - 65,8%, rereposurothbiii renotun A/G — 23,7%, peakuii renotun G/G — 10,5%.
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B KOHTpOJIBHOH Tpynne npeodi1anano KOJIUYECTBO JIUI KEHCKOTO M0JIa, HOCUTENen
TOMO3HMT'OTHOTO reHotuma A/A — 75,6%, HOCHTEIeH TOMO3UTI'OTHOTO T€HOTHIIA I10
peaxkomy amento G/G cocrasmio 2,4%, a retepo3urotnoro renotuna A/G — 22,0%.
(tabmn. 3.2.1.7).

Takum 00pa3zoM, Mpu aHaJIM3€ Pe3yIbTATOB YaCTOT reHOTUIOB U amteneit OHII
AJ/G SYNPOZ2L BeisiBIIeHa accomuaius peaKoro roMo3urotHoro remorumna rs10824026
reHa SYNPOZL c pa3sutuem ®II B rpynne nanuenTos ¢ GII no cpaBHeHUIO ¢ THIIAMU
KOHTpOobHOU rpymisl (10,3% B 0ocHOBHO# rpynne NpoTuB 2,5% B rpyrmne KOHTPOJIs,
(p- 0,007). YcTaHOBJICHO CTATUCTUYECCKHM 3HAYUMOE YBEIMUYCHHE KOJIMYSCTBA HOCUTEICH
romosurotHoro reHotuna G/G rena SYNPO2L cpenu uil )KEHCKOTO 10J1a ¢ JUArHO30M
@Il u nmpoBeneHHBIM XUpypruueckum JieueHneM OII o cpaBHEHHIO ¢ TAIUEHTAMU
KOHTpOJIbHOM rpymmbl. [Ipu cpanennn gactot renorunoB OHIT A/G rena SYNPO2L B
MOJrPYIIAX JIUI MY»CKOTO 0JIa CTATUCTUYECKU 3HAYUMBIX Pa3IMYUi OJyYeHO He

OBLIIO.

3.2.2 loaumopduble ajiieabHbie BapuanThl A\C moaumopduszma resa MYOZ1 y

NMANHEeHTOB ¢ (pUOpWLIsAUMel npeacepaAuil ¥ JUI KOHTPOJbHOM IPyNIbI

C nenpro uzyuenus posu nomumopduszma A/C rena MYOZL B pazButuu
bubpmuIsIy peacepanii Hamu ObuTo 06cienoBano 204 mamuenTa ¢ guarao3om OIT,
n3 KoTopbix 139 nanuentoB (ocHOBHas rpynmna) ¢ guarHozom @I u npoBeneHHON
XHPYyprudecKon onepanueit - karerepHoit abnarueit @I (PUA/KKA ®II), a Taxxke 65
nanueHToB (rpymma cpaBHenus ) ¢ quarao3oM ®IT 6e3 nmposenennss PHA/KKA OIT u
171 yenoBek KOHTPOIHHOM TPYIIIIHI (JIUIIAa O€3 CepACUHO-COCYAUCTOM MAaTOIOTHH ).
OpnHako npu NpoBEEHUH MOJIEKYJIIPHO-TEHETUYECKOro ucciaeaoBanus, u3 204 mpod
OCHOBHOM TPYIIIbI pe3yIbTaThl ObUIN MOJYUYEHbI TOJbKO Y 187 manuenTos, u3 171
YEJI0BEK KOHTPOJIBHOU Ipymibl — TOAbKO y 109. [TonydyeHHbIe pe3ybTaThl

npcacCTaBJICHBI HUXKC.
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PesynbTatsl ananuza nonumopduizma A/C rena MYOZ1 cpeau 6onbubix ¢ DI
(maLMeHTsl ¢ TPOBEIEHHBIM ONEPATUBHBIM JIEUEHUEM U 0€3 XUPYPrUYECKOro
BMEIIATENILCTBA) U JIUI] KOHTPOJIBHOM IPYIIIO# MpencTaBieHbl Hibke (Tadi. 3.2.2.1).

TabOnuma 3.2.2.1

JlaHHBIE YACTOT TeHOTHIOB U ajuieseit mosumopgusma A/C rera MYOZL cpenn

00JbHBIX ¢ PII ¥ M KOHTPOJIBLHOM I'PYIIbI

ITonumop¢HbIit ®II, n=187 KonTtposns, Nn=109
aJUIeIbHBIA BapuaHT | alc. % abc. % b
A/A 139 74,3 87 79,8 0,285
AlIC 48 25,7 22 20,2 0,285
Cl/C 0 0,0 0 0,0 0,788
Hroro 187 100,0 109 100,0
Aet a6c. % abc. %
Amnens A 187 79,6 109 80,1
Amnens C 48 20,4 22 19,9 0,397
Hroro 235 100,0 131 100,0
O1I; 95%/1 OI1I 0,786 [0,450-1,372]
Cl/C 0 0,0 0 2,5
A/A+A/IC 187 100,0 109 97,5 0,788
Hroro 187 100,0 109 100,0
OMI; 95% AU OILI 0,584 [0,011-29,643]

[Ipumeuanue: p - ypOBEHb 3HAUMMOCTH IIPU CPABHEHUU PACIIPEAEIICHUSI TEHOTHUIIOB C

MOKa3aTeJsIMUA TPyl KOHTPOJIS

[Tpu o6padotke momyderasix ganabpix OHIT A/C rena MYOZ1 B rpymme
narueHToB ¢ @I u B rpymie KOHTPOJII yCTAaHOBIIEHO, YTO YaCTOTa BCTPEUAEMOCTH
PacIpoOCTPaHEHHOTO TOMO3UTOTHOTO TeHoThna A/A cpeau 00JIbHBIX ¢ (GUOpUILISIIIUEH

npeacepanii coctaBmia 74,3%, 4uCiIo HOCUTENEH reTepo3uroTHoro renoruna A/G —
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25,7%, HOcHTeNel ¢ peKUM roMo3uroTHbIM reHotunoM G/G He Obut0. B rpymme
KOHTpPOJISL Ipeobianan pacnpocTpaHeHHbIN reHotun A/A — 79,8%, Hocutenen ¢
reTepO3UroTHHIM reHoTurnoM A/G -20,2%, HocuTenel ¢ peAKUM rOMO3UT OTHBIM
reHotunom C/C BepuduiupoBano He Obu10, (Tabd. 3.2.2.1).

JlanHble, MOy4YeHHBIE TPU MPOBEIHUN MOJIEKYJISIPHO —T€HETUYECKOTO
TECTUPOBAHMUS, Y TAlIUEHTOB ¢ AuarHo3oM OII u npoBeaeHHBIM ONEPATUBHBIM
JICYEHHEM M JIUI KOHTPOJIBHOM IpymIibl IpeacTaBlieHbl B Tad. 3.2.2.2.

Tabmuna 3.2.2.2

Pe3yabTaThl aHAIM3a YACTOT FeHOTHIIOB U ajLiesel noaumoppusma A/C
resa MYOZ1 cpeau 60abHbIX ¢ PI1 U npoBeIeHHBIM XHUP. JeYeHHEM H JIUIL

KOHTPOJILHOM IPynnbl

[Tanments! ¢ OII, xup.
[HonumopdubIit KonTtpois, n=109
aedenue, N=121 P
aJUIeNIbHBINA BapUAHT
abc. % abc. %
A/A 90 74,4 87 79,8 0,329
AIC 31 25,6 22 20,2 0,329
CIC 0 0,0 0 0,0 0,958
Uroro 121 100,0 109 100,0
Amntenu aoc. % aoc. %
Annens A 121 79,6 109 80,1
Annens C 31 20,4 22 19,9
0,439
Hroro 152 100,0 131 100,0
OLLI; 95% 1 Ol 0,787 [0,430-1,442]
CIC 0 0,0 0 2,5
A/A+A/C 121 100,0 109 97,5 0,958
Hroro 121 100,0 109 100,0
OLII; 95% 1 Ol 0,901 [0,017-45,810]

HpI/IMe‘{aHI/IeI P - YPOBCHb 3HAUUMOCTHU IMPU CPABHCHHUU PACIIPEACIICHUSA I'CHOTUIIOB C IMTOKAa3aTCIIsIMU

IPYIIBI KOHTPOJIS

[Tpu ananuse yactot renotunos u amieneit OHIT A/C rena MYOZ1 B rpymiie

nanueHToB ¢ @I u npoBeEHHBIM XUPYPrUUECKUM JICUEHUEM U B KOHTPOJIbHOM TPYIINE
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YCTaHOBIICHO, 4TO cpeau 00ibHBIX ¢ DI 1 MpoBeIeHHBIM OTICPATUBHBIM JICYCHHEM
4acTOTa BCTPEYAEMOCTH TOMO3UTOTHOTO reHotumna A/A -74,4%, reTepo3uroTHOro
reHotuna A/C — 25,6%, nocuteneit ¢ renorunom C/C He Obu10. B rpynmne KOHTpoJIs
npeo6iiaiain ToMo3UroTHbIN reHoTun A/A — 79,8%. KonudyecTBo HocuTenei
rerepo3urotroro renorumna A/C cocrasuio 20,2%, rerorun C/C He OblI
BEpU(HUIMPOBAH HH Y OJJHOTO UCIbITYyeMoro (tadi. 3.2.2.2).

B rpymme cpaBHenus (manueHTsl ¢ auarno3oM @I u KoHCEpBAaTHBHBIM JICUCHUEM
®II) 1 rpynmbl KOHTPOJIS, pe3yabTaThl aHANIM3A MPEACTaBIeHbI B Ta0. 3.2.2.3.

[Tpu o6padotke nonyyeHusix gaHHbIX OHIT A/C rena MYOZ1 B rpynme
narueHToB ¢ ®II 1 KOHCepBaTUBHBIM JICYCHUEM U B TPYIIIIE KOHTPOJIS YCTaHOBJICHO,
YTO YaCTOTa BCTPEYACMOCTH PACIPOCTPAHEHHOTO TOMO3UTOTHOTO I'eHOTHITa A/A cpeau
OOJBHBIX ¢ GUOPHILIAIIMEH TTPEICePUN U KOHCEPBATUBHBIM JICUCHUEM COCTABHIIA
74,2%, uncno HocHUTeleH rerepo3urotTHoro renotumna A/G — 25,8%, HocuTenel ¢
peakuM roMo3uroTHsIM reHotunoM C/C He 6b110. B rpynmne KkoHTposist cpeau
Hocuteneit OHII A/C rena MYOZ1 npeobnanan pacupocTpaHeHHbBIA TeHOTHTT A/A —
79,8%, HOcuTeneln ¢ reTepo3uroTHeIM reHoturioM A/G -20,2%, HocuTenel ¢ peKum
romo3urotHeiM renotuniom C/C BepuduimpoBano He 6bu10 (Tadd. 3.2.2.3).

O060011as IOJTy4YeHHBIE JaHHBIC, YCTAHOBIIEHO, YTO, MPU aHAIN3E PE3yJIbTaTOB
yactoT reHotumnoB u amwteneiit OHIT A/C MYOZ1 B rpymmax manuentoB ¢ OIT ¢
IPOBEJICHHBIM XUPYPTrUUECKUM JIeUeHUEM | B rpyrne naiueHToB ¢ Il u ¢
KOHCEPBATUBHBIM JICUCHUEM, 110 CPABHEHUIO C JIUIIAMU KOHTPOJIBHOM TPYIIIHI,

CTaTHCTUYCCKH 3HAYMMBIX Pa3IM4uuii BeIsABIICHO He ObLI0 (P>0,05).

Tabnuma 3.2.2.3

Pe3yabTaThl aHAIM3a YACTOT T€HOTUIIOB M ajliesield mojumoppusma A/C rena

MYOZ1 cpeau 60abHbIX ¢ PII 6e3 XUPYPru4ecKoro Jie4eHus: v JIUIL
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KOHTPOJILHOM IPyIIbI

[TonumopdHsIii [MTaunents ¢ OIT Ge3 Kortpors, n=100
aJUIeIbHBIN XHp. JieueHust, N=66 P
BapUaHT aoc. % abc. %
A/A 49 74,2 87 79,8 0,391
AIC 17 25,8 22 20,2 0,391
C/C 0 0,0 0 0,0 0,803
Htoro 66 100,0 109 100,0
Aet abc. % abc. %
Amnens A 66 79,5 109 80,1
Annens C 17 20,5 22 19,9 0,496
Utoro 83 100,0 131 100,0
OLII; 95% 11 O 0,783 [0,388-1,582]
C/IC 0 0,0 0 2,5
A/A+A/C 66 54,5 109 97,5 0,803
Utoro 121 100,0 109 100,0
OIII; 95% 11 OLL 1,646 [0,032-83,977]

[Ipumeyanue: p - ypOBEHb 3HAUMMOCTH IIPY CPAaBHEHUU PACIIPEACIICHNS TEHOTUIIOB C

MIOKA3aTeJSIMHA TPYIIIBI KOHTPOJIS

PesynbpraTel ananuza nonumopduzma A/C rena MYOZ1 cpenu 60IbHBIX
My:kckoro noja ¢ @I u npoBeICHHBIM XUPYPTrUUECKUM JICUEHUEM, U JHUIL MY>KCKOT'O
T0JIa U3 TPYIIIBI KOHTPOJIS, IPEICTaBIeHBI B Ta0m. 3.2.2.4.

[Tpu ananuse yactot renotunos u amieneit OHIT A/C rera MYOZ1 B rpymiie
MalKUEeHTOB MY>KCKOro nojia ¢ @I u mpoBeI€eHHBIM XUPYPrUUECKUM JICUCHHEM U
JUIAMH KOHTPOJIbHOU IPYMIbl YACTOTA BCTPEUAEMOCTH PACIIPOCTPAHEHHOTO
TOMO3UTOTHOrO reHotuna A/A cpeau 60ibHBIX My»)4uH ¢ @I 1 npoBeIeHHBIM XUP.
neyeHneM coctaBuia 73,1%, rereposurorHoro renoruna A/C — 26,9%, penkoro

romo3urotHoro renotuna C/C — 0,0%. B kouTposibHOM rpynne npeodiianano
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KOJMYECTBO MY)KUHH 110 TOMO3UTOTHOMY TUIY A/A — 84,0%. KonuuecTBo MyX4HH,
HOCHUTEJIEH TOMO3UTOTHOrO reHoTuna no peakomy amiento C/C, cocraBuiio 0,0%, a
MPOLIEHT MALMEHTOB C TeTepO3UroTHbIM reHotunom A/C Obut paBeH — 16,0% (Tab:.
3.2.2.4).

Tabnuua 3.2.2.4

PacnpenesieHne 4acToT reHOTUINOB M ajuiesieil monmumopduzma A/C rena MYOZ1
cpean 60JbHbIX MY:K4HMH ¢ DOII 1 NpoBeleHHBIM XHPYPIrUYECKUM JIeYeHUEM, U

MY’KYHH KOHTPOJIbHOM IPyNIibI

@I, My>X4HHBI, XUP. KoHTpous,
[TonumopdubIi
JeueHue, N=67 MY>K4uHBI, N=50 P
aJUIeJIbHBIN BApUAHT
abc. % abc. %
A/A 49 73,1 42 84,0 0,166
A/C 18 26,9 8 16,0 0,166
CIC 0 0,0 0 0,0 0,803
Utoro 67 100,0 50 100,0
Annenu
abc. % abc. %
Annens A 50 80,1 50 80,1
Amnnens C 8 19,9 8 19,9 0,264
Utoro 58 100,0 58 100,0
OLI; 95% /11 Ol 0,595 [0,239-1,479]
CIC 0 0,0 0 2,5
A/A+AIC 67 55,4 50 97,5 0,803
Utoro 121 100,0 50 100,0
OLI; 95% /1 Ol 0,748 [0,014-38,350]

[Ipumeuanue: p - ypOBEHb 3HAUMMOCTH IIPU CPABHEHUU PACIIPEIEICHUSI TEHOTHUIIOB C

MOKa3aTeJsIMUA TPyl KOHTPOJIS



Pesynbratsl ananuza nonmumopduizma A/C rena MYOZ1 cpeau 6OIbHBIX MYKUYUH

¢ @I 0e3 Xupypru4ecKkoro JIEYEHUS U JIML] MYXCKOI'O 110J1a KOHTPOJIbHOW TPYIIIBL,
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npejcTaBiIeHbl B Ta0. 3.2.2.5.

AHanmu3 yactor renHoTunoB u aieneii A/C rera MYOZL cpenn 60JIbHBIX MYKYHH

Tabnuma 3.2.2.5

¢ ®II 6e3 XMpYpru4ecKoro JeYeHus: 1 MyKYUH KOHTPOJIbHOM

rpynmnbI
[TonmumopdusbIit ®I1, my>xuunsl, 63 KonTtposb,
aJUIeIbHBIN XHp. JedeHus, N=27 | myxuunsl, N=50 p
BapUaHT aoc. % abc. %
A/A 18 66,7 42 84,0 0,085
AIC 9 33,3 8 16,0 0,085
C/C 0 0,0 0 0,0 0,762
Hroro 27 100,0 50 100,0
Aet abc. % abc. %
Amens A 27 75,0 50 80,1
Annens C 9 25,0 8 19,9 0,175
Utoro 36 100,0 58 100,0
OIII; 95% 11 OILI 0,480 [0,166-1,387]
C/C 0 0,0 0 2,5
A/A+A/C 27 22,3 50 97,5 0,762
Utoro 121 100,0 50 100,0
OLI; 95% 11 O 1,836 [0,034-95,127]

[Ipumeyanue: p - ypOBEHb 3HAUMMOCTH IIPY CPABHEHHUU PACIIPEACICHHS TEHOTUIIOB C

MOKA3aTeJSIMHA TPYIIIBI KOHTPOJIS
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AHanu3upys 4acToTy BCTPEYAEMOCTHU pa3InyHbIX reHoTurnoB rena MYOZ1
BBISIBJICHO, YTO PACIPOCTPAaHEHHBIN TOMO3UTOTHBIN TeHOTUT A/A cpenn OOJIBHBIX
My:xunH ¢ @I1 6e3 Xupypruyeckoro jgeueHus coctaBui 66,7%, reTepo3uroTHbIM
reHotun A/C — 33,3%, peaxuii romo3urotHsiii renotun C/C — 0%. B koHTposibHOM
rpynne npeodiaiano KoJIu4ecTBO MyKUUH M0 roMo3urotHomy tumy A/A — 84,0%.
KonaudecTBO My»)4HMH, HOCUTEJICH TOMO3UTOTHOTO TeHOTHUIIA 10 peakoMy aymiento C/C,
coctaBuiio 0,0%, NpoIeHT MalMEHTOB C TeTepOo3uroTHbIM reHoTunom A/C — 16,0%
(tabm. 3.2.2.5). PesynpraTsl ananu3a nonmuMopdusma A/C rena MYOZL cpenn 60abHBIX
xeHmuH ¢ @I 1 mpoBeICHHBIM XUPYPTUYCCKUM JICYCHUEM, H JIUI] )KECHCKOTO T10J1a U3

IpyHIBl KOHTPOJIA, MPEACTaBIeHbI B Ta0. 3.2.2.6.

Tabmuua 3.2.2.6

CooTHOIICHHE YACTOT reHOTUIIOB U ajliesieii moaumopguizma A/C rena
MYOZ1 cpean 60abHBIX skeHIIMH ¢ Il n xXMpyprudeckum jeyeHueM U KeHIINH

KOHTPOJIbHOM I'PyNIIbI

OII, xxenmmnsbl, Xup. | KOHTpOJIb, XKEHIIUHBI,
[TomumopdabIiA
JeueHue, N=54 n=59 P
aJUIeNIbHBINA BapUAHT
aoc. % aoc. %
AJA 41 75,9 45 76,3 0,965
A/C 13 24,1 14 23,7 0,965
C/C 0 0,0 0 0,0 0,965
Hroro 54 100,0 59 100,0
Annenu
aoc. % aoc. %
Annens A 54 80,6 59 80,1
Annens C 13 19,4 14 19,9 0,973
Hroro 67 100,0 73 100,0
OIII; 95% 11 O1 0,985 [0,425-2,283]
C/C 0 0,0 0 2,5
A/A+A/IC 54 44,6 59 97,5 0,965
Hroro 121 100,0 59 100,0
OIII; 95% 11 O1 1,091 [0,021-55,978]
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[IpuMeuanue: p - ypOBEHb 3HAYUMOCTH IIPU CPAaBHEHUH PACIIPEICICHUS T€HOTUIIOB C ITOKA3aTEISIMU

IPYIIIBI KOHTPOJISA

[Tpu ananuze yactot renotunos u amwieneit OHIT A/C rena MYOZ1 B rpymie
nanueHTok ¢ OI1 1 npoBeIEHHBIM XUPYPTUUECKUM JICUCHUEM U JIUIIAMHU KOHTPOJIbHOM
IPYIIIBI YaCTOTa BCTPEYAEMOCTH PACIPOCTPAHEHHOTO TOMO3UTOTHOTO TeHoTuna A/A
cpenu OOJIbHBIX KEHIIUH ¢ PUOPUIUISIIIMEN npeacepanii U MPOBEACHHBIM XHP.
nedeHueM coctaBmi 75,9%, rereposurotrnoro renorumna A/C — 24,1%, peakoro
romo3urotHoro renotuna C/C — 0,0%. B koHTposibHOM rpynme mpeobdiianano
KOJIMYECTBO JIUII YKEHCKOI'0 MoJia, HOCUTEIEH roMO3UTroTHOro renotuma A/A — 75,3%.
KonnuecTBo »eHIUH rpyMIbl KOHTPOJIS, HOCUTEIEH TOMO3UTOTHOTO T€HOTHIIA 110
peaxkomy amtento C/C coctaBuiio 2,4%, a rerepozurotHoro resoruna A/C — 23,7%
(tabm. 3.2.2.6).

Pesynbratel ananuza nomumopduszma A/C rera MYOZ1 cpeaun GONBHBIX KEHIIMH
¢ ®II 6e3 xupyprudeckoro JIe4eHHs U JIUII >KEHCKOTO T0J1a U3 TPYIIbl KOHTPOJIS
npeacTaBiIeHbl B Ta0u. 3.2.2.7.

[IpoueHT naeHTU(UKAIIMN PaCIPOCTPAHEHHOT'O TOMO3UTOTHOTO reHoTHa A/A
cpeau OO0JBHBIX JKSHIMUH ¢ GUOPHILIIIUEN Ipeacepanii 0e3 XupypruaecKoro JeUeHUs
coctaBui 79,5%, rerepo3urorHoro reHoruna A/C — 20,5%, peaKoro roMo3uroTHOTO
redotumna C/C — 0,0%. B kKoHTpoJbHOM TpynIe Takke Mpeodiianano KOJTUIECTBO JTUIT
’KEHCKOTO I10J1a, HOCUTEIEeH ToMo3uTroTHoro renoruna A/A — 76,3%. KonndecTBo
KEHIIUH TPYIIbl KOHTPOJIS,, HOCUTENEH TOMO3UTOTHOT'O T€HOTHUIIA [0 PEAKOMY aJlIEITIo
C/C cocrasmiio 0,0%, a rerepo3urotaoro reaotuna A/C — 23,7% (tabm. 3.2.2.7).

006001125 TTOJTyYEHHBIE TAHHBIE, YCTAHOBIIEHO, YTO, MPY aHAJIN3E PE3yJIbTaTOB
gactoT reHotumnoB u ajuteneit OHIT A/C MYOZ1 B rpymmax nanueaToB ¢ @I u ¢
MIPOBEJICHHBIM XHPYPTUYECKUM JICYCHUEM, KaK B MOATPYIIaX MYXYHH, TaK U KSHIIUH,
u B rpynmne nanueHToB ¢ @Il u ¢ KoHCEpBATUBHBIM JICUEHUEM, B MOATPYIIAaX MY KYUH U
KEHIIUH, 110 CPABHEHUIO C JIUI[AMU KOHTPOJBHOMU IPYIIbI, CTATUCTUYECKU 3HAUMMBIX

pasnuumii BeIsBIIeHO He ObL10 (P>0,05).
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Ta0Onua 3.2.2.7

JlaHHBIE 0 YACTOTAX reHOTHIIOB U aJjjieseii moaumopgusma A/C rena MYOZ1

cpeau 00JbHBIX KeHINMH ¢ PII 6e3 XUPYypPru4ecKoro Je4eHus U KeHIHH

KOHTPOJILHOH IPpynnbl

®II, >XCHIIMHBI,
[HonumopdHbIit KoHntpous,
0e3 xup. JieueHusl,
aJlJICJIbHBIN JKEHIIWHBI, N=59 P
n=39
BapUaHT
aoc. % aoc. %
A/A 31 79,5 45 76,3 0,709
A/C 8 20,5 14 23,7 0,709
C/C 0 0,0 0 0,0 0,838
Hroro 39 100,0 59 100,0
Anenu
aoc. % aoc. %
Amnens A 39 83,0 59 80,1
Annens C 8 17,0 14 19,9 0,765
Htoro 47 100,0 73 100,0
OIII; 95%/11 Ol 1,156 [0,443-3,015]
C/C 0 0,0 0 2,5
A/A+A/C 39 32,2 59 97,5 0,838
Htoro 121 100,0 59 100,0
OII; 95% 41 Ol 1,506 [0,029-77,498]

[Iprmeyanue: p - ypOBEHb 3HAUMMOCTH IIPY CPABHEHHUU PACIIPEICICHUS TEHOTUIIOB C

MOKA3aTeJSIMHA TPYIIIBI KOHTPOJIS

PesynbraTer ananuza nonmumopdusma A/C rera MYOZ1 cpenu 6onbabIX ¢ OIT 1

MPOBEJECHHBIM XUPYPrUYECKUM JICUCHUEM MEKy COOOH MO MOJIOBOMY IPU3HAKY

mpeAcTaBIeHb B Ta0. 3.2.2.8.
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Tabnua 3.2.2.8

Pacnpenesnienne 4acToT reHOTHIIOB U ajJieneil nmoaumopgusma A/C rena MYOZ1

cpeau 00abHbIX ¢ @II ¥ npoBeAeHHBIM XHP. JIEYEHUEM MEKAY CO00H 1O MOJI0BOMY

NPU3HAKY
®II, )XeHIITUHBI,
@I, My>KYUHBI, XUP.
[HonumopdubIit I XUp. JICYCHHUE, .
AJUIETIbHBIN BapUaHT n=54
adc. % aoc. %
A/A 49 73,1 41 75,9 0,726
A/C 18 26,9 13 24,1 0,726
C/C 0 0,0 0 0,0 0,915
Uroro 67 100,0 54 100,0
Annenn
abc. % abc. %
Annens A 67 78,8 54 80,1
Annens C 18 21,2 13 19,9 0,787
Hroro 85 100,0 67 100,0
OMI; 95% 1 OLI 0,896 [0,403-1,991]
C/C 0 0,0 0 2,5
A/A+AIC 67 55,4 54 97,5 0,632
Hroro 121 100,0 54 100,0
OLI; 95% 11 OLI 0,807 [0,015-41,359]

HpI/IMeLIaHI/ICI P - YPOBCHBb 3HAUUMOCTHU IIPU CPABHCHHUU PACIIPCACIICHUSA I'CHOTUIIOB C IMTOKAa3aTCIISIMU

T'pYIIIBI KOHTPOJIA

[Tokazarenb 4aCTOTHI BCTPEUAEMOCTH PACIPOCTPAHEHHOTO TOMO3UTOTHOTO
reHotumna A/A cpeaun 60mpHBIX ¢ DI y myxunn coctaBuin 73,1%, reTepo3uroTHOro
renotuna A/C —26,9%, peakoro romo3urotoro reroruna C/C — 0,0%. B ocHoBHOI
IpyIIe y )KEHIIUH Mpeo0Jiaiaiiv NalMeHTKHU ¢ pacpOCTPAaHEHHBIM TOMO3UTOTHBIM
reHoTunom A/A — 75,9%. KonnuecTBo HOCUTENEH peIKOTO TOMO3UTOTHOI'O T'€HOTHUIIA

cocraBmio 0,0%, rereposurotHoro reHorumna A/C —24,1% (tab:xa. 3.2.2.8).
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PesynbTatsl ananuza nonumopduizma A/C rena MYOZ1 cpeau 6onbubix ¢ DI
0e3 XUpYypruyeckoro JICUeHUst MeXAy cO00H MO MOJIOBOMY MPU3HAKY MPECTABICHbI B
Tabn. 3.2.2.9.
Tabnuua 3.2.2.9

Pe3yabTaThl 4aCTOT reHOTHIIOB M ajuleield moaumopgpuima A/C rena

MYOZ1 cpean 60abHbIX ¢ DII 6e3 XUPYPruyecKoro Jie4eHus ¢ y4eToM M0J10BOr0

aumopgusma
®I1, Mmy>xuuHbI, 6€3 Xup. ®II, >xeHIMHBI, 0€3
[HonumopdusIit
neuyenus, N=27 XHp. JieueHus, N=39 p
AJUIETIbHBIN BapUaHT
aoc. % abc. %
A/A 18 66,7 31 79,5 0,245
A/C 9 33,3 8 20,5 0,245
C/C 0 0,0 0 0,0 0,857
Hroro 27 100,0 39 100,0
Annenn
abc. % abc. %
Annens A 27 75,0 39 80,1
Annens C 9 25,0 8 19,9 0,374
Hroro 36 100,0 47 100,0
OMI; 95%/11 oLl 0,615 [0,210-1,796]
C/C 0 0,0 0 2,5
A/A+A/C 27 22,3 39 97,5 0,857
Hroro 121 100,0 39 100,0
OMI; 95%/11 OLl 1,436 [0,027-74,606]

HpI/IMeLIaHI/ICI P - YPOBEHBb 3HAUUMOCTHU IIPU CPABHCHHUU PACTIPCACIICHUA 'CHOTUIIOB C IIOKA3aTCIAMU

IpYIIBI KOHTPOJIS

YactoTa BepuduKaImm pacnpocTpaHEHHOTO TOMO3UTOTHOTO reHoTHHa A/A
cpeau 60apHBIX ¢ DII y MyxuuH cocTaBmiia 66,7%, rerepo3urotHoro reaorumna A/C —
33,3%, peaxoro romo3zurotHoro resoruna C/C — 0,0%. B rpynmne cpaBHeHus y
KEHIMH Mpe00Jiaialiv MallMeHTKU ¢ PaCpOCTPAHEHHBIM TOMO3UTOTHBIM T'€HOTUIIOM

A/A —79,5%. Hocureneii peIKoro roMo3uroTHoro reHotuia mo amieno C/C BeISIBICHO



83

He 6bu10 (0,0%), rerepo3urornoro reHotuna A/C —20,5% (tabin. 3.2.2.9). Takum
00pa3oM, HE YCTaHOBJIEHO CTATUCTUYECKU 3HAUUMOMN Pa3HULBI MEXKY HOCUTEISIMU
pa3nu4HbIX reHoTUnoB reHa MYOZ1 kak y MyX4MH, TaK U Y )KEHILHH.

Pesynbratel ananuza nonmumopduszma A/C rera MYOZ1 cpeau GOJBHBIX C
nepBuuHoi (manuenTsl 0e3 MbC u npyrux conyTtcTBytoumx 3adonesanuii) OI1 u
00JIbHBIX ¢ BTOpUUHOU Popmoii DII, pacripenenuaucey caeayronuM 00pa3omM: O0JIbHbIC
¢ nepsuuHoi popmoit I1 u BropuuHoit popmoit AIT npencrapnensl Huxe (TaodII.
3.2.2.10).

Tabnuua 3.2.2.10

PacnipesesieHue 4acTOT reHOTHIOB U ajuleseil moaumopguizma A/C rena MYOZ1

cpenu 001bHBIX ¢ nepBU4HON PII 1 60bHBIX BTOpUYHOH Gopmoii DI

Bropnunas OII,
[HonumopdubIit [epBuunas ®I1, =35
n=152 P
aJUIeNIbHBINA BapUAHT
abc. % abc. %
A/A 23 65,7 116 76,3 0,198
AIC 12 34,3 36 23,7 0,198
CIC 0 0,0 0 0,0 0,468
Uroro 35 100,0 152 100,0
Annenu
aoc. % aoc. %
Annens A 35 74,5 152 80,1
Amnnens C 12 25,5 36 19,9 0,333
Hroro 47 100,0 188 100,0
OLIL; 95% 1 Ol 0,690 [0,326-1,461]
CIC 0 0,0 0 2,5
A/A+A/C 35 28,9 152 97,5 0,468
Htoro 121 100,0 152 100,0
OLII; 95% 11 Ol 4,295 [0,083-220,216]

HpI/IMeanI/ICI P - YPOBCHb 3HAUMMOCTHU IIPU CPABHCHHUU PACIIPECACIICHUS I'CHOTUIIOB C NTOKAa3aTCIIsIMU

IPYIIBI KOHTPOJIS
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YacToTa BCTpe4aeMOCTH pacIpOCTPAHEHHOTO TOMO3UTOTHOTO reHoTumna A/A
cpeau OOJBHBIX ¢ MEPBUYHOM Popmoii pubprianmeit npeacepauii cocrasuna 65,7%,
rerepo3urotoro resoruna A/C — 34,3%, peakoro romo3urotHoro renotuna C/C —
0,0%. B rpynre nauueHToB ¢ BropuyHoil popmoit DI, aHamornuHo OCHOBHOM TpymIie,
MOKAa3aTeNu paclpeeIINCh CAEAYIOMHUM 00pa3oM- Mmpeodiagan roMO3UTOTHBIN
reHotun A/A — 76,3%, KoJIM4eCTBO HOCUTENEH TeTepOo3uroTHoro renotumna A/C
coctaBuio 23,7%, a romo3urotHsiii renotun C/C no peakomy amiento — 0,0% (tada.
3.2.2.10).

[Ipu pacrnpenenenuu o NojaoBoMy Mpu3Haky noaumoppusma A/C rena MYOZ1,
Cpeld MY>KUMH C IEpBUYHON U BTopuuHO# opmoii DI, mokazarenu pacnpeieTuinch
CJIeIyIOIIMM 00pa3oM: OOJIbHBIE MYKUMHBI ¢ iepBUUHOM popmoit DIT u BTopruyHOI
dopmoii ®IT npeacrasiensr Huxe (Tadu. 3.2.2.11).

Taomuna 3.2.2.11

IToka3aTeim 4acTOT reHOTUIOB U ajieseil moumopgusma A/C rena
MYOZ1 cpeau 60abHBIX MY:KUYHH ¢ epBUYHOH PII ¥ 60JIBHBIX MYKUYMH

BTOpu4HOU popmoit PII

Bropuunas OIT (m),
[TomumopdHbIii [lepBuunas OII (m), n=24
n=70 P
aJIIeNIbHBIA BapUaHT
aoc. % aoc. %
A/A 15 62,5 52 74,3 0,273
A/C 9 37,5 18 25,7 0,273
C/C 0 0,0 0 0,0 0,599
Hroro 24 100,0 70 100,0
Annenu
abc. % abc. %
Amnnens A 24 72,7 70 80,1
Amnnens C 9 27,3 18 19,9 0,423
Hroro 33 100,0 88 100,0
OLI; 95% 11 Ol 0,685 [0,272-1,728]
C/C 0 0,0 0 2,5
0,599
A/A+A/C 24 19,8 70 97,5
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Htoro 121 ‘ 100,0 | 70 ‘ 100,0
OLLL; 95%/11 OI1I 2,877 [0,055-148,977]

[IpuMeuanue: p - ypOBEHb 3HAUUMOCTH IIPU CPABHEHHUH PACIIPEACICHUs T€HOTUIIOB C ITI0KAa3aTeIsIMU

IPYIIIBI KOHTPOJIS

[loka3zaTenu 4acTOT BCTPEYAEMOCTH PACIPOCTPAHEHHOTO TOMO3UTOTHOTO
reHotuna A/A cpenu O0JBHBIX MYXYHUH C IEpBUYHON hopMoit hubpusuisiimen
npeacepanii cocraBuiu 62,5%, rereposurotHoro reHoruna A/C — 37,5%, peakoro
romo3urotHoro resotuna C/C — 0,0%. B rpynne my»xxuun ¢ BropuuHoi popmoit OII,
aHAJIOTMYHO TpyMIe NalMeHTOB MY>KCKoro nojia ¢ nepsuyHoit @II, - npeobnaman
rOMO3HUTOTHBIN reHotun A/A — 74,3%, KOTU4YECTBO HOCUTEIIEH FeTEPO3UT OTHOTO
renotuna A/C coctaBuiio 25,7%, romo3urotHbsiii reHoTunt C/C mo peakoMy aiento —
0,0% (tabma. 3.2.2.11). OgHaKO CTATUCTUYECKU 3HAYUMBIX Pa3INuMi MPU aHATH3E
reHoTunoB u amieneit rena MYOZ1 y myxuun ¢ ®OII BoisiBiieHO HE OBLIO.

[Tpu pacnpenenenuu o mojaoBoMy npusHaky noaumopduszma A/C rera MYOZ1,
Cpeau KSHIIMH C IEPBUYHOUN U BTOpruHOU (popmoii DI, Hamu mosTydeHsl Clieyomue
JlaHHbIE: OOJIbHBIC KEHIIUHBI ¢ TIepBUYHON popmoit PIT u BTopuunoit hopmoit OI1
npeacTaBieHsl Hke (Tadi. 3.2.2.12).

JlaHHBIE YaCTOT BCTPEYAEMOCTH PACIIPOCTPAHEHHOTO TOMO3UTOTHOTO T€HOTHIIA
A/A cpenu G0NBHBIX KEHIIUH C TIEPBUYHON hopMOM GUOPHILTALIMEH TIpeacepIuid
coctaBuiu 72,7%, rerepozurotHoro renotumna A/C — 27,3%, peakoro roMo3uroTHOTo
reHotumna C/C — 0,0%. B rpynme xenmuH ¢ Bropuanoit popmoii OII, mokazarenu
pacipeenwIiCh CIEIYIONIMM 00pa3oM: TOMO3UTOTHBIN reHoTurl A/A coctaBun 78,0%,
renotuna A/C - 22,0%, nanueHTok ¢ reHotunom C/C BepuduiimpoBaHo He ObLIO (TaOJI.
3.2.2.12). Ilpu noaBeiIecHUHN PE3yJIbTAaTOB YCTAHOBJIEHO, YTO CTATUCTUYCCKH 3HAUUMBIX
pasIuYHii Py aHAIM3e TeHOTUIOB U ayuteneit rena MYOZ1 y marmmenTok ¢ @II,
BBISIBIICHO HE OBLIO.

Takum 06pazoM, BepuUIMPOBAHO, YTO, PU OIICHKE PE3YIHTATOB YACTOT
rerotunoB u amieneir OHIT A/C MYOZ1 B rpynne manuentoB ¢ [1DI1, BOII mo
CPaBHEHHUIO C TPYIIIONA KOHTPOJIS, CTATUCTUYECKU 3HAUMMBIX PA3IMYUN MOJTYYEHO HE

osL10 (P>0,05).
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Tabmuua 3.2.2.12

JlaHHbBIe YacTOT reHOTHIIOB U ajuieneil noaumoppuzma A/C rena MYOZ1

cpeau 00JIbHBIX KeHIIMH ¢ nepBUYHON PII 1 00JbHBIX KEHINMH BTOPHYHOMI

¢popmoit PII
[lepsuunas ®II  |Bropuunas ®II (x),
[HonmumopdubIH
(x), n=11 n=82 P
aJUIeJIbHBIN BapUaAHT
aoc. % a0c. %
A/A 8 72,7 64 78,0 0,692
AIC 3 27,3 18 22,0 0,692
CIC 0 0,0 0 0,0 0,330
Hroro 11 100,0 82 100,0
Annenn
abc. % a0c. %
Amnens A 11 78,6 82 80,1
Annens C 3 21,4 18 19,9 0,757
Utoro 14 100,0 100 100,0
OMI; 95% AU Ol 0,804 [0,203-3,182]
C/C 0 0,0 0 2,5
A/A+A/IC 11 9,1 82 97,5 0,330
Utoro 121 100,0 82 100,0
OLI; 95% 11 O 7,173 [0,135-379,442]

[Ipumeyanue: p - ypOBEHb 3HAUMMOCTH IIPY CPABHEHHUU PACIIPEACICHHUS TEHOTUIIOB C

MOKA3aTeJSIMHA TPYIIIBI KOHTPOJIS

[ToMumoO TIpoYero, MBI pa3euiiv MAIMeHTOB 10 BO3pacTy. Pe3ynbTaThl aHaIM3a
nonmumopdusma A/C rera MYOZ1 cpenu 6ompHBIX OIT Mmooxke 40 met, 1 OOJNBHBIX,

BO3pacT KOTOpbIX Ha MOMeHT pa3BuTusi OII ObLn cTapiie 40 yeT, npeacTaBIeH HUXKE:
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6osbHbIe MamIe 40 1eT u 60JIbHBIE, BO3PACT KOTOPHIX HA MOMEHT BO3HUKHOBeHUs DI
crapuie 40 ner.

YacToTa pacnpocTpaHEHHOT'0 TOMO3UTOTHOT'O TeHoTuMa A/A cpeau 60IbHBIX
nanueHToB muaaiie 40 et cocraBuia 50,0%, rerepo3urornoro renoruna A/C —
50,0%, renotun C/C He ObUT 3aperUCTPUPOBAH HU Y OJHOTO NanuenTa muasmie 40 jer.
B rpynne cpenu 00sbHBIX, BO3pacT KOTOpbIX crapiie 40 jiet, nokazareau
pacnpeieNuIiCh CIEAYIOMINM 00pa3oM - mpeodiiaan roMO3UroTHbIN reHoTin A/A —
75,3%, koMuecTBO HOCUTENEH rerepo3urotTHoro reHoruna A/C cocrasumo 24,7%, a
romo3urotHblil renotun C/C no peakomy amiento — 0,0% (taba. 3.2.2.13).

[Tpu pacnpenenennn nanuentos ¢ ®I1 Ha moarpynmnel mumaamie u crapiie 40 Jer,
CTaTUCTHYECKH 3HAYUMOM cBsi3u ¢ nonmumoppuzmom rena MYOZ1 rs3740293 BoisiBiieHO
He Ob110. OTHAKO CIeyeT OTMETUThH HEOOJIbIIONH 00beM BEIOOPKH MaIueHTOB 10 40
JIET.

Taomuna 3.2.2.13

PesyabTaTsl pacnpeaejeHus 4acTOT TEHOTUIIOB U ajllesel moauMopdusma
A/C rena MYOZ1 cpean 6oabubix Mjaame 40 jet, u 6oabubIx PII, Bo3pacT

KOTOPbIX HA MoMeHT pa3Butus @Il crapuue 40 Jer

IMonmumopdusiii amvtenshbii |lamuentst 1o 40 net, n=6 |[Tatments! nocne 40, =182
BapHaHT aoc. % abc. % P
A/A 3 50,0 137 75,3 0,182
A/C 3 50,0 45 24,7 0,182
C/C 0 0,0 0 0,0 0,102
Hroro 6 100,0 182 100,0
Annenu
a0c. % abc. %
Annens A 6 66,7 182 80,1
Annens C 3 33,3 45 19,9 0,332
Hroro 9 100,0 227 100,0
OIIL; 95% /U OLI 0,494 [0,119-2,053]
c/C 0 0,0 0 2,5 0,102
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A/A+A/C 6 50 182 97,5
Htoro 121 100,0 182 100,0
OoHl; 95% /11 oLl 28,076 [0,515-1528,825]

[IpuMeuanue: p - ypOBEHb 3HAUUMOCTH IIPU CPABHEHHUH PACIIPEAEIICHNs T€HOTUIIOB C IT0KAa3aTeIsIMU

IPYIIIBI KOHTPOJIS

Takum 00pa3oM Mpu IPOBEIECHUN MOJIEKYJISIPHO-TEHETUYECKOTO NCCIIEA0BAHMS
OHII (rs3740293) A/C rena MYOZ1 cTaTUCTHYECKH 3HAYUMBIX PE3YJIHTATOB
npeo0iaianns YacTOT FEHOTUIIOB U ajuiesiel He ObLIO BBISIBIEHO HU B OJJHOM U3

oOcneayeMbIX IPYIII NalUEeHTOB.

3.3 HoaumopdHbie a/lebHbIe BADHAHTHI IPU CePAEYHO-COCYIMCTHIX

3200/1eBAHUAX

3.3.1rs10824026 ren SYNPO2L

Pacnipenenenne yactotsl Bctpeuaemoctu reHoruna OHIT rs10824026
xpoMocoMbl 10022 cpeau ManueHToB C CEPACYHO-COCYAUCThIMU 3a00neBanusmu (I'B,
creHokapaus, [TMKC, XCH), a Tak»e MauueHToB C COMMYTCTBYIOIIEH HE CEpAEUYHO-
COCYAMCTOM MaTONOTHEH (caxapHblil TuadeT, 3a00JI€BaHUS IUTOBUIHON KEJIE3bI)
MIPEICTABIICHBI B BU/E TAOJIHII.

[Tpu 06padotke momyueHHsix qanubix OHIT A/G rena SYNPO2L B rpymme
nanueHToB ¢ @II u conmyreTByromen I'b ycraHoBiI€HO, YTO 4acTOTa BCTPEYAEMOCTH
pPacpoOCTPaHEHHOTO TOMO3UTOTHOTO TeHoTHIa A/A cpean 60IbHBIX C GUOPHILIAIIUEH
npeacepauit u I'b cocraBunu 64,8%, drcio HocuTenei rerepo3uroTHoro renotuna A/G
— 25,0%, a peakoro romosurotHoro reaoruna G/G — 10,2%.

ITpu ananuse gacrot renotunoB u amwieneit OHIT A/G rena SYNPOZ2L B rpynme
nauueHToB ¢ @IT u 6e3 conyrcTByromieit I'b npeobragan pacnpocTpaHeHHBIH

TOMO3UTOTHBIN reHoTuIl A/A — 69,4%, rerepo3urotusiii reHotunt A/G coctaBui 19,4%,
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romMo3urotHbli renotun G/G no peakomy amnento — 11,2%, pesnbraThl ananuza

npexacrasieHsl B Tabda. 3.3.1.1

Tabonuma 3.3.1.1

YacroTa BCcTpeyaeMoCTH TeHOTUIoB noaumopdusma rs10824026 xpomocomsr 10022 y

maeHuToB ¢ ['b u 6e3 I'b.

Mauuents! ¢ I'b (N=168) IMauuentsl 6e3 I'G (n=36)

I'enorun a0c. % a0c. % F
A/A 109 64,8 25 69,4 0,447
AIG 42 25,0 7 19,4 0,489
G/G 17 10,2 4 11,2 0,859
Htoro 168 100,0 36 100,0

[Tpu npoBeneHun MoleKyasipHO-TeHeTnYeckoro ucciaeaoanust OHII
(rs10824026) A/G rena SYNPOZL cTtaTuCTHYECKH 3HAYMMBIX PE3YIbTATOB
npeoOJiaJaHus 9acTOT TEHOTUIIOB U ajuiesei cpenu marueHToB ¢ I'b u 6e3 I'b He 6b110
BBISIBJICHO.

[Tpu ananuze yactot renotunos u aieneit OHIT A/G rena SYNPOZ2L B rpynme
nanueHtoB ¢ OII u conyrcrByromeit UBC.cTeHOKapane yacToTa BCTPEYaeMOCTH
pacIpoCTPaHEHHOr0 rOMO3UTOTHOTO reHoTHma A/A cocrapuia 62,5%, A/G - 25% ,
G/G —12,5%. Ilpu ananuze yactoT renotunoB u amieneir OHIT A/G rena SYNPO2L B
rpynne namueHToB ¢ GII u 6e3 conyrerByromeit UbC.crenokapanu mpeobdiagan
reHotun A/A — 65,9%, A/G coctaBui 23,9%, rerotun G/G 1o peIkomMy aJiieo —

10,2%, 3.3.1.2
Tabmuna 3.3.1.2

YacToTta BcTpeuaeMOCTH TeHOTUnoB nojumopdusma rs10824026 xpomocomser 10022 y

NAllEHUTOB COCTEHOKapAuel u 6e3 CTeHOKapAuu.



Hauuentsl ¢ UBC.cTeHokapamei Hauuentsl 6e3 UBC.cTenokapanu
(n=8) (n=196) P
I'enoTun a0c. % aoc. %
A/A 5 62,5 129 65,9 0,846
AIG 2 25,0 47 23,9 0,947
G/G 1 12,5 20 10,2 0,834
Hroro 8 100,0 196 100,0

[Ipu npoBeaeHnN MOJEKYISAPHO-TeHETHYECKOTO uccaenoBanus OHII

(rs10824026) A/G rena SYNPOZL cTtatucTHUeCKH 3HAYMMBIX PE3YJIbTATOB

HpeO6JIaI[aHI/ISI YaCcTOT I'€HOTHUIIOB U aJljIesiek cpeau ManucHTOB CO CTCHOKapIIPIeﬁ n 6e3

CTCHOKAapAnH HC OBILJI0 BBISBJICHO.

[Tpu ananuze yactor renotunos u ayeneit OHIT A/G rena SYNPOZ2L B rpynme

nauueHToB ¢ @II u nepenecennsiM [IMKC yacToTa BcTpeyaeMocTu

pacnpocTpaHeHHOT0 TOMO3UTroTHOro reHorumna A/A cocrasuia 94,5%, AIG - 0% , G/G

— 5,5%. Ilpu anammze gactot renotumnos u ameneit OHII A/G rena SYNPOZ2L B

rpymre marueHToB ¢ @I u 6e3 [TMKC npeobnanan pacupocTpaHeHHbINH TeHOTHTT A/A —

62,9%, A/G coctaBun 26,4%, romo3uroTHsii reHoTur G/G 1o peikomMy ajiento —

10,7%, (ta6:1 3.3.1.3)

Tabmuna 3.3.1.3

YacToTta BcTpeyaeMOCTH TeHOTUTIOB ToimMopdusma s10824026 xpomocombr 10022 y

nanesuToB ¢ [IMKC u 6e3 [TUKC.

INanmuentnl 0e3 IIMKC
MamuenTtsl ¢ IMKC (n=18) (n=186) P
I'enorun abc. % abc. %
A/A 17 94,5 117 62,9 0,026
AIG 0 0,0 49 26,4 0,072
G/G 1 5,5 20 10,7 0,497
Hroro 18 100,0 186 100,0




91

IIpu npoBeneHnn MONEKYIApHO-TEHETHYECKOTO uccnenoBanus OHII
(rs10824026) A/G rena SYNPOZL cTtatucTHueCcKH 3HAUMMBIX PE3YIbTATOB
npeo01aanus 4acTOT FreHOTUNOB U ajtenel cpeau nanueHTos ¢ [IMKC u 6e3 ITMKC
HEe ObUIO BBISBIICHO.

[Tpu ananuze yactot renotunos u amieneit OHII A/G rena SYNPOZ2L B rpynne
nanneHToB ¢ PII u conyrcTByromen XCH gactora BcTpeuaemocTu
pacrnpocTpaHeHHOT0 TOMO3UroTHOro reHorumna A/A cocrasuia 75%, A/IG — 17,2% ,
G/G - 7,8%. Ilpu ananu3se yactoT reHotumnoB u ayuteneit OHIT A/G rena SYNPO2L B
rpymnre marueHToB ¢ @I u 6e3 conyrerBytomeid XCH npeobianan pacpocTpaHeHHbIN
renotun A/A — 60,1%, A/G coctaBun 28,1%, romo3urotueiit reHoTun G/G 1o peakoMmy

amento — 11,9%, tabnuna 3.3.1.4.

Tabmuna 3.3.1.4

YacroTa BcTpedaeMoCcTu TeHOTUIOB nosumopdusma rs10824026 xpomocomsr 10022 y

maresuToB ¢ XCH u 6e3 XCH
Mamuentnl ¢ XCH (N=76) IManuenTs 6e3 XCH (n=128)
I'enoTun a6c. % abc. % ¥
A/A 57 75,0 77 60,1 0,032
A/G 13 17,2 36 28,1 0,173
G/G 6 7,8 15 11,8 0,387
Hroro 76 100,0 128 100,0

[Ipu nmpoBeaeHnn MOJEKYISIpHO-TeHeTHYecKoro uccieaoBanus OHII

(rs10824026) A/G rena SYNPOZ2L cratuctruecku 3HAYMMBIX Pe3yJIbTaTOB

nmpeo0Iaanrs 9acTOT TeHOTHUIOB | ajutenel cpeau namueHToB ¢ XCH u 6e3 XCH ne

OBLIIO BBISBJIEHO.

ITpu ananuse gactot renotumnoB u amieneit OHIT A/G rena SYNPOZ2L B rpynme

nanueHToB ¢ I u comyTcTByONIEN HE CEPACYHO-COCYAUCTON MATOJIOTUEN

(3aboJsieBaHUs MIUTOBUIHOMN KeJIE3bl, CaXapHbIi AMa0ET) 4acTOTa BCTPEUaeMOCTH
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pacnpoCcTpaHEeHHOT0 TOMO3UTOTHOTO reHotuma A/A cocraBuia 63,5%, A/G —29,4% ,
G/G - 7,1%. Ilpu anamu3ze gactoT reHotumoB U ayuteneit OHIT A/G rena SYNPO2L B
rpynne nanueHToB ¢ @Il u 6e3 conyTcTByIOIIEH CepAEYHO-COCYIUCTON NATOIOTUU
npeobJiiaian pacpocTpaHeHHbl reHotun A/A — 67,2%, A/G coctasun 20,1%,
romo3uroTHbli reHotunt G/G no penkomy amiento — 12,7%, tabnuna 3.3.1.5.

[Ipu npoBeaeHnn MOJEKYIAPHO-TEHETHYECKOTO uccaenoBanus OHII
(rs10824026) A/G rena SYNPOZL cTratucTHUeCKH 3HAYMMBIX PE3YJIbTATOB
npeo0Iaianys YacTOT F€HOTUIIOB U ajuieNied cpeau maueHToB ¢ conyrcrByromein CC

natoJsiorueit u 6e3 comyrcryronieit CC natojgoruu He ObLIO BBISBICHO.

Tabmuna 3.3.1.5

YacToTa BCTpe4aeMoCTH TeHOTUIOB noiuMmopdusma rs10824026 xpomocoMbl

10022 y maneHuToB ¢ COMyTCTBYIOIIEH MaTOJIOTUEN U O€3 COMyTCTBYIOIIECH MaTOJIOT U

ITanuenTsl 0e3
ITanueHTHI ¢ COMYTCTBYIONIEH conyrcrBywmeid He CC
He CC narosorneii (N=85) naroJiorueii (N=119) F
I'enoTun a6c. % abc. %

A/A 54 63,5 80 67,2 0,583
A/G 25 29,4 24 20,1 0,129
G/G 6 7,1 15 12,7 0,204
Utoro 85 100,0 119 100,0

V¥ nauuentoB ¢ @II u pacmmpennsiM JIII, no nanasiM 9x0KC, BbIABIEHBI
cnenytorre gactoTel reHoTuoB OHIT A/G rena SYNPOZ2L: pacnipocTpaneHHBIH
TOMO3UTOTHBIA reHoTur A/A Ob11 y 103 marueHnToB, uTo coctaBuio 58,2%,
IeTEPO3UTOTHBIA TeHOTUIT A/G - y 43 4enoBeK U COOTBETCTBEHHO 24,2% o0ceyeMbIX,
TOMO3UTOTHBIA T€HOTHI 10 peakomy aiento G/G -y 31 denoBeka, 4To
cooTBeTcTBOBAIO 17,5%. Cpenu nauueHToB ¢ HOpMaJIbHBIM pa3zmepom JIIT yacToTsl

reHotunioB OHII A/G rena SYNPO2L pacnpeaenuinuce ciemytonmm oopa3om:
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pacnpoCTpaHEHHbI TOMO3UTOTHBIN reHoTHn A/A -y 25 yenosek (59,5%)
o0cneayeMbIX, reTepo3uroTHsiii reHotun A/G —y 15 nanuenTos (35,7%),
TOMO3HUIOTHBIA F€HOTHII 110 pekoMy amiento G/G - y 2 malueHToB, 4YTO COCTABUIIO
4,8%. Jlanusie npeactarieHsl B Tadmuie 3.3.1.6.

[Ipu cpaBaenun yactoT renotunos u ayieneit OHII A/G rena SYNPOZL B
MOArPYIIax NalMEHTOB C PACUIMPEHHBIM U HOPMAJIbHBIM pa3Mepamu JIEBOrO
npeicepAansl YCTaHOBJIEHO, YTO TOMO3UTOTHBIN renoTun G/G mo peaKomMy ajielnto
OHII A/G rena SYNPOZ2L ctaTucTidecky 3Ha4MMO 4alle nmpeodiasaeT B rpyIie
nanueHToB ¢ pacmupeHHsM JIIT o cpaBHEHHIO ¢ MAllMEHTaMH ¢ HOPMaJIbHBIMU
pasmepamu JIIT (17,5% npotus 4,8%, p-0,04), 4TO CBUACTEIBLCTBYET O TOM, UTO Y
rmanrueHToB ¢ JaHHbpM reHoTunoM Ss10824026 rera SYNPOZ2L BrIsiBiIeHa accomuaiims
mexay ¢pakroM BosHUKHOBeHUs DII u pazmepom JIII.

Tabmuna 3.3.1.6

YacToTta BcTpeyaeMOCTH TeHOTUTIOB ToiuMopdusma rs10824026 xpomocombr 10022 y

nareHuToB ¢ pacmupeHHbM JIIT u ¢ HopmansHabiM JITT

IMauuenTsl ¢ pacmmmpeHHbM | [lanmeHTHI ¢ HOPMAJTBHBIM
JII (n=177) JII (n=42) p
I'enorun a6c. % abc. %
A/A 103 58,2 25 59,5 0,874
AIG 43 24,3 15 35,7 0,134
G/G 31 17,5 2 4,8 0,04
Hroro 177 100,0 42 100,0

[Ipu paspenennn nauueHToB ¢ OII Ha noarpynmy [IOIT u BOII nonyyenst
CIEAYIOLINE JaHHBIE:
- B noarpynmne nanueHtoB ¢ [IDIT (n=40) pacuupennoe JII1 Ob110 y 24

nanueHToB -61,5%, HopmanbHbie pazmepsl JIIT y 15 yenosek -38,5%. Ognako npu
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MIPOBEIEHUH MOJIEKYJIIPHO-TEHETUYECKOI0 HccieaoBanus, u3 40 npoO moArpymnsl
nanueHToB ¢ [IDII pe3ynabTaThl OBUTM MOJYYEHBI TOJBKO Y 39 NAlMEHTOB.

VY nanuenTos ¢ [IPII n pacuupennsiv JII, mo nanaeiM 9x0KC, BeIsIBIEHBI
cnenytouire yactotel reHoTunoB OHIT A/G rena SYNPOZ2L: pacnpoctpaHeHHbI
TOMO3UTOTHBIN reHoTun A/A — 62,5%, rerepo3urotHsiii renotun A/G - 12,5%
o0cleyeMbIX, TOMO3UTOTHBIN TeHOTHUII 10 peakoMy amiento G/G - 25%. Y nanueHToB
¢ [I®IT u nopmanbubim JIIT, mo nanabiM 9X0KC, BBISBIEHBI CAEAYIOLUIUE YACTOTHI
reHotunoB OHII A/G rena SYNPOZ2L: pacripocTpaHeHHBII TOMO3UTOTHBIN T€HOTHUIT
A/A — 73,3%, rereposurotusiii reHotun A/G — 20,0% o06cenyeMbIX, TOMO3UTOTHBIN
reHoTun no peakomy amiento G/G — 6,7%. Jlannbie npeacTasiaeHsl B Tadbmuie 3.3.1.7

Tabmuna 3.3.1.7

YacroTa BcTpedaeMoCTu TeHOTUIOB noaumopdusma rs10824026 xpomocomsr 10022 y

naneHuToB ¢ 1IPII ¢ pacimmpennsim JIIT 1 ¢ HopMmanbHbIM JIIT

IMTamuenTtnl ¢ IIPDII ¢ IMamuenTsl ¢ IIPOII ¢
pacuapennsim JIIT (n=24) HopMaabHbIM JIIT (N=15) p
I'enoTun a6c. % abc. %
A/A 15 62,5 11 73,3 0,486
A/G 3 12,5 3 20,0 0,530
G/G 6 25,0 1 6,7 0,175
Hroro 24 100,0 15 100,0

[Ipu nmpoBeaeHnn MOJEKYISIpHO-TeHeTHYecKoro uccieaoBanus OHII
(rs10824026) A/G rena SYNPOZ2L cratuctruecku 3HAYMMBIX Pe3yJIbTaTOB
nmpeo0Iaanus 9acTOT TEeHOTHUIIOB | ajiienel cpeau nanueHToB ¢ [IDI1 ¢ pammpenHpiM
u ¢ [I®II u ¢ HopmanbHbiMU pa3zmepamu JII1 He ObLIO BBISIBIEHO.

- B noarpynmne nanueHToB ¢ BOII (n=184) pacuupennoe JIIT ormeuanocs y 153
nanueHToB ¢ OIT -85%, Hopmanbubie paszmepst JIIT y 27 nauuentos -15%. Ognako npu

MIPOBEJCHUN MOJIEKYJISIPHO-TEHETUYECKOT0 UccieaoBaHus, u3 184 mpol nmoArpymnmsl
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nanueHToB ¢ BOII pe3ynbrarsl ObUIM OTyYeHbI TOJABKO y 180 manuenTos. ¥
nanneHToB ¢ BOII u pacimpennsiM JIII, mo nanaeiM 9x0KC, BBISBIEHBI CIIEAyIOIINE
yactoTel reHoTunoB OHIT A/G rena SYNPOZ2L: pacnpocTpaHeHHbI TOMO3UTOTHBIM
reHotun A/A — 57,5%, rerepo3urotHsiii reHotun A/G — 26,1% o0cieayempix,
TOMO3UTOTHBIM T'€HOTHTI 110 peakomy amiento G/G — 16,4%. V nanuentoB ¢ BOII u
HopManbHbIM JITT, mo nanubiM DX0KC, BBIABIECHBI CIEAYIOIME YACTOTHI TEHOTUIIOB
OHII A/G rena SYNPOZ2L: pacnpocTpaHeHHBI roMO3UToTHBIN renotun A/A — 51,8%,
reTepo3uroTHeiid reHoTun A/G — 44,4% obcienyeMbIX, TOMO3UTOTHBIN T€HOTHI TI0

penxkomy amiento G/G — 3,8%. Jlanubie npeacTaBieHsl B Tadmumie 3.3.1.8

Tabmuma 3.3.1.8

YacroTa BcTpedaeMoCTH TeHOTUIOB nosiumopdusma rs10824026 xpomocomsr 10022 y

naneHuToB ¢ BOII ¢ pacuuupennsim JIII u ¢ HopmansHeim JIIT

IHauuenTol ¢ BOII ¢ HHaunentsl ¢ BOII ¢ HopMaabHBIM
pacumpenusim JIIT (n=153) JII (n=27) p
I'enoTun a0c. % abc. %
A/A 88 57,5 14 51,8 0,584
AIG 40 26,1 12 44.4 0,057
G/G 25 16,4 1 3,8 0,119
Htoro 153 100,0 27 100,0

[Ipu npoBeaeHnn MOJEKYISIpHO-TeHETHYECKOT0 uccieaoBanuss OHII
(rs10824026) A/G rena SYNPOZ2L cratuctuuecku 3HAYMMBIX Pe3yJIbTaTOB
npeo0Iaanus YacTOT TEHOTHIIOB U ajuieniel cpeau narueHToB ¢ BOII ¢ pamuperasiM
u ¢ BOII u ¢ HopmansabiM JIIT He OBUTO BBISBICHO.

Mpi taxoke cpaBHIIN pazmepst JIIT mexay coboli B pa3HBIX MOATPYMIAX,

pe3yabTaThl IpeacTaBieHbl B Tabauax 3.3.1.9 m 3.3.1.10.

Tabmuma 3.3.1.9

YacToTta BcTpeuaeMOCTH TeHOTUnoB nojumopdusma rs10824026 xpomocomser 10022 y

naneHuToB ¢ @II u ¢ pacmpennbim JII1
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ITanuentsl ¢ BOII u ¢ IMTauuentsl ¢ IIOIL u ¢
pacmmpennsiv JIIT (n=153) pacmmpennbim JIII (n=24) p
I'enoTun a0c. % aoc. %
A/A 88 57,5 15 62,5 0,645
AIG 40 26,1 3 12,5 0,158
G/G 25 16,4 6 25,0 0,303
Hroro 153 100,0 24 100,0

[Ipu npoBeneHun MolieKyasipHO-TeHeTnYeckoro uccaeaopanust OHII
(rs10824026) A/G rena SYNPOZL cTtatucTHUeCKH 3HAYMMBIX PE3YJIbTATOB
npeo0Iiaianus 4acTOT F€HOTUIIOB U ajuienielt cpeau naueHToB ¢ BOII ¢ pamupenHbiM

u ¢ [I®DII u ¢ pactunpennsim JIIT He ObLIO BBISBIEHO.

Taomuna 3.3.1.10

YacroTa BcTpedaeMoCcTu TeHOTUIOB nosumopdusma rs10824026 xpomocomsr 10022 y

natieHuToB ¢ @I u ¢ HopmaneHbIM pazmepom JIIT

IMHanuentsl ¢ BOII u ¢ ITanuenTsl ¢ IIPII u ¢
HopMaabHbIM JIIT (N=27) HopmajbubiM JIIT (N=15) p
I'enoTun a6c. % abc. %
A/A 14 51,8 11 73,3 0,180
A/G 12 44,4 3 20,0 0,122
G/G 1 3,8 1 6,7 0,670
Hroro 27 100,0 15 100,0

[Ipu nmpoBeaeHnn MOJEKYIsIpHO-TeHeTHYecKoro uccieaopanus OHII

(rs10824026) A/G rena SYNPOZ2L cratuctruecku 3HAYMMBIX Pe3yJIbTaTOB

npeo0Iaanrs 9acTOT TEHOTHUIIOB M ajliesield cpeau nanueHToB ¢ BOII ¢ HopmansHBIM

JIT u ¢ TI®IT u ¢ HopmansubiM JIIT HE OBUTO BBISBIICHO.

Cratuctryecky 3Ha4nMo npeodiaganue renorumna G/G rs10824026 rena

SYNPOZ2L B rpymme narueHToB ¢ pacmupeHHasiM JIIT, mpu cpaBHEHHH MAlIUEHTOB C

HopMmaibHbIM JIIT (p>0,05), 1Mo moy4eHHBIM JaHHBIM MOKHO CJIEJIaTh BBIBOI, YTO Y
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MMAMEHTOB C JaHHBIM I'€HOTHUIIOM aCCOLMUPOBAaHO BO3HUKHOBeHUE DII mpu
pacmupennom JIIT.

3.3.2 153740293 Gene MYOZ1

Pacnipenenenne yactorsl Bctpeuaemoctu renotuna OHII rs3740293
xpoMocoMbl 10022 cpeau MaiueHToB C CEPACYHO-COCYAUCThIMU 3a00neBanusmu (I'b,
creHokapaus, [IMKC, XCH), a Takxe MalyueHToB C COMMYTCTBYIOLIEH HE CEplIeYHO-
COCYJIMCTOM MAaToJIoTHel (caxapHblil AuadeT, 3a00IeBaHUS IIIUTOBUIHON JKEJIE3bl )
NpECTaBIICHBI B BUJIE TAOIHII.

[Tpu ananuze yactor renotunoB u aywieneit OHIT A/C rena MYOZ1 B rpymme
narueHToB ¢ @I u conyreTByroment I'b yactora BcTpeuaemMocT paclipoCTPaHEHHOTO
romo3urotHoro resoruna A/A cocrasuna 71,3%, A/G — 28,7% , C/C - 0%. Ilpu
ananuse yactoT reHotunoB u amuieneid OHIT A/C rena MYOZ1 B rpymie namueHTOB ¢
®II u 6e3 conyrcTByroment I'b mpeobnanan pacnpoctpaneHHbiii renotun A/A — 78,1 %,
A/G coctaBun 28,9%, nannentos ¢ reHotunom C/C BepudunupoBaHo He ObLI0, Ta0I.
3.3.21

Tabmuma 3.3.2.1

YacToTta BCTpeyaeMOCTH TeHOTUTIOB ToiuMopdusma rs3740293 xpomocomsr 10022 y

rmareHuToB ¢ ['b u 6e3 I'D.

IMauuentsi ¢ I'b (N=160) ManuenTsl 6e3 I'b (n=32)

I'enorun abc. % abc. % P
A/A 114 71,3 25 78,1 0,429
AIC 46 28,7 7 28,9 0,429
CIC 0 0,0 0 0 0,426
Hroro 160 100,0 32 100,0




98

[Tpu npoBeneHnH MoJIeKyIsIpHO-TeHeTHYecKoro uccienoanust OHIT (rs3740293)
A/C rena MYOZ1 ctatucTHYECKH 3HAUUMBIX PE3yJbTaTOB IPEOOIaIaHNsl YaCTOT
TEHOTHUIIOB U aJUIeliel cpeliu MarueHToB ¢ conyTcTBytomen I'b u 6e3 conyrcTBytomei
I'b He ObLTO BBISBICHO.

[Tpu ananuze yactot renotunoB u amwieneit OHIT A/C rena MYOZ1 B rpyme
nanueHToB ¢ PII u conyrerByromen MbC.cTeHoOKapauen yacToTa BCTPEYaeMOCTH
pacIpoCTPaHEHHOTO TOMO3UTOTHOTO TeHotumna A/A cocraBuna 62,5%, A/G — 37,5% ,
C/C - 0%. Ilpu ananuze yactot reHorunoB u amienet OHIT A/C rena MYOZ1 B
rpymnre narueHToB ¢ @I u 6e3 conyrerytomelt UbC.cteHokapauu npeobianan
pactipoctpaneHHbIi reHotun A/A — 74,8 %, A/G coctaBun 25,2%, marueHToB ¢

renotunom C/C BepuduimpoBano He 6n110, Ta0MI. 3.3.2.2

Tabmuna 3.3.2.2

YactoTa BCTpedaeMOoCTH TeHOTUIIOB nosiuMopdusma rs3 740293 xpoMocombl

10922 y nanenuroB ¢ MbC. CteHokapaueit u 6€3 JaHHOTO COIMYTCTBYIOIIETO

3a00J1eBaHUS
ITanueHTnI ¢ ITanuenTnl 0e3
UBC.crenokapaueii (N=8) UBC.crenokapauu (N=179) p
I'enoTun a6c. % abc. %
A/A 5 62,5 134 74,8 0,439
AIC 3 37,5 45 25,2 0,439
C/C 0 0,0 0 0,0 0,133
Hroro 8 100,0 179 100,0

[Tpu mpoBeeHUN MOJICKyIsipHO-TeHeTHYeckoro uccieaoBanus OHIT (rs3740293)
A/C rena MYOZ1 ctatucTruecky 3HAYMMBIX Pe3yJbTaTOB IPEOOIafaHusI 4aCTOT
TE€HOTHUIIOB U ajuiesiel cpenu nanueHToB ¢ conyrcrBytoieid MbC.ctenokapaueii u 6e3
conyrcTBytoier BC.cTenokapanu He ObLIIO BBISBICHO.
[Tpu ananuze gactot renotumnos u amwteneir OHIT A/C rera MYOZ1 B

rpymnne nanueHToB ¢ PII u conyrcTByronum [ IMKC wacrora BcTpewaeMoct
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pacnpocTpaHeHHOT0 TOMO3UTOTHOTO reHotumna A/A cocraBuia 81,2%, A/G —18,8% ,
C/C - 0%. Ilpu ananuze yactot reHotunoB u amienet OHIT A/C rena MYOZ1 B
rpymnie naiueHToB ¢ OII u 6e3 conyrerBytoniero [IMKC npeobianan
pactipocTpaneHHbIi reHotun A/A — 73,7 %, A/G coctaBun 26,3%, marueHToB ¢
reHorunom C/C BepuduunpoBano He Obuto, Tabdiu. 3.3.2.3

Taomuna 3.3.2.3

YacroTa BcTpeyaeMoCcTH TeHOTUIoB noiumopdusma rs3 740293 xpomocomsr 10922 y

naneHutoB ¢ [IMKC u 6e3 ITUKC.

HHanuents! 6e3 TMKC
MamuenTtnl ¢ IMKC (n=16) (n=171) p
I'enorun a6c. % abc. %
A/A 13 81,2 126 73,7 0,51
A/C 3 18,8 45 26,3 0,51
C/IC 0 0,0 0 0,0 0,245
HUroro 16 100,0 171 100,0

[Tpu npoBeneHUK MOJIEKYIIpHO-TeHeTHuecKoro uccienoanus OHIT (rs3740293)
A/C rera MYOZ1 cratucTHYEeCKH 3HAYMMBIX PE3YyJIbTaTOB MPE00IaaHus YaCTOT
TeHOTHUIIOB U ajuieneit cpenu nanueHToB ¢ comyrcTBytomuM [TUKC u 6e3
conyrtcrBytomero IIMKC He Ob1I10 BBISIBICHO.

[Tpu ananuze gactot renotunoB u amwieneit OHIT A/C rena MYOZ1 B rpymie
nauueHToB ¢ @II u conyrcTByromein XCH dactora BcTpeuaemoctu
pacIpoCTPaHEHHOTO TOMO3UTOTHOIO TeHoTHma A/A cocrabuia 75,6%, A/G — 24,4% ,
C/C - 0%. IIpum ananmse gyactot reHorunoB u amiened OHIT A/C rena MYOZ1 B
rpynne namueaToB ¢ @I u 6e3 comyrerByromeit XCH nmpeobnagan pacipocTpaHeHHBIH
renotun A/A — 73,5 %, A/G coctaBui 26,5%, maruenTos ¢ renotunom C/C
BepuduImpoBaHo He ObLIO, Ta0d. 3.3.2.4.

[Tpu mpoBeneHUN MOJCKyIsApHO-TeHeTHYecKoro uccieaoBanus OHIT (rs3740293)

A/C rena MYOZ1 ctatrcTruecKky 3HAYMMBIX Pe3yJbTaTOB IPEOOIafaHusI 4aCTOT
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TEHOTHUIIOB U ajuiesiel cpenu narueHToB ¢ conyTrcTByrome XCH u 6e3

comyTcTBytoeid XCH He ObUIO BBISIBIEHO.

Tabnuma 3.3.2.4

YacroTa BCTpedaeMoCTH TeHOTUIIOB nosiuMmopdusma rs3 740293 xpomocomsl 10922 y

naresnToB ¢ XCH u 6e3 XCH
Mauuentsl ¢ XCH (n=74) Mauuents 6e3 XCH (N=113)

I'enorun a0c. % a0c. % P
A/A 56 75,6 83 73,5 0,733
A/IC 18 24,4 30 26,5 0,733
CIC 0 0,0 0 0,0 0,833
Hrtoro 74 100,0 113 100,0

[Tpu ananuze yactot renotunoB u amienet OHIT A/C rena MYOZ1 B rpymiie

narueHToB ¢ @I 1 conmyTCTBYIOIEN HE CEPIEUHO-COCYAUCTOM MATOJIOTUEN

(3a0os1eBaHMs IIUTOBHUIHOMN JKEJIe3bl, CAXapHBIN MA0ET) YacTOTa BCTPEIAEMOCTH

pacnpocTpaHeHHOT0 TOMO3UTOTHOrO reHotumna A/A cocraBuia 70,3%, AIG —29,7% ,

C/C - 0%. IIpu ananuze yactot renotunos u ayeneit OHII A/C rena MYOZ1 B

rpymre marueHToB ¢ OIT u 6e3 conmyTcTByIOIEH HE CepIeYHO-COCYIUCTOM MAaTOJIOTUH

(3abosreBaHus IMIMTOBUIHOM JKeJIe3bl, CaXapHbIi 1uadeT) mpeodiaga

pactipocTpaneHHbIi reHoTHn A/A — 77,3 %, A/G coctaBun 22,7%, marueHToB ¢

renotunom C/C BepuduiupoBano He 0bu10, Tabmumna 3.3.2.5

Tab6auma 3.3.2.5

YactoTa BCTpedaeMOCTH TEHOTUTIOB TToiuMopdusma s3740293 xpoMocombl

10022 y mareHuTOB C COMMyTCTBYIOIIEH MATOJIOTHEH 1 0€3 COMyTCTBYIOIIECH MaTOJIOTUU

ITauueHTHI ¢ COMYTCTBYIOLIEH He

IHanueHTHI 0€3 COMYTCTBYIOLIECH

CC naroJorueii (n=81) narojorun(n=106) p
I'enoTun abc. % abc. %
A/A 57 70,3 82 77,3 0,279
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A/C 24 29,7 24 22,7 0,279
CIC 0 0,0 0 0,0 0,893
Htoro 81 100,0 106 100,0

[Tpu npoBeneHnn MoJIeKyIsIpHO-TeHeTHueckoro uccienoanus OHIT (rs3740293)
A/C rena MYOZ1 ctatrucTUYeCKH 3HAYMMBIX PE3yJbTaTOB IPEOOIaiaHusl YaCTOT
T€HOTHUIIOB U aJUIeJIe Cpe/Ih MAIIUEHTOB C COMYTCTBYIOIIECH HE CEPICUHO-0CYIUCTON
naToJIOTuel U 0e3 COMyTCTBYIONICH HE CepAeYHO-COCYUCTON MATOJIOTUU HE ObLIO
BBISIBJICHO.

VY nmarnuentoB ¢ @I u pacupennsiM JIIT, o ganabsiM Ix0KC, BbISIBIICHBI
CJICAYIOININE TAHHBIC: PACTIPOCTPAHEHHBI TOMO3UTOTHBIN TeHoTUI A/A 01y 123
MaIMeHTOB, 4TO cocTaBuio 74,5%, A/C y 42 4enoBek U COOTBETCTBEHHO 25,4%
obcnenyembrx, C/C y 0 yenoBek. Cpenu marueHTOB ¢ HOpMaIbHBIM pazmepom JIIT
JAHHBIE PacIpeaeIIIUCh clieayomuM oopazom — A/A y 16 yenosek — 72,2%
oocnenyembix; A/C —y 6 u 27,2%; C/Cy 0 mauuentoB. [laHHbIe peacTaBICHbI B
Tabimmre 3.3.2.6.

Tabmuua 3.3.2.6

YacToTta BCcTpedaeMOCTH TeHOTUTIOB ToiuMopdusma rs3740293 xpomocomsr 10022 y

nareHuToB ¢ pacmupeHHbiM JIIT u ¢ HopmansabiM JITT

ITauuenTsl ¢ pacumpennbiM JIT IManmuenTs! ¢ HOpMaIbLHBIM JITT
(n=165) (n=22) p
Ienorun abc. % abc. %
A/A 123 74,5 16 72,7 0,854
AIC 42 25,4 6 27,2 0,854
CIC 0 0,0 0 0,0 0,321
Hroro 165 100,0 22 100,0

[Tpu mpoBeeHUN MOJICKyIsipHO-TeHeTHYecKoro uccieaoBanus OHIT (rs3740293)

A/C rena MYOZ1 ctatrcTrdecky 3HAYMMBIX Pe3yJbTaTOB IPEOOIafaHusI 4aCTOT
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TEHOTUIIOB U aJUIeJIeH Cpely MAlUeHTOB ¢ paclupeHHbIM JIII u HopManbHbEIMU

pa3mepamu JIIT He ObLIO BBHISIBICHO.

3.4. Ucxonbl onepatuBHOro Jeyenus: OI1

[TaimenTam 13 OCHOBHOM Tpynibl, B KonudecTBe 139 uenorek, Obla mpoBecHa
KA. U3zBectHo, uto cpeau 139 uenosek, 19 (13,9%) ObutH rocnuTaIu3upOBaHbI IS
MIOBTOPHOTO TIPOBEICHUS ONepaTUBHOTO JieueHus, 120 naruenTtos (86,3%) Obuin
TOCIHMTAIM3UPOBaHKI BriepBbie. Takke u3BecTHO, uTo 110 manmenTam u3 139 (79,1%)
poBejicHa pajrodacToTHas abnamnus, 29 manueHTam (20,9%)— kpruoabnarusi.

Cpenu manueHToB, TOCIUTAIU3UPYEMBIX IOBTOPHO, PACTIPEICIICHUE TI0 TUITY
®I1, 6BUTO CHEAYIOMINM:

- mapokcu3mainbHas Gopma DI -13 u3 19 manuenTos (68,4%);

- nepcuctupytomas gopma OII - 6 nanmenton u3 19 (39,6%);

- IuTenbHo nepecuctupytomias popma OII - 0 narueHToB;

- moctosinHas popma OIT — 0 marueHToB.

Cpenu nanueHToB, TOCIUTATIM3UPOBAHHBIX JJIS IPOBEICHUS ONIEPATUBHOTO
JIeYeHusl BIepBhIe, pacnpenenenue no tumy Ol Obuto crenyroriee:

- mapokcu3mainbHas Gopma PIT -74 manuentos u3 120 (61,7%);

- nepcuctupytomas gopma ®II - 36 marmenTos u3 120 (30%);

- JUIATENBbHO Tiepcuctupytomnias popma @IT -10 marmentos u3 120 (8,3%);

- noctostHHas popma DIT — O manueHTos.

Harnsgnoe nzobpaxeHnue pacnpeaesnieHus: IOBTOPHO U BIEPBbIE
TrOCTIIMTa3upyeMbIX narueHToB mo tuiry @I npuseneHo B Buae tadbnwuie 3.4.1.

Tabmuna 3.4.1
Pacnpenenenne tunos ®II cpein NOBTOPHO M BOEPBBIE TOCITUTAIUZUPYEMBIX

nanueHToB ¢ @I, KOTOpbIM NPOBEAECHO ONEPATUBHOE JICUCHUE
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IToBTOpPHO IHauueHnTsl,
rOCHUTAIN3HPYeEMbIe rOCHUTAIU3HPYeEMbIe
nanuenTsl ¢ ®II (n=19) BrepBbie (n=120) P
oIl abc. % abc. %

[TapokcuzmanbHas 13 68,4 74 61,7 0,572
[epcuctupyromas 6 31,6 36 30 0,889

JIMTENbHO 0 0 10 8,3 0,372
MEPCUCTUPYIOIIAS

[MocTrostHHAs 0 0 0 0 0,366

CornacHo naHHbIM Tabauib! 3.4.1, CTAaTUCTUYECKHU 3HAYMMBIX PA3IuYuil B
npeobsaianuu Kakoro — nau6o tumna OII npu moBTOPHON MM MEPBUYHON
rocuTanu3anuu narueHToB ¢ OII nys npoBeeHNs OIEPaTUBHOTO BMEIIATEIHCTBA
BBISIBJICHO HE OBLIIO.

N3 139 nanmentoB ¢ @I, koTOpsIM OBLIO TPOBEIEHO ONEPATUBHOE
BMEIIATeNbCTBO, Y 110 u3 Hux (79,14%) nposenena PUA, y 29 nauuentos (20,86%)
KKA.

VY nanuenToB ¢ BepuduiupoBannoi AII, koTopsiM ObLIIa MPOBEIEHA
paaruovacToTHAs abnarus, ObUIA 3apeTUCTPUPOBaAHbI cieayroue hopmel OIT:

- napokcusmainbHas popma ®II - 68 narmentos u3 110 (61,9%);

- nepcuctupytomas Gopma OII — 35 manmentorus 110 (31,9%);

- IiTenbHo nepcuctupytomas hopma OII - 7 marmenTos (6,2%);

- noctostHHas popma DIT — O manmeHToB.

VY namuenToB ¢ Bepuduimpoannoii OI1, koTopeiM ObTa MpoBeAcHA
Kproabanus, TMarHoCTUPOBaHBI cieayroriue ¢popmbr OI1:

- mapokcuzMainbHast popma ®II -18 nanuentos u3 29 (62,07%);

- nepcuctupyromas popma @II - 8 nanuentos u3 29 (27,6%);

- niTensHo nepeuctupytomas popma OIT -3 marmenTa u3 29 (10,33%);

- nocrosinHas popma OII — 0 marueHToB.

Haunubie o Tune @I y marueHToB ¢ paguovyacTOTHOU abnanuei u kpuoadaanueit

IpuBeJIcHBI B TabauIe 3.4.2.
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Tabnuua 3.4.2

Pacnpenenenue Tunos @I y marueHToOB ¢ paguo4acTOTHON abnanueit u

Kpuoabnamuein
IManueHTHI ¢ pAANOYACTOTHOM IMauueHTsI €
adaanueii (n=110) Kpuoadaanueii (n=29) P
oIl abc. % abc. %

[Tapokcu3manbHast 68 61,8 18 62 0,980
[Tepcuctupyromas 35 31,8 8 27,5 0,661

JInMTeNnbHO 7 6,4 3 10,3 0,433
MIEPCUCTUPYIOMIAS

ITocrosiHHAs 0 0 0 0 0,511

[TaimenTam ¢ MPOBEIEHHBIM ONIEPATUBHBIM JICUEHUEM U TIEPBUYHOM
(u30omupoBanHOM/ nauonatuyeckoi) popmoit ®II, 6610 IpoBeaeHo 23 PUA, 14 KKA.

[Tpu Bepudukamuu tuna OII y nanuentos ¢ nepBuyHoit OI1 momyueHb
CJIEIYIOIINE TaHHbIE:

- mapokcuzManbHas popma @I —y 25 manuenTor (67,6%): 18 PUA /7 KKA;

- mepcuctupyromas popma OI1 —y 7 manuentos (18,9%): 2 PHA /5 KKA;

- JUINTENIBHO — nepcuctupyromas Gopma ®I1 — y 5 manmenrtos (13,5%): 3 PUA/ 2
KKA;

- mocrosinHas popma DII He 3aperucTpupoBaHa.

Brimeyka3annbie JaHHBIC MIPEACTaBICHBI B Tabnuie 3.4.3. B moarpymre
nanueHToB ¢ nepsuuHoi hopmoit PII (tabnuma 3.4.3) npu nepcuctupyromiem tumne OI1
CTAaTHCTHYECKH 3HAYMMO YaIle MpoBoamiIach kpuoaodmamus (35,7% manueHToB ¢
Kpuoabnanuen mpotus §,7% MarMeHToB, KOTOPHIM ObLIa MPOBEACHA PAaIN0OYaCTOTHAS
a0marus).

Ta0nuna 3.4.3
Pacnpenenenne tunos ®II y nannenTos ¢ neppuanoit @I1 u npoBeaeHHBIM

OIICPATUBHBIM JICHCHUCM



105

IManuenTsi ¢ I[IPII,
KOTOPBIM NPOBE/JIEeHA HHanuentsl ¢ IIPII,
paanovyacToTHasi adaauus KOTOPBIM MPOBe/ieHa P
(n=23) kpuoadaamus (n=14)

oIl abc. % aoc. %
[Tapokcu3manbHast 18 78,3 7 50 0,081
[lepcuctupytomias 2 8,7 5 35,7 0,003

JnurensHo 3 13 2 14,3 0,914
MepCUCTUPYIOIIast
ITocTossunas 0 0 0 0 0,811

[TarmenTtam ¢ BropuyHoit popmoit ®I1 ObuTH MPOBEEHBI CNEAYIONINE

onepaTuBHbIe BMemartenbeTBa: 87 PUA, 15 KKA.

[Tpu Bepudukamuu tuna @I y nanueHToB ¢ BropuaHoir OI1 momyyeHb

CJICYIOIINE TaHHBIC:
- mapokcu3mainbHas hopma ®IT -y 67 manuenTos (65,7%): 55 PUA/ 12 KKA;
- nepcuctupytomas popma OI1 — y 29 naruentos (28,4%): 26 PHA/ 3 KKA;

- IUTUTENbHO — nepcuctupyromas opma OII — y 6 manuentos (5,9%): 6 PHA/ 0

KKA;

- mocrosiuHas — 0.

Harnsgnas nadopmarus npeacraBieHa B BUae Ta0auisl 3.4.4,

B nmoarpynme nanmuenToB ¢ BOII cTaTucTHYECKOM 3HAYMMOCTH HE MOJYYECHO

(p>0,05).

TabOnuua 3.4.4

Pacnpenenenne tunos ®II y nanrentos ¢ BropuuHor PII u nmpoBeneHHbIM

OIICPATUBHBIM JICHCHUCM

IMauuentel ¢ BOII, koTopbiM

NMpPOBeeHA PAIMOYACTOTHAS

IManuenTts! ¢ BOII,

KOTOPBIM ITPOBEICHA

P
adsanus (n=87) Kpuoadaanusa (n=15)
DI aoc. % abc. %
[TapokcuzmanbHas 55 62,1 12 80 0,261
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[epcuctupyromas 26 31 3 20 0,437
JlmuTensHo 6 6,9 0 0 0,544
HEPCUCTUPYIOIIAs
[ocrostHHAs 0 0 0 0 0,391

Cnycts 1 Mecsin mociie mpoBEIEHHOTO ONEPAaTUBHOIO BMEIIATENIbCTBA PELUIUB
BepUPUIIMPOBaH y 9 MalMEHTOB U3 I'PYMIbI TOBTOPHO TOCMUTATU3UPYEMBIX, UTO
coctaBuio - 47,3 %; n 'y 42 nalueHTOB U3 I'PYIIIbI BIEPBbIE TOCIIUTAIN3UPOBAHHBIX U
npoueHTt coctaBui 35%.

Cnycts 6 mecsiueB peruaus DI Obut 3adukcuposan y 13 (+ 4 nauuenTa) u3
IPyHIIBI MOBTOPHO rocUTaIu3upyemsbix (68,4%) u'y 47 (+5 mauueHToB) U3 rpyIibl
BIepBbIe rocnuTanuzupyeMbix (39,1%) manueHToB.

Cnycts 12 mecsueB HaOmo1eHus: BO3HUKHOBeHUe peruansa OI1 O6bu10
3aperucTpupoBaHo y 16 (+3 nmanueHTa) 4eaoBeK U3 FPYIIbI IOBTOPHO
rocuuTanu3upyemoix (84,2%), u 'y 66 (+19 nauneHToB) U3 rpyIIibl BIEPBBIE
rocnuTanu3upyemoix (55%) nauneHToB. [lonyyeHHbIE JaHHBIE TPEACTABIEHEI B
taoymure 3.4.5.

Tabmuna 3.4.5
Jnnamuka peructpanuu peuuauba OII nmociie mpoBeIeHHOTO ONEPaTUBHOTO
neuenust OII y mOBTOPHO U BIIEPBBIE TOCTUTATU3UPYEMBIX TAIMEHTOB cycTs 1, 6, 12

MECSILIEB HAOTIOIEHUS

Peuuaus y noBTOpHO Peuuaus y BriepBbie
rOCHUTAJINZHPYEMbIX rOCHUTAIUZHPYEMBIX
nanuenToB ¢ ®II (n=19) nauueHToB (n=120) P
Cpok abc. % abc. %
1 Mmecsy 9 47,3 42 35 0,302
6 Mecs1eB 4 21 5 42 0,012
12 mecsieB 3 15,7 19 15,8 0,848

Uepes 1 roa HaO01eHUS 32 MAlIMEHTaMU 3aJ0KyMEHTUPOBAHO, YTO Y 3 4EJIOBEK

U3 TPYIIBI HOBTOPHO rocnuTamu3npyeMbix (15,8%) u y 54 yeioBek u3 rpymisl
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BIICPBBIC TOCTTUTAN3UPOBAHHBIX (45%) coxpaHmiics cuHycoBbIi putM. Hanbonee
YacTO CPhIB CHHYCOBOT'O pUTMa BO3HHMKAJ B MEPBBINA MECSI ITOCIE TPOBEACHUS
KarerepHoil abnanuu - 47,3% U3 rpynmnsl MOBTOPHO TOCIUTAIU3UPYEMBIX U 35% B
TPYIIE BOEPBbIE TOCTUTATU3UPYEMBIX. DD ()EKTUBHOCTH TPOBEACHHOMN KaTeTepHON
abnauuu coctaBuina 15,8% y nmuu u3 rpynnst peruansa @I, u 45% y nuu, u3 rpymnisl
BIIEPBBIC TOCIIUTATU3UPOBAHHBIX MAI[UEHTOB.

[Tpu pacnpenenenun nanueHToB ¢ GI1 Ha MOATPYIIIBI IO pa3HbIM BapuaHTaM
OTIEPATUBHOTO JICUCHUS MOTYUUIIUCH CJICIYIONINE TaHHbBIC:

VY nanuenToB u3 rpynmnsl ¢ npoBeaeHHor PYA (n=110) peuuaus OI1 B iepBbiii
MecsI] HaOJIIoeHUS 3aperucTpupoBan y 43 venosek (39%), B TeUeHHE TTOCIEAYIOMIUX 6
mecsreBy 57 - 51,8% (+ 14 denoBek) U 3a NPOIICAIINMA IO/ 32 MEIUIIMHCKON
MTOMOIIIBIO C IIEJTbI0 BOCCTAHOBJIEHUSI CAHYCOBOT'O pUTMa Tociie mpoBeneHuss PUA
oOpatmiiock 66 yenosek -60% (+ 18 yenosek).

Cpenu manueHToB ¢ MPOBEJACHHOM KaTeTepHol kpuoabiarueid (N=29) B nepBbIid
Mecsi1l HaOIIoACHHS 32 MEUIIMHCKON TOMOIIBIO B cBsi3H ¢ peruanBom OII obparunock
4 yenoseka -13,8%, B TeueHHe mocaeAyOMuX 6 Mecsies — 7 yenoBek — 24,1% (+3
HaryenTa), 3a roJ mocie IpoBeACHHOM onepanuu -12 naruentos -41,3% (+ 5
naireHToB). bojiee HarsIHOE TIpEACTaBICHHE pe3yJbTaToB B Tadmwmie 3.4.6.

Tabmuna 3.4.6
Junnamuka peructpanuu peunauba OII nocie mpoBeaeHHON pagruo4acTOTHOM

abmaruu ¥ Kproabnanuu crycts 1, 6, 12 MecsieB HaOI01eHUS

ITanuentsl mociae PUHA IMauuentsr nociae KKA
(n=110) (n=29) P
Cpok abc. % abc. %
1 mecsn 43 39 4 13,8 0,131
6 Mecs1EeB 14 12,7 3 10,3 0,609
12 mecsieB 18 16,3 5 17,2 0,205

Haubonee yacto napokcuszm OII Bo3HMKaAN y TAMEHTOB MOCIIE MPOBEICHHON

PUYA B nepBbiii Mecsill — 39%, y NallUEHTOB MOCJEe KaTeTepHON Kpruoadiaanuu B TEUEHUU
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MIEPBOro rojia MOCJE ONEpPaTUBHOTO BMemarenbcTa — 17,2%. Ilpu noaseaeHun
PE3yJIbTATOB, U3BECTHO, YTO MALUEHTOB C COXPAHUBIIMMCS CUHYCOBBIM PUTMOM TOCIIE
PYA — 44 yenoBeka, MaliMeHTOB MOCJe KaTaTepHON Kpuoabnanuuu -17. DPpdeKTUBHOCTD
npoBeaeHHol PUA coctaBuna 40%, 3¢ peKTUBHOCTH TPOBEACHHON KaTeTepHOU

Kpuoabnanuu coctaBuna 58,6%.

I eKTHBHOCTH XUPYPIrUYecKOro JevyeHus @Il mo 1aHHBIM reHeTHYeCKOro

HCCJIeJ0BaAHUA

N3 noarnasel 3.4 u3BecTHO, 4TO cpeau 139 manueHToB ¢ MPOBEICHHBIM
OTIEpaTUBHBIM JICUCHHUEM, Y 82 4eJ0BEK B TEUEHHUE MEPBOro roja nocie
xupyprudeckoro BMmemarenabctBa (PYA/ KKA) 3abukcuposan peruans OI1.
KonnuecTBo manyieHToOB ¢ COXpaHEHHBIM CUHYCOBBIM PUTMOM B T€UEHHUE roja
HabOmoneHus - 57 yenoBek. DHPEeKTUBHOCTh XUPYPTUUYECKOTO JICUCHUS MMAIIUEHTOB U3
OCHOBHOM rpymiibl coctaBuia 40%.

MBI IpoaHAIM3UPOBATIN TEHETUUECKHE TAHHBIE 3TUX MALIMEHTOB, PE3YJIbTAThI

dHaJIn3a IMpcaCTaBJIICHbBI HUXKC.

3.4.1 dppexkTuBHOCTL XUPYprudeckoro jgevyenuss OII naunenton ¢ OHII

rs10824026 rena SYNPO2L

[TarreHTOB ¢ COXpaHEHHBIM CHHYCOBBIM PUTMOM B T€UCHHE T'0JIa TIOCTIC
orepaTUBHOTO JeueHus — 57 yenoBek. Cpean Hux, ¢ renotunom A/A rena SYNPO2L —
40 genosek, ¢ renorunioM A/G rera SYNPO2L — 11 yenosek, ¢ renotuniom G/G rena

SYNPOZ2L — 6 uenosek. /lannble ipeacTaBiieHsl B Tabaume 3.4.1.1.
Tabmuna 3.4.1.1.

Pacnpenenenne gactot reHoTrmoB u ayvieneit momumopdusma A/G rera SYNPOZL cpenn

001bHBIX ¢ DI ¥ CHHYCOBBIM PUTMOM, MOCJIE ONEPATUBHOTO JICUCHHUS
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IManueHTHI ¢ CHHYCOBBIM
PUTMOM I10CJIE

xup.jaedenns PII (n=57)

[TonumopdHBbIi aenbHbIA BApUAHT abc. %
A/A 40 70,1
AlG 11 19,3
G/G 6 10,6
Hroro 57 100,0

Bonee 70% mpencTaBisitOT MAMEHTHI ¢ PACTIPOCTPAHEHHBIM TOMO3UTOTHBIM
reHotunom A/A rena SYNPO2L.

Cpenu naruenToB ¢ renotunoM A/A rena SYNPOZ2L, peruans 1narHocTUpOBaH y
39 uenosek. ['ereposurornsiit renotun A/G rena SYNPO2L Bctperuscs y 23 uesnoBexk.
Penxuii romo3urotHsiii Bapuant rena SYNPO2L G/G y 20 gesnoek. bonee HarmsaHo
uHdopManus npeacTaBieHa B Tadmune 3.4.1.2.

Yame Bcero, B 47,6% cnydaeB, y naiueHToB ¢ peuuauBoM DI nocie
oneparuBHoro jgedeHus (PUA/KKA) BcTpeuancss TOMO3UTOTHBIN ajlyICIbHBIN BapUAHT
A/A rena SYNPO2L.

Tabmuna 3.4.1.2.
Pacnipenenenne yactot reHoTunos u ayvieneid noaumopduzma A/G rena SYNPOZL cpenn

001pHBIX ¢ peruarBoM DI mocie XupypruaecKoro JeuUeHUs

IManuenTs! ¢ peuuauBom DII
(n=82)
[TonmumopdHbIl anenbHbI BapuaHT abc. %
A/A 39 47,6
AlG 23 28
G/G 20 24,4
Hroro 82 100,0

Cpenu nmanuenToB ¢ reHoturioM A/A rera SYNPOZ2L, peruaus

3aJJOKYMEHTUPOBAH y 22 4e€JIOBEK B MEPBbIM Mecsll, y 6 B nepBble monrogauy 11 3a
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nocienytone noa roga. I'ereposurotsiii reHotun A/G rena SYNPO2L Bctpetuncs y
15 yenosek B nepseie 30 qHEl, y 1 yenoBeka B TeUeHUH 6 CIEYIOINUX MECSLEB Uy 7
YeJIOBEK 3a KajeHaapHblil roa. Y peakuit romo3urotHeiil Bapuant G/G rena SYNPO2L
BCTpeTWiIcA y 12 manyeHToB B EPBBIA MecHll, y 4 B cienyromue 6 Mecsues u 'y 4
MAlMEHTOB 32 Mocieayoume noi roja. [lonyuyennbsle naHHbIEe IPEACTABIECHBI B TA0JINLIE

3.4.1.3.
Tabnuua 3.4.1.3

Pacrnipenenenue yacTot reHOTUINOB U ajuiene nonumopdusma A/G rena SYNPO2ZL
cpenu 6oisbHBIX ¢ peruanBoM DI B TeueHue roja nocie NpoBeEHHOrO

XUPYPTUICCKOTO JICUCHUA

1 mecsing 6 mecsiueB 12 mecsineB p
[MonumopdHbIit (1/6 1/12 6/12)
AJUIETIbHBIN BapUaHT
A/A 22 6 11 0,390/0,311/0,167
AlG 15 1 7 0,275/0,831/0,254
G/G 12 4 4 0,758/0,216/0,630
Hroro 49 11 22

Haunb6onee gacto mapokcusm ®I1 Bo3HHMKA Y TAIMEHTOB MOCIE XUPYPTrUIECKOTO
BMeMIaTeabcTBa o nmopoay ®II ormedalncst B mepBbIid MECSIL ITOCJIE ONEPATUBHOTO
nedyeHus u coctaBuia 59,7% ot Bcex ciyuyaeB penuausa OIT.

[Ipu pazneneHny NanMeHTOB 110 BAPUAHTY XMPYPIrU4eCKOro Je4eHust HAMHu
nostyyeHsl cienyroue ganusie. PYA nposeaena y 110 narmentoB. Cpenn HUX
redotunt A/A rena SYNPOZ2L na6opatopuo Bepuduiuponat y 70 4yenoBek, TeHOTHIT
AJG rera SYNPO2L - y 27 genosek, resorun G/G rena SYNPO2L - y 13 uenoBexk.
Pacripenenenne yacTot reHOTUIIOB U ajuteneit monmumopduszma A/G rena SYNPO2ZL
cpeau 6onbHbIX OII 1 npoBeaeHHOM paiMOYacTOTHOM abnaluel mpeACcTaBIeHO B

tabimmne 3.4.1.4.
Tabmuua 3.4.1.4

Pacnipenenenne yactot reHoTHIIOB 1 ayutenel mommmopduzma A/G rera SYNPO2L

cpeau 6oabHbIX OII 1 npoBeaeHHON paioYacTOTHON abnamuei
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IHauuentsl ¢ OII mocae
PYA (n=110)
[TonumopdHbIi aenbHbIA BApUAHT abc. %
A/A 61 55,5
AIG 27 24,6
G/G 22 19,9
HUroro 110 100,0

PYA Obu10 nipoBenieHo y 55,5% manueHToB ¢ roMO3UTOTHBIM TeHOTUIIOM A/A reHa
SYNPOZ2L, rerepo3urotnsiit renotun A/G rena SYNPOZ2L 6b11 BepuduiupoBaH y
24,6% onepupOBaHHBIX MAIMEHTOB, TOMO3UTOTHBIN TE€HOTHII 1O peakomy aiento G/G
reHa SYNPOZL noareepxaen y 19,9% nanuenos ¢ nposeneHHoit PUA.

Perunus @II cpenu nanueHTOB ¢ JaHHOM MaTojioruel u nposeaeHHo PUA ¢
reHotunioM A/A rena SYNPOZ2L 3apeructpupoBaH y 28 denoBek: y 19 manueHToB B
NEPBBIA MeCHIl, Y 4 - B TEUEHHE CIIEYIOIIETO MOJIyroia U 'y S MalrueHToB ciycTs 1 ron
nociie ornepanuu. ['erepo3urotHsiii renotun A/G rera SYNPOZ2L 6wt BepuduninpoBas
y 20 yenoBek: y 13 manMeHToB IMarHoCTUPOBaH penuauB napokcuzma @I B nepBbiii
MECSIII TTOCJIe ONIEPATUBHOIO JICUeHHs, y | mareHTa penuauB TMarHoCTUPOBAH B
nepuos ¢ 2-6 mecsil, y 6 dyenoBek - ¢ 6-12 mecsu. Penkuii romo3urorseiii renotun G/G
reHa SYNPOZL naGoparopHo moarBepkaeH y 19 uenosek: y 12 marueHToB - cmycts |
Mecsll, y 4 4elIOBeK - CIycTs 6 MecAIeB, y 3 MalUeHTOB - cnycTs 12 Mecsues. Beero
nainueHToB ¢ peuuauBoM DI, mocne roma HaOMIOACHUS TIOCIIE OTIEPATUBHOTO JICYCHUS
PUA O®II, 67 gyenoek — 60,9%. DpheKTUBHOCTH MPOBEICHOT0 XUPYPTUUESCKOTO
BMelIaTenbcTBa coctaBuiia 39,1%. HarnsaHo BhIlI€ONIMCAHHBIE TaHHBIE TIPEICTABICHbI
B Ta0ymmie 3.4.1.5.

Tabmuna 3.4.1.5.
Pacnpenenenne gactot reHoTrmoB u ayvieneit momumopdusma A/G rera SYNPOZL cpenn

6onbHbIX ¢ peruauBoM DI u nposenenHoit PYA
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1 mecsx 6 12 p
[TomumophHBI# MecsineB | mecsimeB | (1/6 1/12 6/12)
aJUICJIbHBIA BapUAHT
A/A 19 4 5 0,944/0,621/0,676
AIG 13 1 6 0,275/0,358/0,132
G/G 12 4 3 0,313/0,664/0,249
Htoro 44 9 14

Hau6onee yacto napokcusm @I Bo3HMKAN B IEPBBIA MeCSI] MOCIE TIPOBEACHUS
PaaIuovYacTOTHON KaTeTepHOM abmaruu — 53,6%.

KKA nposenena y 29 nanmentoB. Cpenu Hux renotun A/A rena SYNPO2L
Bepuduimponat y 19 yenosex, A/G rena SYNPOZL - y 6 mauuentoB , G/G rena
SYNPOZ2L - y 4 naniuentoB. Pacnpenenenue 4acToT reHOTUIIOB U aJljlesiei
nosmmopduszma A/G rena SYNPOZ2L cpenu 6ospHBIX DIT 11 TpoBeIeHHON KaTeTEPHOM
Kpuoabarueit pejcrasieHo B Tadmuie 3.4.1.6.

VY manueHToB ¢ IPOBEJACHHON KaTeTepHOH Kproadaiei reHoTur A/A reHa
SYNPOZ2L auarnoctupoBat y 65,5% nanuentoB, renotuniom A/G rera SYNPO2L -y
20,7% maruenTtos, renotun G/G rera SYNPO2L - y 13,8%.

Ta6muna 3.4.1.6

Pacnipenenenne yactor reHoTHIIOB U ayutened monmumopduzma A/G rena SYNPO2ZL

cpenu 6onbHBIX DI 1 MpOBEeNEHHON KaTeTepHOU Kproadiamueit

IMamuentsl ¢ @II nociae KKA
(n=29)
[TonmumopdHbIl anenbHbI BapuaHT abc. %
A/A 19 65,5
AlG 6 20,7
G/G 4 13,8
Hroro 29 100,0

Pennnus ®@II cpenn manueHTOB ¢ JaHHOM MmaTosioruer u nmposeaeHHo KKA

npu renotune A/A rera SYNPOZ2L 3apeructpupoBan y 11 dyemoBek: y 5 marnyieHTOB B
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MEePBbIN MecsII] HAOMI0IeHUs, Y 2 YeTIOBEK - B TE€YEHUE CIEAYIOIETo Moiayroja u'y 4
MAalKUEeHTOB - cnycTs 1 roa nocine onepanuu. ['etepo3urorHeiii reHotTun A/G rena
SYNPO2L nabopaTopHo nmoaTBepxkAcH y 3 yeIoBeK. Y JIBYX MallUEHTOB PEIUINB
napokcuzma ®II 6bu1 BepudurpoBad B epBhId MecsI] HaOM0AeHus, Y 1 60JbHOTO - B
nepuoj ot nonyrojaa ao roaa. 'omosurorHsiii renotun G/G rera SYNPO2L
nuarHoctupoBaH y 1 yenoseka. Peruaus @I Obut 3apeructpupoBaH B T€YEHHUE BTOPOTO
nosyroausi. Hau6osnee yacto napokcusm ®PII Bo3HMKAT B IEPBBINA MECSI] TTOCIIE
pOBeICHUs KaTeTepHOU abnammu B 46,7% cirydaes.

Tabnuua 3.4.1.7

Pacnpenenenue yactot reHOTUIOB U ayeneit nonmumopduzma A/G rena SYNPO2L cpenu

60mpHBIX ¢ permarBoM DI u nposenenHoit KKA

1 mecsin 6 mecsiueB 12 mecsineB P
[MonumopdHbIit (1/6 1/12 6/12)
aJUIeJIbHBINA BapUAHT
AIA 5 2 4 0,634/0,850/0,556
A/G 2 0 1 0,634/0,615/0,863
G/G 0 0 1 0,605/0,414/0,863
Uroro 7 2 6

Bcero manuenToB ¢ peuuauBom PII, cycTd roa nocsie onepaTuBHOIO JECYEHHUS,
3aperucTpupoBaHo B KonuuecTBe 15 uenoBek — 51,7%. Db PexTHBHOCTH MPOBEIEHOTO
xupyprudeckoro smemarenbctBa — KKA no nosony ®@II coctaBuia 48,3%.
[Tomy4yeHHsble JaHHBIEC PECTaBICHBI B Tabnwuie 3.4.1.7.

CratucTieckoi 3HaUMMOCTH MPU CPABHEHUU F€HOTHUIIOB U TUIIOM MPOBEICHHOTO

XUpypruueckoro jedenus nauueHToB ¢ OII e nonydeno.

3.4.2.9¢pexTnBHOCTL XUpPYprudeckoro jdedyeHust ®II nanuentos ¢ OHII
rs3740293 rena MYOZ1
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[lanueHTOB ¢ COXpaHEHHBIM CHHYCOBBIM PUTMOM B TEUEHHE I'0/1a MOCIE
onepaTuBHOro jedeHus — 61 yenosek. Cpean Hux, ¢ reHotunom A/A rena MYOZ1 — 42
yenoBek, ¢ reHotnnoM A/C rera MYOZ1 — 19 genosek, ¢ reHoturiom C/C reHa
MYOZ1- 0 yenoBek. [lannble npeacrasiaeHsl B Tadauue 3.4.2.1.

Tabnuua 3.4.2.1.
Pacnipenenenne yacTot reHOTUINOB U ajuieneit nonumopduizma A/C rena MYOZ1

cpeaun 60abHBIX ¢ DI n CHUHYCOBBIM PUTMOM, ITOCJIC OTICPATUBHOTO JICHCHUA

IManueHTHI ¢ CHHYCOBBIM
pUTMOM mocJie xup.jaedenus PII
[TonmumopdHbIi amienbHbIN (n=61)

BapUaHT aoc. %

A/A 42 68,8

A/C 19 31,2
C/C 0 0

Hroro 61 100,0

Pacnpocrpanennsiii renotun A/A rera MYOZ1 B maHHOM MOATPYIIIE MAIIUEHTOB
NOATBEPKIeH Y 68,8%, rereposurotueiii reHotun A/C —y 31,2 % manueHToB B JaHHOMN
KOTOpTE, TOMO3UTOTHBIN reHoTun no peakomy amiento C/C rena MYOZ1 nabopatopHo
HE TTOATBEPK/ICH HU y OJTHOTO IMAalMeHTa B JAaHHOU MOATPYIIIIC.

Cpenu manueHToB ¢ reHotunoM A/A rena MYOZ1 peunnus OI1
3apeructpupoBaH y 49 venosek. I'ereposurorneiii reHotun A/C rera MYOZ1
71a00paTOHO MOATBEPXKIACH Y 22 yenoBeK. Penkuit romo3urotHeiit Bapuant rena MYOZ1
HE 3apEeTHCTPUPOBAH HH Y OJTHOTO MaIlMeHTa. boiee HarsimHO HHpOpMaIus

npejacTaBieHa B Tabnue 3.4.2.2.
Tabmmma 3.4.2.2.

Pacnpenenenne yactor reHoTrmoB u ayvieneit momumopduzma A/C rena MYOZ1 cpenn

00bHBIX ¢ peruarBoM DI v mpoBenEeHHBIM XUPYPTUUECKUM JICUCHHEM
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ITanueHTHI ¢ peuIuBOM
®II (n=71)
[TonumopdHbIi aenbHbIA BApUAHT abc. %
A/A 49 69
A/C 22 31
C/C 0 0
HUroro 71 100,0

Yamre Bcero, B 69% ciydaes, y naiiueHToB ¢ peuuauBom PII nocie onepaTuBHOTO
JICYCHMSI BCTpEUascs TOMO3UTOTHBIN aienbHbIi Baprant A/A rena MYOZ1,
reTepo3uroTHbiil BapuaHT rena MYOZ1 6s11 1aboparopHo noarsepxaeH y 31%
NalKreHTa B 3TOM NOATPYIINE . PEAKUII TOMO3UTOTHBIA BapuaHT reHa MYOZ1 ue
3apETUCTPUPOBAH HU Y OJTHOTO TAITUEHTA.

Cpenu nmanuenToB ¢ reHotunoM A/A rena MYOZ1 penuaus @I 6611
3aperucTpupoBaH y 32 4elaoBeK B MEPBBIM MecCsIl, Y 7 TAIMEHTOB - B IIEPBLIE 6 MECSIIEB
'y 10 genoBek — cycTs 6 MecsieB B TeueHue roga. ['erepo3urorHeiii reHoTun A/C
rena MYOZ1 naGoparopHo moaTBepkaeH y 13 denoBek B TEUCHHUE MecAIa, Y 1
YeJIoBeKa - B TEUCHHUE 6 TTOCIEAYIOMINX MECSIIEB U Y 8 YETIOBEK — CITYCTsI 6 MECSIIEB B
tedeHue rojaa. ['omosurotHsiii renotun A/C rena MYOZ1 He 3apeructpupoBaH HU Y

onHoro naruenTa. bonee HarsgHO MHGOpMaNKs IpeAcTaBieHa B Tadauie 3.4.2.3.

Tab6aua 3.4.2.3.

Pacnipenenenue yactor renotunos u ayuieneit nomumopduszma A/C rena MYOZ1 cpeau 601bHBIX

¢ peauauBoM PII rocne ornepaTuBHOTO JICUCHUS

1 mecsing 6 12 p
[TomumopdHbIit MmecsineB | mecsimeB | (1/6 1/12 6/12)
aJUIeIbHBIA BApUAHT
A/A 32 7 10 0,350/0,040/0,611
A/C 13 1 8 0,350/0,240/0,140
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C/C 0 0 0 0,409/0,655/0,703
Hroro 45 8 18

Haub6onee yacto peuunus ®II Bo3HUKAN y MALIMEHTOB MOCJE XUPYPrUYECKOTO
BMeEIIATeNIbCTBA, Takke Kak U B ciaydae ¢ OHII rs10824026 rena SYNPOZ2L, cny4dancs B
NEPBBIA MECSI] MOCTE ONepaTUBHOTO Jeuenus -63,4%.

[Tpu pazneneHny MaMeHTOB MO BAPUAHTY XUPYPTHUUECKOTO JICUCHUS TIOJTYUCHBI
CJIeIyIOIINE TaHHbIE.

PYA nposeznena y 110 nmanuenTos. [Ipu npoBegeHUN MONEKYISIPHO-
TeHEeTHYECKOr0 UCCIEOBAaHUSl PE3yIbTaThl YIAIOCh MOJYYUTh TOIBKO y 93 uenoBexk.
[TarmenTs! ¢ pactipoctpaneHbiM reHoTunoM A/A rena MYOZ1 3apeructpupoBaHbl B
koJmmuecTBe 68 yenmoBek, mamueHThl ¢ TeHoTHIoM A/C rena MYOZ1 - 25 yenosexk,
TOMO3HUIOTHBIM reHoTHIIOM 10 peakomy anento C/C rena MYOZ1 - 0 yenosexk.
Pacnpenenenue yactoT reHOTHIOB U ajuienei moaumopduzma A/C rera MYOZL cpenu
6onbHBIX OI1 1 TpoBeICHHON paAMoYacTOTHON abaluei mpeacTaBiIeHo B TabIuIe
3.4.2.4.

Cpenu manmenToB @I ¢ mpoeaennoit PYA pacnpoctpanensiii reHOTUIT A/A TeHa
MYOZ1 naGoparopHo nmoaTBepxkaeH y 73% manueHToB, reTepo3uroTHbI renotun A/C
reHa MYOZ1 Bepudunuposan B 27% ciydaes. [lariieHTOB ¢ TOMO3UTOTHBIM

renotunom C/C o peakomy autento rena MYOZ1 BeisiBIeHO HE OBLIO.

TaOmma 3.4.2.4

Pacripenenenne yactoT reHOTHITOB 1 ayuienel nomumopdmma A/C rera MYOZ1 cpenn

6ompHBIX DII mocite pagrodacToTHOM abaarun

ITanuentnl ¢ PII noc.ie
PYA (n=93)

[TonumopdHBIi anienbHbIA BApUAHT aoc. %
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A/A 68 73

A/C 25 27

C/C 0 0
Hroro 93 100,0

Perunus ®@II cpenn nauMeHTOB ¢ JaHHOM naToiorueit u nposeneHHon PHA c
reHotunioM A/A rena MYOZ1 Gbut 3apeructpupoBan y 38 yenoBek: y 26 malMeHToB B
NEPBBII Mecsll, Y 6 4eJIOBEK - B TE€YEHHUE CIEIYIOIETro MOoayroja u y 6 maiueHToB -
cnycts 1 ron nocie onepauuu. I'ereposurotHsiii reHotun A/C rena MYOZ1
nabopaTtopHO MoATBEpkIeH Y 19 uenosek ¢ peruauom DII: y 12 marueHToB ¢
petauBoM mapokcuszma ®I1 B epBbIi MeCsII MTOCIE ONMEPATUBHOTO JICYSHUS, B TIEPHO/T
¢ 2-6 mecsiy HaOmoaeHus peruanBoB DI 3aperucTpupoBaHo He ObLIO, y 7 YEIOBEK
peruauB OI1 6601 3a0KyMeHTHPOBAH € 6 10 12 Mmecses. [lanneHToB ¢ peruanBoOM
®II u renotuniom C/C rena MYOZ1 3apeructpupoBaHo He OBLIO.

Bcero nannenTos ¢ peruanBoM @II, crycTs rog mociie ornepaTuBHOIO JICUEHUS,
57 uenoBek — 61,2%. 3 PEeKTUBHOCTH MPOBEICHHOTO XUPYPTUUECKOIO BMEIIATEIHCTBA
coctaBuia 38,8%. HarnsmHo BeIIIeONTMCAaHHBIC TAHHBIC MPEICTABIICHBI B TA0JHUIIC
3.4.25.

Haub6onee wacto penuaup ®I1 peructpupoBaiicst B IepBbIi MecsI] HAOIIOACHUS —

66,7% ciyuaes.

Tabmuua 3.4.2.5

Pacnpenenenne yactor renoturos u ayvieneit momumopduzma A/C rena MYOZ1 cpenn

00BpHBIX ¢ perparBoM DI B TeueHHMe rojia mocie paaruodacTOTHOM abiaruy

1 mecanq 6 MecsLIeB 12 mecseB P
[HomumopdubIit (1/6 1/12 6/12)

aJICIIbHBIN BapHuaHT

A/A 26 6 6 0,228/0,157/0,083
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A/C 12 0 7 0,228/0,157/0,083
C/C 0 0 0 0,384/0,604/0,722
Uroro 38 6 13

KKA nposenena y 29 nanuentos. ['enorun A/A rena MYOZ1 6b1n
1a00paTOpHO MOJATBEPKJECH y 21 manueHTa, reTepo3urotHeiii reHotun A/C reHa
MYOZ1 - y 8 yenoBek, roMO3UrOTHBIN TeHoTun 1o peakomy amiento C/C rena MYOZ1
He ObLT JIabOpaTOPHO MOATBEPAKACH HU Y OJIHOTO MalueHTa. Pacnpenenenue yacTor
reHoTunoB u amieneit moamumopduzma A/C rena MYOZ1 cpenu 60sbabIX OI1 1

IIPOBEICHHOM KaTeTepHOU Kproabianuen npeacTarieHo B Tabuuie 3.4.2.6.

Tab6muia 3.4.2.6

Pacnipenenenne yactor reHoTUNOB U ajutenel nonmumopduzma A/C rena MYOZ1

cpenu 6onbHbIX DII mocnie kateTepHOi Kproabdiauuu

IMamuentsl ¢ @II nocie KKA
(n=29)
[TomumopdHBIA ayuIeTbHBIA BapUaHT aoc. %
A/A 21 72,4
A/C 8 27,6
C/IC 0 0
Hroro 29 100,0

VY manueHToB ¢ MPOBEJCHHOW KaTeTepHON Kpruoabnanuen reHotun A/A rexa

MYOZ1 nuarnoctupoBan y 72,4 % manuentos, reHotun A/C rena MYOZ1 -y 27,6%

naruenToB, reHotunn CC rera MYOZ1 - He Obu1 1aGOpaTOPHO MOATBEPKIICH HU Y

OJIHOT'O OOJILHOTO.

Penunus ®II cpean manueHTOB ¢ JaHHOM maTosioruer u nmpoBeaeHHo KKA ¢

reHotunioMm A/A rera MYOZ1 3apeructpupoBan y 11 denoBek: y 6 maiueHTOB B

MepBbIN MecsI] HaOtoeHus, y | maiueHTa - B T€UEHHE CIIEIYIOLIEro nojyroja uy 4

MalKUeHToB - cnycTts 1 roa nocine onepauuu. ['erepo3urotHeiii reHotun A/C rena

MYOZ1 6p11 mabopaTOpHO MOATBEPKIICH y 3 YEIIOBEK: y OJHOTO MAIMEeHTA PEIUINB
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napokcusma ®II B mepseIil Mecsw, y | - B mepuon 1o nonyrona u eme y | manuenra - B
npoMexyTke Mexay 6 u 12 mecsuamu. ['enotun C/C rena MYOZ1 ne 6b11
1a60paTOPHO MOATBEPK/IEH HU Y OJJHOTO MallMeHTa B TaHHOM UCCIe1yeMOU MOoArpynime.
Bcero nanuenTos ¢ peuuanoM DI, cycts roa nocie onepaTuBHOro jeyeHus, 14
yenoBek — 48,2%. P PpexkTuBHOCTD MPOBEAEHOr0 XUPYPruuecKoro BMeaTeIbCTBa
cocraBuia 51,8%. HarnsnHo BblllieonucaHHbIe JaHHBIE IPEACTABICHBI B TA0JINLIE
3.4.2.7.

Tabnuua 3.4.2.7

Pacrnipenenenue yacTot reHOTUIOB U ajuieneit nonumopduszma A/G rena SYNPO2ZL

cpeau 60abHBIX ¢ perauBoM DI B TeyeHue rojaa mocje KaTeTepHoi Kpuoadiauu

1 Mmecann 6 12 P
[MonumophHbIi MecsineB | mecsimeB | (1/6 1/12 6/12)
aJUIeIbHBINA BAPHAHT
A/A 6 1 4 0,314/0,794/0,441
A/C 1 1 1 0,314/0,794/0,441
C/C 0 0 0 0,605/0,881/0,712
Utoro 7 2 5

Haunb6onee wacto penuaus ®II peructpuponaics B IEPBbIi MecsI] HAOIIOACHUSI—
50% cay4daes.
CrarucTuieckoi 3HaYMMOCTH IIPU CPABHEHHUH T€HOTUIIOB U IPOBEICHHOTO

Xupypruueckoro yedeHus nauueHToB ¢ OII ve nonydeno.

3.4.3 DppexTuBHOCTL XUPYprudeckoro gedyeHust OII nanuentos ¢ OHII
rs10824026 rena SYNPOZ2L B rpynnax nanueHTOB NEPBHYHO U TOBTOPHO

rOCNMTAJIU3UPYEMBIX.
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Cpenn 139 naumnenTos ¢ @II, 111 nepBUYHOTO NPOBEACHUS ONIEPATUBHOTO
nedeHust ObuIo rocnutaan3upoBaHo 120 yenosek, 19 yenoBek MOCTYNUIN IS
XUPYPru4ecKoro BMeIaTeabCTBa MOBTOPHO.

[Ipu npoBeaeHNN MOJEKYIAPHO-TEHETUYECKOTO HccnenoBanus rs10824026
reHa SYNPOZL B nanHO# rpynie NaMeHTOB ONPEeIeHbl CIeAYIOINE TeHOTUIIbI:
reHotunt A/A — 79 denoBek — 56,8%; renorun A/G — 34 genoBeka -24,5%; reHOTHIT
G/G — 26 yenosek -18,7 %. 13 HUX, y NAIMEHTOB, KOTOPbIE OBLTH TOCIUTAIN3UPOBAHBI
BIIEPBBIE, YACTOTHI TEHOTUIIOB PACTIPEAEIHINCH CAEAYIOIHUM 00pa3oM: reHoTul A/A —
73 yenoBeka -60,8%; renorun A/G — 27 yenosek -22,5%; renorun G/G — 20
nanueHToB -16,7%. Cpenu MOBTOPHO TOCMUTATIU3UPYEMBIX JJI1 ONIEPATUBHOTO
BMeEIIATENbCTBA NAIUEHTOB BEPUPUIIMPOBAHBI CAEAYIONINE YACTOTHI TEHOTUIIOB-
reHotun A/A Obut BepudunmrpoBad y 6 denosek -31,6%; rerorun A/G —y 7 4enoBex -
36,8%; renotun G/G —y 6 denoBek -31,6%. Brilieyka3zaHHbIe JaHHbBIE TTPEACTABICHEI B
ta0imne 3.4.3.1.

Tabmuna 3.4.3.1

Pacnpenenenne yactor renotunos nomumopduzma A/G rena SYNPOZ2L cpenu

0onpHBIX ¢ PI1 u yacToTOM TOCIIUTATIU3AIAN

Bcero IlepBuunasn IHoBTOpHAsK p

rocCnuTaJu3alnus | roClmuTajan3anus

[TomumopdubIi AGC 0% ade %%
aJUICIIbHBINA BapUaHT
A/A 79 73 60,8 6 31,6 | 0,055
A/G 34 27 22,5 7 36,8 | 0,002
G/G 26 20 16,7 6 31,6 |0,129
Hroro 139 120 19

MaxkcumanbHbId NPOLEHT B IPYIINIE NEPBUYHON TOCHUTATN3ALNN 3aHUMAIOT
MaueHThl ¢ reHoTUunoM A/A (oxos10 61% OT Bcex MalMeHTOB MEPBUYHO
TOCITUTAIM3UPOBAHHBIX), B TPYIIIE MOBTOPHO MOCIUTAIM3UPYESMBIX, MAITUEHTHI C

reHoTurnioM A/A u G/G 3aHUMAIOT OJJMHAKOBOE MPOIIEHTHOE cooTHomeHue — 31,6%.
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Peunaus OI1 y nanueHToB, KOTOPBIE OBLIN FOCITUTATIU3UPOBAHBI BIEPBHIC
3apeructTpupoBaH y 66 u3z 120 yenosek, 4to coctaBiseT 55%. Db pekTuBHOCTH
onepatuBHOTO JedeHus 45%.

I'enotun A/A — 34 yenosek (27 B iepBbIii MecsIl, 4 ¢ mepuoj ¢ 2-6 Mecsil, y 9 B
CPOK C TIOJIy TOJIa JI0 TOJa);

I'enotunt A/G - 19 yenosek (y 11 B iepBbie 30 qHEH, y OAHOTO B CPOK JO MOy
roja, y 7 B mepuon 10 12 mecsien);

I'enotun G/G Berperwiics y 13 yenoBek (y 4 B IEpBbIi MECSIL M Y 3 YEIOBEK C
nepuon ¢ 6 1o 12 mecsien). Jlanuwie npencrabiieHsl B Tadaune 3.4.3.2.

HauGonwmmit mpouent peruansa @I y BepBbie rocuTaIu3upPyeMbIX MAIIUCHTOB

¢ ®@II nocre onepaTUBHOTO JieueHUs B epBbId Mecsll — 68,2%.

Tabmuna 3.4.3.2

Pacnpenenenue yactot reHOTUIOB U ayeneit nonmmmopduzma A/G rena SYNPO2L cpenu

NEPBUYHO TOCTIUTAIM3UPYEMBIX O0JIbHBIX ¢ perauBoM DI1

1 Mecsinx 6 12 p
MecsineB | mecsimeB | (1/6 1/12 6/12)
[TomumopdubIit

aJUUICTIbHBIN BapUAHT

A/A 27 4 3 0,598/0,026/0,212
AlG 11 1 7 0,467/0,05/0,08
G/G 7 3 3 0,158/0,529/0,480
Uroro 45 8 13

Peruaue @I1 y manueHTOB, KOTOPBIE OBUIM TOCTTUTATIN3UPOBAHBI TOBTOPHO
ciyunicsa y 16 uz 19 genoek, uto cocrapisieT 84,2%. Db (PEKTUBHOCTH OMEPaTHBHOTO
seyeHus 15,8%.

I'enotun A/A — 5 yenoBek (2 B mepBBIM MecHll, 2 ¢ mepuoj ¢ 2-6 Mecsil, y 1 B cpok
C TIOJTy TOojia JI0 To/1a);

I'enotunt A/G - 4 yenoBek (y Bcex B niepBbie 30 qHEH);
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I'enotun G/G BcTpeTuiicst y 7 4enoBek (5 B MEPBbIA MECSII, B MOCIEAYIONINE TOJT
rojia -2 yenoseka). JlaHuwle npencrasieHsl B Tadbauie 3.4.3.3.

Tabmuna 3.4.3.3

Pacnpenenenue yactot reHoTUINOB U aieneit nonumoppuzma A/G rena SYNPO2L cpenu

HOBTOPHO TOCHUTATU3UPYEMBIX OOJIBHBIX ¢ peuanBoM DI

1 mecsn 6 12 p
MecsineB | mecsimeB | (1/6 1/12 6/12)
[HonumopdHbIit

aJUIeJIbHBINA BApUAHT

A/A 2 2 1 0,23/0,171/0,555
A/G 4 0 0 0,239/0,735/0,619
G/G 5 2 0 0,876/0,59/0,555
Uroro 11 4 1

HauGonpmmit npoueHT penpana OI1 y mOBTOPHO rOCIUTATU3UPYEMBIX
naruenToB ¢ GII nmocne onepaTUBHOTO JieueHUs B MepBbIil Mecsll — 68,75%.
CrarucTudeckoi 3HaYMMOCTH IIPH paclpe/leICeHNH YacTOT TEHOTUIIOB U aJuieliei
nonumopdusma A/G rena SYNPO2L cpenu nepBU4HO U TOBTOPHO
TOCIUTATU3UPYEMBIX OONBHBIX ¢ peruauBoM DI He moxyyeHo.
[Ipu cpaBHEHHMH ABYX TPYIN NALUEHTOB — IEPBUYHO U IIOBTOPHO
FOCHUTAIN3UPYEMBIX MAIIUEHTOB, Y KOTOPBIX CYCTS 12 MecsleB 3aperucTpupoBaH

peunanB, IIOJIYICHBI CJIICAYIOIINC JaAHHBIC. PGBy.]'IBTaTBI IMpcacCTaBJICHbI B Ta6HHHe

3434

Tabmuua 3.4.3.4

Pacnpenenenne gactot reHoTrmoB u ayvieneit momumopdusma A/G rera SYNPOZL cpenn

601bHBIX C DIT u peruanBom PII nocne onepaTUBHOrO JICUEHUS

Peunaus. Peunaus. ‘ p ‘
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IlepBuynas IloBTOpHAsN
rOCIUTAIN3ALMSA rOCHUTAIN3ALUSA
[omumopdHbIi ayienbHbIH
abc % abc %
BApUAHT
A/A 34 51,5 5 31,25 0,152
AlG 19 28,8 4 25 0,762
G/G 13 19,7 7 43,75 0,291
Hroro 66 16

B Irpynie nmaiucHTOB HepBHqHOﬁ rocuvTajan3anuu ¢ pCuuanBOM I10CJIC

OINEepaTUBHOTIO JeuyeHus Hanbosee yacTo BcTpeyancs renotun A/A — 51,5%, B rpymnmne

IMarCHTOB HOBTOpHOﬁ rociuvTan3alnun ¢ pCuuanBOM IOCJIC OIICPATUBHOTO JICYCHUA —

reqorun G/G — 43,75%.

Pacnpenenenne yactor renorunos nonumopduszma A/G rera SYNPOZ2L cpenu

OOJBHBIX C peunanBOM ®II B TeueHue roga mocJjic mMpoBCACHHOTO XUPYPTUICCKOT'O

JICUCHUS U ITAIUCHTOB C CUHYCOBBIM PUTMOM IIPCACTABJICHO B Ta6JII/III€ 3435

Tabmuua 3.4.3.5

Pacnpenenenue yactot reHorunoB mnosmmopduszma A/G rena SYNPOZ2L cpenu

OOJILHEIX C peunanBOM ®II B TeueHMe roga 1mocJjic mMpoBCACHHOTO XUPYPTUICCKOT'O

JICUCHHUA U TAIMUCHTOB C CHHYCOBBIM PUTMOM

ITanuenTs! ¢ [TanmenTs! ¢ p
Bcero
peunauBom OI1 CHHYCOBBIM PUTMOM
(n=82) (n=57)
[TomumopdHbIi
abc % Abc %
aJIJIeIbHBIN BapUaHT
A/A 79 39 47,5 40 70,2 0,794
A/G 34 23 28,1 11 19,3 0,240
G/G 26 20 24,4 6 10,5 0,047
Hroro 139 82 57

Coycts 1 roa nmocie npoBeEHHOro Xxupypruyeckoro edenust @I y manueHTos ¢

permuanBoM DI (n=82) pacnpocTpaHEHHBI TOMO3UTOTHBIN TeHOTHT A/A

BepudunupoBan y 39 yenorek- 47,5%, rerepo3urotHeiii reHotun A/G y 23 4enoBex -

28,1%, TOMO3UTOTHBIN TEHOTHII TI0 peakomy amento G/G - y 20 genosex - 24,4%.

CpeI[I/I MManuCHTOB C COXPaHUBIIMMCA CHHYCOBBIM PUTMOM CITYCTA I'OJ I1IOCJIC
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xupyprudeckoro jeueHus OII (n=57) Ob11u onpeesaeHsl CIeayoIue reHOTUIIbI
rs10824026 rena SYNPOZL — renotun A/A y 40 uenosek -70,2%, renotun A/G —y 11
-19,3%, renotun G/G -y 6 yenosek -10,5%. HarnsigHo pe3yabTarhl IpeACTaBICHbI B
tabsuue 3.4.3.5.

BbIsIBIIEHO CTaTUCTUYECKH 3HAYMMOE MPe00JiaJaHne TOMO3ZUTOTHOT'O F€HOTHIIA
G/G rena SYNPOZL B rpynne nanuenToB ¢ peuuguom @I no cpaBHeHUo ¢ rpynmnoi
NAIMEHTOB C CHHYCOBBIM PUTMOM CITyCTsI TOJ Mocye onepaTuBHOro euenus PII, uro
CBUJIETENIBCTBYET O MPEIPACION0KEHHOCTH MAIIMEHTOB C TOMO3UTOTHBIM F€HOTUIIOM
G/G 1510824026 rena SYNPOZ2L x noBropHomy peuuauBy ®II nocie ouepeHoro

OIICPATUBHOIO JICUCHHA U K HCyCTOI;’I‘{I/IBOMy CHUHYCOBOMY PUTMY.

3.4.4 DppexTnBHOCTL XUPYprudeckoro Jgevyenuss ®II nanuentos ¢ OHII
rs3740293 rena MYOZ1 B rpynnax nanaeHTOB NEPBUYHO H OBTOPHO

rOCHUTATU3UPYEMbIX

[Ipu npoBeaeHUN MOJIEKYJISIPHO-TEHETHUYECKOT0 rcciaeaoBanus rs3740293 rena
MYOZ1 B nanHOM rpynie NalueHTOB ONPeIeICHbI CIASAYIOIINE TeHOTUIIBI: TeHOTHII
A/A — 90 yenoBek — 74,4%; renotun A/C — 31 uenoseka - 25,6%; renorun C/C - 0. 13
HUX, y MAIlHEHTOB, KOTOPbIE OBLIU TOCIUTAIN3UPOBAHBI BIIEPBBIC, YACTOTHI TEHOTHUIIOB
pacrpeaenIuch cieayrmmuM odpasom: reHotun A/A — 81 venosek - 76,4%; reHOTHTT
A/C — 25 genosex - 23,6%; renotun C/C — 0. Cpeau mOBTOPHO TOCTUTATIU3UPYEMBIX
JUTSL OTIEPATUBHOTO BMEIIATEIHCTBA MAIUEHTOB BEPUPUITUPOBAHBI CISAYIONINE YACTOTHI
TeHOTHUIIOB - TeHOTUN A/A Ob1 BepuduimpoBat y 9 yenosek - 60%; renotun A/C —y 6
yenoBek - 40%; renotun C/C — 0. Breimeyka3zaHHbIe JaHHBIC TTPEICTABICHEI B TAOIUIIE
3.4.4.1.

MakcuMalbHBIN IPOILICHT B 00€MX IPYIIax 3aHUMAIOT MAIlUEHTHI C TEHOTUTIOM
AJ/A (oxoio 60-76,4% oT Bcex manueHToB), 23,6-40% OpUXOAUTCS Ha TPYIIIY C
reHotunioM A/C, maruentoB ¢ reHotunM C/C He ObLIO.

TabOnuma 3.4.4.1
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Pacnpenenenne yactor reHoTUIOB U aivieneil nomumopduszma A/C rena MYOZ1 cpenun

00sbHBIX C DIT 1 yacTOTON roCIUTAIN3AIIAI

Bcero IlepBuyHasn IloBTOpHAS P
rOCHUTAJIU3ALMA | TOCTIUTATIU3ALMSA
[TomumopdHBIiA AbC % Abc %
aJUICJIbHBIN BapUAHT
A/A 90 81 76,4 9 60 0,13
AIC 31 25 23,6 6 40 0,13
CIC 0 0 0 0 0 0,339
Uroro 121 106 15

PGIII/IJ]I/IB dII Yy MallUCHTOB, KOTOPLIC OBLIH TOCIINTAJIN3UPOBAHBI BIICPBLIC

3apeructpupoBaH y 58 u3z 106 yenoek, 4to cocraBiseT 54,7%. DPhHeKTUBHOCTD

OTIEpaTUBHOTIO JICUCHUSI B JAaHHOU rpynie cocTaBiseT 45,3%.

I'enotun A/A — 41 yenoBeka (27 B epBbIii MecsIl, 5 ¢ mepuoj ¢ 2-6 Mecsil, y 9 B

CPOK C IIoJIy roaa ao I’OI[&);

I'enotunt A/C - 17 uenosek (y 10 B mepBoie 30 nueid, y 7 B mepuof a0 12

MECSIIEB);

I'enotun C/C y 0 uenoBek. Jlanuble mpeacTaBieHsl B Tabnuie 3.4.4.2.

Permus ®I1 y nmanueHTOB, KOTOpBIE OBUIA TOCITUTATU3UPOBAHBI IOBTOPHO

Bepuduiuponan y 13 u3 15 genoek, uro cocrapisieT 86,7%. DbdekTHBHOCTH

OTIepaTUBHOTO JieueHus B JaHHoU rpymnme 13,3%.

Ta0nuna 3.4.4.2

Pacnpenenenne yactor reHoTrmoB u ayvieneit momumopduzma A/C rera MYOZ1 cpenn

MEPBUYHO TOCHUTAIIUZUPYEMbIX 00JIbHBIX ¢ peuuanBoM DI
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1 mecsin 6 mecsieB 12 mecsineB p
(1/6 1/12 6/12)
[MomumopdubIit

AJUICIIbHBIN BapUAHT

A/A 27 5 9 0,345/0,235/0,164

A/C 10 0 7 0,345/0,235/0,164

C/C 0 0 0 0,349/0,684/0,593
Hroro 37 5 16

I'enotun A/A — 8 yenoBek (5 B epBbIi MecsIl, 2 ¢ mepuoj ¢ 2-6 mMecsil, y 1 B cpok
C TIOJTy TOJIa JI0 TO/1a);

I'enotun A/C - 5 yenoBexk (y 3 B epBbIif MeCsII, y OJHOTO MAIlMEeHTa B TIEPUOJT C
2-6 mecsil, y 1 maruenTa ¢ 6-12 mecsn);

I'enotuma C/C ue Obu10. JlanHble peacTaBieHsl B Tabnuie 3.4.4.3.

Hau6onbmmuit mpouenT peruansa @I y mOBTOPHO roCUTATU3UPYEMBIX
nauueHToB ¢ @I nociie onepaTUBHOTO JIEUEHUS 3apPETUCTPUPOBAH B IEPBBIA MECSI] —
61,5%.

Tabmuua 3.4.4.3

Pacnipenenenne yacTot reHoTHNOB U ayvienel noaumopdusma A/C rera MYOZL cpenu

MOBTOPHO TOCHUTATIM3UPYEMBIX OOJIBHBIX ¢ perauBoM DI1

1 mecsin 6 mecsileB 12 p
MecsieB (1/6 1/12 6/12)
[TomumopdHbIi

aJIeJIbHBIN BapHaHT

A/A 5 2 1 0,898/0,748/0,711
A/C 3 1 1 0,898/0,748/0,711
C/C 0 0 0 0,672/0,564/0,876
Hroro 8 3 2
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CratucTuyeckoil 3Ha4MMOCTH MPU PACIPEEICHUN YaCTOT FTEHOTUIIOB U aJliesen
nonumopduszma A/C rera MYOZ1 cpeau nepBUYHO U TOBTOPHO FOCHUTAIU3UPYEMBIX
60JbHBIX ¢ peruanBoM @DII He OBLIO BBIABIIEHO.

[Ipu cpaBHEHHMH IBYX IpYII MALMEHTOB — NEPBUYHO U MMOBTOPHO
rOCMUTAIN3UPYEMBIX ALMEHTOB, Y KOTOPBIX CIYCTs 1 Toj mocie KaTeTepHon adnanuu

3apeructpupoBaH peuuaus OII, monydeHHbIEe TaHHbBIE MTPEJCTaBlIeHbI B Ta0nule 3.4.4.4
Tabnuma 3.4.4.4

Pacnpenenenue yactot reHOTUIOB U aiieneit nonmumopduzma A/C rena MYOZ1 cpenun

oonbHbIX C OIT 1 peupanBom OI1

Penuaus. Penuaus. P
IlepBuyHasn NMOBTOPHAA
. rOCIMTAIU3ANMSA roCIHUTAJIN3AIHA
[HonmumopdHbIit
. Abc % Abc %
aJUICJIbHBIA BApUAHT
A/A 41 70,7 8 61,5 0,52
A/C 17 29,3 3) 38,5 0,52
CIC 0 0 0 0 0,468
Utoro 58 13

B rpynne nanueHToB NepBUYHON TOCIUTAIU3ALNUN C PELUIUBOM MOCIIE
OTIEpAaTUBHOTO JICUCHHUS Yalle Bcero Bcrpevancs renotun A/A — 70,7%, B rpyriie
MalKMEeHTOB NOBTOPHOW IOCIUTAIU3AIUHU C PEUUIUBOM IOCIIE ONIEPATUBHOIO JICYEHUS],
Takke, resotun A/A — 61,5%.

[Ipu cpaBHeHUM ABYX rpyNN NAlUEHTOB (MAIUEHTHI C CHHYCOBBIM PUTMOM CITYCTSI
roa nocyue onepatuBHOro jgeueHus PII u naunents! ¢ peunaneoM PII B Teuenuun roga
MOCJIE ONIEPATUBHOTO JICUCHHS ), Y ManueHToB ¢ peruauom DI (n=71)
pacnpoCTpaHeHHBIM TOMO3UTOTHBIN reHoTUIl A/A BeTpeTics y 49 uenosek - 69%, A/G
y 22 genoBek-31%, G/G y 0 yenoek. Cpeny MaMeHTOB ¢ COXPAHUBIITMMCST CHHYCOBBIM
PUTMOM CITYCTs roJ nociie xupyprudeckoro jieuenust @I1 (n=61), nanuobie

pacrpeaeImIuch CIeaymmM oopa3zom — reHotun A/A y 42 yenosek- 68,8%, rerorun
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AIG —y 19, renotun -32,2%, G/G y 0 genoBek. HarnsaaHo qaHHbIe IPEICTABICHBI B
tabmure 3.4.4.5.
Tabmuna 3.4.4.5

Pacnipenenenne yacTor reHOTUNOB U ajuieneit nonumopduszma A/C rera MYOZ1
cpenu 6o0sbHbIX ¢ peruanBoM DI B Teuennu roaa, nocie NpoBeIEHHOTO

XUPYPIru4eCKOro JCUYCHUA U MaUCHTOB ¢ CHHYCOBBIM PUTMOM.

[TanneHTHI C [TanmeHTs! C p
Bcero
peumauBoM DI CUHYCOBBIM
Monmopsiii (n=71) puTMoM (n=61)
. AOcC % AOc %
aJUUICIIbHBIN BapUAHT
A/A 91 49 69,0 42 68,8 0,984
A/G 41 22 31,0 19 32,2 0,984
G/G 0 0 0 0 0 0
Hroro 132 71 61

CrarucTudeckod 3HaYMMOCTH IIPH pa3AeICHUH MAalMeHTOB 10 rpynnaM He

IIOJIyUYECHO.

3.5 MHo:kecTBeHHAsl JTOTHCTHYECKAS perpeccusi B IPOrHO3UPOBAHNU Pa3BUTHUSA

pudpuIAIMM npeacepanii

JI714 BBIABICHUS BKJIaJa HACIEACTBEHHOCTH B pa3Buthe PII u ee oTaenpHbIX

¢bopM OBLIT TPUMEHEH METOJT JIOTHCTHYECKOT'O PErPECCHOHHOTO aHaJIn3a.
[Ipu mpoBeAEHNN JTOTUCTUYECKOTO PErPECCUOHHOrO aHaIn3a Ha IEPBOM ATare
MPOBOJIWIIN OLIEHKY 3HAYMMOCTH MPEIOJIATAEMbIX TCHETUYECKUX MPEAUKTOPOB IS

Bcex ciydaeB OIT (Tabmuma 3.5.1).

Tabmmma 3.5.1
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CBOJHBIE JaHHBIE T10 JJOTUCTUYECKON pErpeCCUOHHON MoAeny nporuo3upoBanus OII B

o0111e#i rpyrmme nanueHToB

Koad.
perpeccu| Cranm.
[IpeuKTOpEI e p |OR
u omuoKa
(b)
[Ton 0,264 0,228 1,340 (0,247 |1,302

rs10824026
1,120 0,609 3,378 |[0,066 | 3,065
(romoszurota G/G)

rs10824026

-0,424 0,295 |[2,068 |0,150 |0,654
(romo3urora A/A)

rs3740293

0,241 0,301 0,644 (0,422 |1,273
(romo3urora A/A)

Koncranra 0,178 0,302 0,346 | 0,556 |1,195
rs10824026

1,269 | 0,567 5,004 |0,025 |3,559
(romoszurota G/G)

Koncranra 0,178 0,115 2,384 10,123 |1,194

BrimosiHeHHBIH MHOTO(GAaKTOPHBIN aHAIW3 METOIOM MPUHYAUTEIBHOTO BKIIOYCHUS
HE MOKa3aJ CTATUCTUYECKH 3HAYMMOI0 BIUSHHS HU OJJHOTO U3 PACCMAaTPUBAEMBbIX
npeanKTopoB. IIpu 9ToM cTaTHcTHUeCKH 3HaunMast (%°=9,559; p=0,049)
oJIHO(aKTOpHAs! PETPECCUOHHASI MOJIEIh C TIONIArOBBIM BKIIFOUEHUEM €IUHCTBEHHOTO
MpEeAUKTOpa AEMOHCTPUPYET 3HAUMMOE yBeaudeHue mancoB pa3sutus OII npu
HaymuuK y narnuenta reaotuna G/G rena rs10824026 1o cpaBHEHHIO ¢ IPYTHMH
aymenbHbiME BapuanTamu (A/A u A/G). Tlpu atom OR cocraBnsiet 3,559 (JI1 95%
0,170-0,823).

JlaHHast MOJieJIb MPEICTABIICHA CIIEIYIOIIUM YPAaBHEHUEM

1
P=7 T o—(0,178+1,296%)

rae
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P — BEPOATHOCTDb Hauus y naurenrta DI,
x - Haymuue redoruna G/G rena rs10824026 (ects — 1, Her - 0),
€ — OCHOBaHHME HaTypaJibHOTO Jiorapudma 2,72.

Ko pument aerepmunanuu (R?) ms Beex Bhimeonucansbix Gopm OII
coctaBuii 0,039, yTo yKa3bIBaeT Ha CTATUCTHYECKH 3HAUMMOE 00bsICHEHUE (DaKTOPOM
mucnepcun OHIT rs10824026 rena SYNPOZL u 3aBucuMOi epeMeHHOM B
UCCJIelyeMOM TpyIie MalueHToB Tobko Ha 3,9%. [lonydyennas moaens o0nanaer
MaKCHUMaJIbHOM celM(UYHOCTHIO B MPOTHO3UPOBAHUHU OTCYTCTBUS nosiBiieHus PII -
98%, npu OTCYTTBHM NPABUIIBHBIX Mpe/icka3aHuil ciydaeB passutus @II. Ha stom

¢done, ob11Iee KOTUYECTBO KOPPEKTHBIX MpeJICKa3aHuil cocTaBuiio 56,1%.

Kpunesle ROC

1,0

0,8+

0,6

l'{'i'BI:TBMTEHhHi.')!X‘.Th

o
o

T T
0.0 oz o4 o5 (M=) 1,0

1 - CneundomMHOCTB

Pucynok 3.5.1. ROC-kpuBasi pe3y/ibTaTOB NPOrHO3MPOBAHUS NP MOMOIIHU
perpeccuoHHo Moaeu pa3puTusa OII B 3aBUCUMOCTH OT NPUCYTCTBUS F€HOTUIIA
G/G rena rs10824026

[To pesynwsraTam noctpoenus ROC-kpuBoii (pucynok 3.5.1) mokazarens AUC
coctasmi 0,557+0,035 (A1 95% 0,488-0,627). IIpu 3TOM moKa3aTeb MIOMIAAN IO
KPUBOU HE SBISICA cTaTUCTHYEeCKH 3HaUYUMbIM (p=0,093), B cBsI3U ¢ ueM
MIPOTHOCTUYECKOE KAYECTBO JAHHOW MOJIEIN MOXKET ObITh OLIEHEHO KaK

HEYJOBJIETBOPUTEIBHOE.
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B cBs3u ¢ HEYIOBIETBOPUTEIBHBIMY PE3YJIbTaTAMU OLEHKH ITPOTHOCTUYECKOM
moaenu pazsutug PII qis oOuielt rpynmsl TaHUEHTOB OBUIO PEIIEHO TPOBECTU
aHAJIOTMYHBIN aHAINU3 TPU pa3JieJIeHUH Ipynnsl naureHToB ¢ @I Ha moarpynmnsl B
3aBUCUMOCTHU OT TeUeHHUs 3a00seBaHus U ero Gpopmel (nepBuuHas win sropuunas OII).

Bnauarne Obut IpoBeIeH JTOTUCTUYECKUM perpeCCUOHHBIN aHaTU3 [Tl OTACIHHO
BbIJICJICHHOM TPYMIIBI MALIUEHTOB ¢ MapoKcu3MalibHbIM TeuenreMm DI u rpynisl
NalMEeHTOB, BKIIIOYAIOLIEH BCce ocTalibHble BapuaHThl TeueHus: OI1 (mepcuctupyroniee,
JUTUTENLHO MEPCUCTUPYIONIEE U MIOCTOSIHHOE).

Pe3ynbTaThl perpeCCHOHHOTO aHaln3a NPEAUKTOPOB I MAPOKCU3MAIBHOTO
teuenus PII npencrapnens! B Tabnuie 3.5.2.

Taomuna 3.5.2
CBoJHBIE JaHHBIE T10 JIOTUCTUYECKON PErPECCUOHHON MOJIENIH POTrHO3UPOBAHUS

napokcu3ManbHoOro reueHuss OII

Koad.

[IpenukTopsl |perpeccun Cranz a P OR
omunoka

(b)
[Ton 0,145 0,289 0,252 0,616 |1,156
rs10824026
(romo3urora 1,549 0,662 5476 0,019 |[4,708
G/G)
rs10824026
(romo3urora -0,376 0,350 1,151 0,283 | 0,687
A/A)
rs3740293
(romo3urota 0,277 0,362 0,583 (0,445 |1,319
A/A)
KoncranTa -0,691 (0,391 3,120 |0,077 0,501
rs10824026
(romo3urota 1,698 0,602 7,952 |0,005 |5,461
G/G)
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Koncranra -0,686 | 0,147 21,907 | <0,001 | 0,504

[Ipu BKIIIOUEHUHU BCEX MPEAUKTOPOB B MHOTO(AKTOPHBIN aHANINU3, CTATUCTUYECKU
3HAYMMOE BJIMSHUE Ha pa3BUTUE NAapOKCU3MalbHON (popMbl DI nokazano TOIbKO
nanmnuue renorumna G/G rena rs10824026 (p=0,019). OgHodakTopHas perpecCHOHHas
MOJIEeNIb SIBISETCS CTATUCTUYECKH 3HAUMMOl (1%=9,223; p=0,002). CornacHo e,
npucytcTre y namuenta renoruna G/G rena rs10824026 yBennyuBaeT aHChI
pa3BuTus nmapokcuzMainbHout popmbl OIT (OR=5,461; 1IN 95% 0,687-0,769). [lanuyto

MOJCJIb OTIUCBIBACT CICAYIOIICC YPABHCHUC PCTPCCCUN:

1
P = I e (-0,686+1698%)

rue
P — BEpOSITHOCTh HaM4us y manuenta OII,
x - Hannuue reHoruna G/G rewna rs10824026 (ects — 1, Her - 0),

€ — OCHOBaHHME HaTypaJbHOro Jorapudpma 2,72.

Koadpunment nerepmuHaIiuy 1aHHOH MOETH (R2=O,055) JTaeT CTAaTUCTUYECKH
3HAYMMOE OOBSICHCHUE IPUCYTCTBUEM B TeHOTHUIIE ajljieiss G BEPOSITHOCTH Pa3BUTHS
napokcuzmainbHoi ®II Ha 5,5%. Ilpu aToM Mozenb umeeT cnenuuarocTs 93,2% s
peacKa3aHus OTCYTCTBUS MapoKcu3ManbHoro teueHus ®II, u ¢ 9yBCTBUTEIBHOCTHIO
13,6% npencka3biBaeT ero Haau4ue. Becero KOppeKTHBIMU SBISTUCH 67,0% NporHo30B.

Kpuneble ROC

0,5

q'}"BCTBHTeﬂbHOCTb

1 L]
0,0 0,2 0,4 0,5 0.8 1,0

1-CneunddhUHHOCTE
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Pucynok 3.5.2. ROC-kpuBasi pe3yJibTaTOB NPOrHO3MPOBAHUS NIPH MOMOLIH
perpeccuoHHoii moaean pa3Butus @I ¢ napokcu3MaJbHBIM TeYeHHEM B
3aBHCUMOCTH OT npucyTcTBus renotuna G/G rena rs10824026
[o pe3synbpraTam nocrpoenus ROC-kpuBoit (pucynok 3.5.2) nokazatenb AUC
coctaBuia 0,564+0,038 (A1 95% 0,490-0,638). IlockonbKy HUXKHSSI TPaHUIIA
nosepurenabHoro nHTepasia AUC okasbiBaeTcst MeHbIlEe YpOBHs BepossTHOCTH 0,5,
JTaHHBIN TIOKa3aTeNb He SIBISETCS CTAaTHCTUYeCKU 3HaUnMBIM (p=0,087), uTo He
COOTBETCTBYET yJOBICTBOPUTEILHOMY Ka4€CTBY MPOTHOCTHYECKON MOJIEIIH, HECMOTPS
Ha JI0Ka3aHHOE 3HaUYMMoe BiIusiHUE Ha pazButue @I ¢ mapokcu3MalbHBIM TeUYCHHEM
reHeTHYecKoro (pakTopa, BXOMASIIETO B HEe.
PerpeccruoHHBI aHaTN3 IPETUKTOPOB AJIsI OCTATBHBIX BapuaHTOB TeueHus D11
npejacTanieH B Tabnuie 3.5.3.
Tab6mauma 3.5.3
CBopHbIE TaHHBIE 10 JIOTUCTUYECKOW PErpecCCUOHHON MOJIETHN MPOTHO3UPOBAHUS

OCTAJIBHBIX BAPWMAHTOB TCUCHUA D11

Koadd.
Craun.
[IpenukTopsl |perpeccun v P OR
OIIINOKa
(b)

ITon 0,332 0,262 1,607 0,205 |1,394
rs10824026
(romo3urora 0,541 0,708 0,584 0,445 |1,719
G/G)
rs10824026
(romo3urora -0,359 0,331 1,180 |0,277 0,698
A/A)
rs3740293
(romo3urora 0,059 0,339 0,031 (0,861 |[1,061
A/A)
Koncranra -0,311 0,349 0,794 (0,373 [0,733
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N3 tabnuiel 3.5.3 BUAHO, YTO HUA OJMH U3 PACCMATPUBAEMBIX MPEIUKTOPOB HE
ChITpajl CTATUCTUYECKHU 3HAYMMOM POJIM B TPYIIIE MALIMEHTOB C NEPCUCTUPYIOLIUM,
JUTUTENBHO MEPCUCTUPYIOIINM U MTOCTOSIHHBIM TeueHueM PII. Anroputm ¢ momaroBsiM
BKJIIOYEHNEM MPEIUKTOPOB B MOJEIb, TAKKE HE BBIABUI HU OJTHOTO CTaTUCTUYECKHU
3HAYUMOro (hakTopa.

Ha cnenyromem stane aHainsa ObUTH COCTABIEHBI PEIPECCUOHHBIC TIOTUCTUYECKUE
MOJIeNU JJi iepBUYHON 1 BTopuuHOU hopm DII. Pesynbrarsl ananusa
IpeIoiaraéMbIX MPeAUKTOPOB pa3BUTHs nepBuuHON popmbl DIT npencraBieHs! B
tabnuue 3.5.4.

Taomuna 3.5.4
CBoJHBIE JaHHBIE T10 JIOTUCTUYECKON PErPECCUOHHON MOJIENIN POTrHO3UPOBAHUS

nepsuaHO PII

Koad.
Craun.
[IpenukTopsl |perpeccun oG v p OR
(b)

[Ton (xenckwuit) | 1,202 0,447 7,237 0,007 3,326
rs10824026

(romo3urora 2,160 0,767 7,931 |0,005 |8,673
G/G)

rs10824026

(romo3urora -0,591 0,484 1,491 0,222 | 0,554
A/A)

rs3740293

(romo3urora -0,101 0,480 0,044 10,834 0,904
A/A)

Koncranra -1,858 [ 0,571 10,578 | 0,001 | 0,156
[Ton (xenckuit) | 1,197 0,445 7,245 [ 0,007 | 3,309
rs10824026

(romo3urota 2,620 0,692 14,346 | <0,001 13,740
G/G)
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Koncranra -2,363 | 0,379 38,871 | <0,001 | 0,094

N3 tabnuist 3.5.4 BUAHO, YTO K MPEJUKTOPAM, CTATUCTUYECKU 3HAUUMO
MOBBILIAIOIIUM BEPOSTHOCTH pa3BuTus nepBuyHoit OII, oTHOCATCS Moa (yacToTa
nepeuuHoi OI1 npu Hanmuuu resoruna G/G B uccneayeMoit rpyIrme CTaTuCTHYECKU
3Ha4YMMO BhIlIe cpeau xkeHuH) (OR=3,309; JIN95% 0,384-0,910) u nanuuue y
nauenTa renotuna G/G rena rs10824026 (OR=13,740; J11195% 0,141-0,314).
Hannuue renoruna G/G rena rs10824026 B coueTaHnu C )KEHCKHUM IOJIOM ITOKa3bIBaeT
CBOIO CTATUCTHUYECKYIO 3HAUMMOCTh, KaK B MHOTO(AKTOPHOM, TaK U B MOIIArOBOM
BapUaHTE aHAJIN3A.

Perpeccuonnas moznens nepsuuHoil ®II npencrasiaena cieayronyuM ypaBHEHUEM
1
p= 1 + e—(-2,363+2,197x,+2,620x, )

rae
P — BEpOSITHOCTh Hanmuuus y nanuenta Ol
X1 - IOJ (KEHCKHUM),
x2 - Hanuuue renorumna G|G rena rs10824026 (ectb — 1, HeT - 0),
€ — OCHOBaHHME HaTypaJIbHOTO Jiorapudma 2,72.

Mogensb siBasieTcst cratuctuuecku 3HaunuMoi (p<0,001) u cornacyercs ¢
HCXOJHBIMU TAaHHBIMU TI0 KpuTepuio XocMmepa-Jlememena (0,621).

JlanHas Mmozenb qaeT Hanbosee BRICOKUA K0P DHUIIMEHT JeTePMUHAIINH U3 BCEX
paccMOTpeHHBIX, cocTaBistomuii 0,197, 4To moKa3bIBa€T CTATUCTUYECKU 3HAUYUMOE
00BsICHEHHE BKJIFOYEHHBIMU B MOJIENb (PAKTOPAMH BEPOSTHOCTH Pa3BUTHUS IEPBUIHON
®II na 19,7%.

CnenuduaHOCTh JAaHHOW MOJeIu cocTaBuia 97,5% npu ayBcrBUTEeIbHOCTH 24,4%

1 0011el MPOrHoCTUYECKON TOUHOCTH 82,3 %.
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Kpuuesie ROC

0,6

quCTBHTEHhHOCTb

0,2

| |
0,0 0,2 0,4 0,6 0.8 1,0

1 - CneundcpUUHOCTE
Pucynok 3.5.3. ROC-kpuBasi pe3yJibTATOB NPOrHO3MPOBAHNSI Pa3BUTHS
nepsuyHoi ®II npu nmoMoLM perpecCHOHHON MOe/IM B 3aBUCHUMOCTH OT 10/ U
npucyrcTBusi renoruna G/G rena rs10824026
ITo pe3ynbpTaTam nocrpoeruss ROC-kpuBoii (puc. 3.5.3) mokazarenr AUC

coctasmi 0,706+0,047 (A1 95% 0,615-0,798; p<0,001), 4T0 COOTBETCTBYET XOPOIIEMY
KaueCTBY MPOTHOCTUYECKON MOJEIIH.

Jlns Bropuanoi popmbl PIT pe3yabTaThl perpecCHOHHOTO aHAIN3a MPEICTABICHBI
B Ta0iuue 3.5.5.

Taomuna 3.5.5
CBoJiHBIE JAHHBIE T10 JIOTUCTUYECKOW PErpeCCUOHHON MOIENIH MPOTrHO3UPOBAHUS

BropuuHou OII

Koada.
Crang.
perpecc
I[IpeuKTOpEI OIKOK v P OR
uu
a
(b)
[Ton 0,060 0,238 | 0,063 0,801 |1,062

rs10824026
(romozurora | 0,669 0,657 |1,037 0,308 | 1,952
G/G)
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rs10824026
(romo3urora |-0,363 (0,304 |1,426 0,232 | 0,696
AlA)

rs3740293
(romosurora |0,241 {0,312 |0,598 0,439 |[1,273
AlIA)
Koncranra 0,057 |0,316 |0,032 0,858 | 1,058

Hu MHOTOaKTOpHBIN, HU MOIIATOBBIM BAPUAHTHI PETPECCUOHHOTO aHau3a He
BBISIBIJIM CTATUCTUYCCKU 3HAYUMBIX TTPEAUKTOPOB JJIsl PA3BUTHSI BTOPUIHOU (POPMBI
OIL.

Takum 00pa3oMm, ¢ MOMOIIBIO JIOTUCTHYECKOTO PErPECCHOHHOI0 aHan3a
HOJTBEPIKACHA MPOrHOCTUYECKAs 3HAYMMOCTh Ham4us renoturna G/G rena
rs10824026 nns pazsutus ®PII, B 6osbIeit cTeneHn i €€ MapoKCU3MaIbHOM (hOPMBI.
Haubonee 3HaunMo 3Ta 3aBUCUMOCTD peain3yercs npu nepBuyHoit popme DI s
NAlMEHTOB KEHCKOTO I0J1a, YTO MOATBEPKAAETCS HAMIYUIIEH OLIEHKON
MIPOTHOCTHYECKNUX XAPAKTEPUCTUK COOTBETCTBYIOIIEH pErpeCCHOHHON Moaenu. JIuist

reHa rs3740293 He ObUTO0 OOHAPYKEHO HHM OJTHOM 3HAYMMOM B3aMMOCBSI3H.

3.6 KomnblorepHasi mojaesib nporpammbl «IlepconndunmpoBantoe

NPOTrHO3MPOBaHue pa3BUTUs GUOPWILISANUYN NPeACePaANiD)

B pamkax nporpammel rpanT «Y MHUK)» BBIITOTHEH MATEHT HA KOMIIBIOTEPHYIO
Mozenb «llepconndpuurpoBaHHOE MPOTHO3UPOBAHUE PA3BUTHS PUOPUILIALIUU
npeacepaui». [Tatent 3apeructpupoan B DUIIC Ne2020660353. Jlata peructpauuu
02.09.2020r. ABtopsi: [umkosa K.}YO., Hukynuna C.1O.

[Iporpamma pazpabotana ais chepsl 3APaBOOXPAHEHHUS, OTHOCUTCA K MEJIUIIMHE, B
YaCTHOCTH K KapJAHOJIOTHH, TeHeTHUKe. MOXeT ObITh HCTI0JIb30BaHA I KOMIUIEKCHOTO

JICYEHUS B KAPAUOXUPYPTUH, JIJIE KOHTPOJISI MALIMEHTOB B IEPBUYHOM aMOyI1aTOPHOM
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3BEHE, MEIUKO-TEHETUYECKOM dKcriepTruse. [103B0OIsI€eT BHOCUTD KIIMHUYECKUE U
reHeTHYecKue 1aHHble o nanuentax ¢ Ol ans nanpHeinmei pa3paboTKy IIaHa JIEYEHUs
— XUPYPTHUUECKOE WM KOHCEPBATUBHOE JeueHue. C y4eTOM MOJTYYEHHBIX TaHHBIX
OyayT onpeneneHbl, pa3padoTaHbl U BBEJECHBI B MPAKTUKY OCHOBHBIE ACIIEKTHI PaHHEH
JTUArHOCTUKHU U JedyeHus nauueHToB ¢ OII ¢ yueTom MHAMBUAYAIBHBIX OCOOEHHOCTEH
redotuna. Tun 9BM: IBM PC-cosmect.IIK. OC:Windows.

[Iporpamma npencrapisier cOO0M aHKETY, IPU OTBETE HA BOIPOCHI KOTOPOit

MaOUCHTY NPUCBANBACTCS OIIPCACIICHHOC KOJINICCTBO 0aJIJIoB.

Jns HaJdajia paboThI c nporpammori«llepconupuuupoBanHoe
NPOTrHO3MpoOBaHue pa3BuTus  GUOpWIISAIUM  NpeACepaAMid»  IMOJIb30BATENIO
HEOOXOIMMO MPOUTH aBTOPU3ALMIO C UHIWBUIyaIbHBIM JOTHHOM U MApOJIEM Ha caiite

KpacI'MY wu nepeiitu no ccebuike https://krasgmu.ru/index.php?page[self]=riskometer

[Tpu mepexojie MO CCBIIKE IMOJIB30BATEII0 OTKphIBaeTCs (hopMa BBOJAA JIaHHBIX, B
KOTOPYIO BHOCSITCSI TIACTIOPTHBIE M MEAMIIMHCKUE JaHHbIC MAlMEHTa, BKIIOYAOIINE B
ce0s TaHHbIe aHAMHe3a, 00IIero 0CMOTpa, JaHHbIE KIMHUYECKUX, MHCTPYMEHTAIBHBIX U
MOJICKYJISIPHO-TEHETUUECKUX HcciiefoBanui (puc.3.6.1). Micxoms u3 BBEICHHBIX TaHHBIX
paccuuThIBaeTcs TMporHozupyemas 3(p¢GeKTUBHOCTh abiianuu, 1Mo CyMMe HaOpaHHBIX
6amtoB: 0-7 6amioB HU3KUN puck peruauba PII; 8-14 GamtoB cpenHM pUCK pelHInBa
®II; 15- 20 GamnoB BbICOKMM puCK pa3BuTusa peuuauBa DIl mocie omeparuBHOTO
BMeIIaTenbCcTBa. VccmenoBaTenb BBOIUT B MH(POPMANMOHHYIO CHCTEMY MACIOPTHHIE
JaHHBIC TAIMEHTA, €T0 BO3PACT U TMOJI, JaHHBIE aHAMHE3a — CBEJICHUS O COITYTCTBYIOIIEH
natonorun, Qopmy u mamurenbHocTh DII, wucmonszyembiit meton nedenus DOII
(KOHCepBaTHBHAsI WM ONEpPATHBHAS TAaKTUKA BEACHUS TAIlMEHTA), a TaKXKe JaHHBIE O
MPOBEJICHHBIX paHee WHCTPYMEHTAJIBHBIX M JIA0OPATOPHBIX METOJOB OOCJIEIOBaHMS,
BKJIIOYAs MOJIEKYJSIPHO-TEHETHYECKOe HuccaenoBanue rexHoruna rs10824026 rena
SYNPOZ2L. Ilocne BBemenusi Bcelt HeoOXomamMon WMH(OpMAIUU, HA IKpaH BBIBOJIUTCS
PE3yNIbTAT pacyeTa KIMHUKO-TEHETUUECKOT0 prucka pa3suTus peruansa Ol y manuenTta
(puc. 3.6.2; 3.6.3). B pe3ynbrate, Bpay, BIAJICIONINIA ITOJIHON HH(POpPMAIIHEH O TAIlMCHTE

n ero 3a00JeBaHUM, C TOMOIIbI0 KOMIBIOTEPHOM MHpOrpaMMbl MOKET PaCCUUTATh


https://krasgmu.ru/index.php?page%5bself%5d=riskometer
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npeanoiaraeMyro 3(pQeKTUBHOCTh abnaluu C YYeTOM KIMHUKO-UHCTPYMEHTAIbHBIX,
MOJIEKYJIIPHO-T€HETUYECKUX U aHAMHECTUYECKUX JAHHBIX KaK OTAEJIbHOIO MalMeHTa,
TaK ¥ MPOBOJUTH CTATUCTUYECKUN aHAIM3 B ONPENEIEHHBIX IPYIIax MalUeHTOB, YTO
MO3BOJIUT OMNPEACNIUTh HAWIY4IIMd MeToi abjauuu NepCOHUPUIMPOBAHHOIO IS
K@XAO0ro IalueHTa, TaK M IMPOTHO3UPOBATH LEIecOO0OpPa3HOCTh MPOBEACHUS
OMEepPaTUBHOI'O BMEIIATEIbCTBA.

1. Huskuit puck peunaua nocie PYA — 0-70;

2. Cpennuit puck penuausa nocie PYA -8-146;

3. Bricokwuii puck peuuausa nocie PYA 15-200.

IlepconndguunpoBaHHOE MPOrHO3UPOBAHME PA3BUTHA (PUOPHIJIALNH Npeacepanii

®dUO nanmenra
[Ton
[ara nniepBoro napokcuzma OI1

Kakue AHTHUAPUTMHUYCCKUC IIPCIIAPAThI IPUHUMACT

®dakTophI prUCKa Yucno 6ammoB
Bospacr (11er)
o 40 ner 0
41-50 1
51-64 2
Crapie 65 ner 3
®opma OII
[TapokcusmanbHas 1
[Tepcuctupyromas 2
JIIuTenbHO MepCUCTUPYIOIIas 3
IloctosiHHAs 4
Panee npoBenenHas abnanus
Ja 1
Her 0
Hanuyue conmyrcTByromen naTojaoruu
AT 1
[MUKC 1
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OHMK 1
XBIT (CK® menee 30 ma/mun/1,72m2) 1
Hannsie 9xoKC. Pazmep JIIT B «M» pexume
Mesnee 4,0 mm 0
4,1-4,6 mm 1
4,7 -5,2 Mmm 2
Bonee 5,3 Mmm 3
Hannbie 9xoKC. 3CJIK
Memnee 1,0 Mmm 0
1,0-1,1 mm 1
Boiee 1,2 Mm 2

I'enernueckue npeaukTophl. 10 xpomocoma rs10824026 gene SYNPO2L

A/A 0
AlG 1
GIG 2

[Iporaozupyemas 3 PeKTUBHOCTH abIaIuy 10 CyMMe HaOpaHHBIX 0aJIJIOB:

0-7 6annoe HY3KUA PUCK PEIUINBA;

8-14 6annoe cpenHUl pUCK PEIUINBA;

15- 20 6annoe BbICOKHIT pUCK Pa3BUTHUS PEIUAMBA MOCIIE ONIEPATUBHOTO

BMCHIATCIIHLCTBA.

1%

BBeauTe AaHHbIEe HOBOTO NauueHTa:

DaMUNUA [Dpamos

1 Ums [Arexcen

OTYeCTBO |Bragmuposn

IaTta PoxpgeHwus |10.1119%9

Mon [Mex

Apnpec NPoOXMBAHMA [Hosowmbnpor Keman 2

Nata nepeoro
napokcuama Il

[12042013 |

Kaxne
aHTHapUTMHUYECKHe
npenaparel
NpHHUMaeT

Mpo#Th onpoc
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Pucynoxk 3.6.1. Kommprotepras nporpamma: «IlepconnpunupoBannoe

NPOTrHO3UPOBAHNE PA3BUTHS (PUOPHILISIUM TIPeACepAuii»

BBepuTe AaHHble HOBOTO MauueHTa:

3
|
o
X

Hu3kwii puck peunnmea nocne PYA

Qamunua [Deavos

Ums [trexcen

OTHECTBO [Brawmposm

ra PoxpaeHnus 1011195

Mon [wx

Anpec NpOXMBaHUA  [Hosooupcs Kemvan 2

[lata nepeoro
[12042012 |
napokcnama ®I

%

Kakne
aHTHapuTMU4ECKHE
npenaparkl

oy

[Fer

Mpo#iTn onpoc

[Nobaeutb

Pucynok 3.6.2. Pe3ynbrar pacuera KIMHUKO-TEHETUYECKOTO PUCKa Pa3BUTHS PEIUANBA

@Il y naumeHra.
@ e
Pamunma  [ipamos
WMma  Anekcen
OTyecTBO Bnaanmmposud
[ HDaTta PoxpgexdnAa 10.11.1999

NMon

Appec NpoXWBaHMA

Harta nepesoro
napokcuzma Of

Kakve
aHTUapUTMUYecKue
npenapaTh
npMHMMaeT

H OBOCMGHpCK KaTHana 2

12.04.2012 .

llet

Buicoxmit puck peuwnnea nocne PUA

Pucynok 3.6.3. JInunas ctpanuna nauuenta ¢ OIL
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Anpobanusi KoMIbIOTEpHOH porpammel «llepcornpuuupoBaHHOE TPOrHO3UPOBAHKE
pa3BuTua GUOpUIUISIIMK TIpeAcepAnil» Oblia MpoBelleHa Ha 0a3e KapauOJIOTHYECKHUX
oraeneHniit KMKB Ne2(. O6miee uncino naiueHToB, y4acTBYIOIUX B anpobanuu, — 139
yenoBeK. Cpeau Bcex manueHToB y 70 cnporHo3upoBaH BbICOKHM puck pennanBa OII B
Osvkalmmii rof, y 26 cpeiHui puck peuuauBa B Onmxaimii roa, u'y 43 — HU3KUN pUCK
pemuansa @I B 6nmxaitimue 12 mecsues. Cnycts ron peuuaus OII 3apeructpupoas y
82 manueHToB, cpeAu HUxX: 68 MalMeHTOB — C BBICOKUM puckoM paszButusi ®OII, mo
3aKJIIOYEHHIO TPOrpaMMbl, 9 MalMeHToB - co cpeAHUM prckoM pa3Butus OII B Teuenue
roga M S5 4YEIOBEK - € IPOrHo3oM Hu3koro pucka passurus OPII. Ilpu noacuere
cnenupUYHOCTH U YyBCTBUTEIBHOCTH CPEAHUM PUCK ObLT MPUPABHEH K HU3KOMY PHCKY.
1. Perunus ®I1 nporuosupyercs u Hactynui 'y 70/68 narieHToB
2. Pertunus ®I1 nporuosupyetcs, HO He HacTynui y 70/2 manueHTos
3. Petmaue ®I1 e mporuosupyercs, HO HacTynui y 69/14 nmaiueHToB
4. Peumau @I1 He mporHo3upyeTcs ¥ He HacTynua 'y 69/55 manueHnToB

Pe3ynbraTel anpobanuy nporpaMMbl IpeCTaBIECHb] B BUAE YyBCTBUTEIBHOCTH,
CHEeLM(PUUHOCTH U TOYHOCTH METOAA.
1. UyBcTBUTeNnbHOCTH - 0,932 95% AU 0,849-0,970
2. Cnemuduunocts - 0,950 95% JIN 0,835-0,986

B suBape 2022 roga Ha 6aze KMKDB Ne20 mpoBenena ampobarusi mporpaMmbl B

YCIOBHUSIX JHEBHOTO KapJIUMOJAMCIIAHCEpa UM  KPYIJIOCYTOYHOIO CTallMoOHapa 2
KapAHOJIOrMYecKoro otnaeieHus. Oo1ee 4nuciao MauueHTOB YYacTBYIOIUX B anpodanuu
— 89 yenoBek (39 nauKMeHTOB U3 JHEBHOTO Kapauoaucnancepa, 50 nanuentos u3 2 KO).
Cnenyer OTMETUTH, YTO, BCEM IIallMEHTaM KOTOpBIE Y4YacTBOBAJIM B ampodanuu
IpOrpaMMbl, HE IPOBOJWIOCH MOJEKYISIPHO TE€HETHYECKOro MCCIEI0BaHUsA, a
CJIEIOBATEIHHO KOJWYECTBO OanmoB ckoppektupoBaHo. 0-5 OammoB - HUBKHI pPHCK
peruanBa, 6-11 - GamnoB cpemHmii puck peruanBa, 12-17 6amioB — BBICOKHI PHCK
peunauBa ®OII. Cpenu Bcex nanueHToB puck peuuauba @I pacnipenenuics clienyomum
00pazoM:

Pe3yibTaThl JHEBHOI0 KAPANOJI0TH4eCKOro JUcCIancepa:

Huskwuii puck penumusa OI1 (0-5 6amios) — 11 manuenTos (28%),
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Cpennuti puck peruauba ®IT (6-11 6amios) — 26 nanuenTos (67%),

Boicokuit puck penuausa @IT (12-17 6annoB) — 2 nanuenTta (5%).

Pe3yjbTaThl NMalHEHTOB  KPYIJIOCYTOYHOTO 2  KapaAMOJOTHYECKOT0
OT/IEeJICHHSI:

Huskwuii puck peuuausa OI1 (0-5 6amioB) — 2 manuenta (4%),

Cpennuii puck peruausa ®@IT (6-11 6amnos) — 36 marmenTos (72%),

Bricokuii puck penuausa OI1 (12-17 6amnos)— 12 nmanuentor (24%).

W3 monmydeHHBIX HaMU pPe3yJIbTaTOB BHJIHO, YTO B JTHEBHOH KapJIHUOAMCIAHCED
garie BCEro oOpallarTcs TMalMeHThl B Bo3pacte 10 S50 ner, 0e3 comyTCTBYIOIIEH
KOMOPOUTHOM maTojoruu (Wi 1 XpoHUYeckoe 3a00JIeBaHKE), a TAKXKE C OTHOCHTEIBHO
HenaBHO cymiecTByromedd @I, B oTiaM4Me OT NAIMEHTOB W3 KPYTJIOCYTOYHOTO
cTalMoHapa, rje Bo3pact nanueHToB ¢ @II gamie Bcero crapmie 55 J€T, y NalMEHTOB 2-
3 comyrctByromux CC3, a Taxxke mnurensHo cymecTtBytomas OII (6onee 5-10 ner).
VYuuteiBasi TMOMy4YEHHBIE JaHHBIE, HAMHU PEKOMEHIOBAHO MPUMEHEHUE MPOrpaMMBbl
«IlepconnduurpoBaHHOE MPOTHO3UPOBAHKE Pa3BUTHUS (DUOPWILIALNUA TPEACEPAUi» B
NEPBYIO Ouepeib B aMOYJIaTOPHBIX YUPEKACHUSIX C LIENIbIO OTpeIeIeHIs] HE0OXOAUMOCTH

nposeaceHus onepatuBHoro yieueHus OIT (PYHA/KKA OIT).

3.7 Ilpumep ceMeii ¢ ayTOCOMHBIM — JOMHUHAHTHBIM THIIOM HACJI€I0BAHUS

pudpuIAIMM npeacepanii

Cembsa 1.: [Ipobang — 54 netHsas xeHmuHa, napokcusmbl @I 1 pa3 B 2 mecsia,
CONPOBOKIAIOIIKECS CIA00CTHIO U TOJIOBOKPYKEHUEM, Ha4uaJlo 3a00JI€BaHMs B BO3PACTE
18 ner. ITogoOHbIE CUMIITOMBI UMEIOTCS Y MaTepy U 0a0YIIKHU MO MATEPUHCKOW JIMHUH,
y Hux mapokcusMbl ®IT 1 pa3 B mecsan 6osee 20 ser. (puc.3.9.1). ¥ Bcex OOIBHBIX

poactBeHHHKOB BhIsiBIIeH G/G nonumopgusm rena SYNPO2L.

.
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Pucynok 3.7.1. PonocnoBHas cembu 1.

Cembs 2: Kenmmna -npobana, 53 roma, Hawano 3aboneBanust B 21 ron,
’KaJloBajach Ha TPHUCTYIBI cepanedbuenus 1 pa3 B moiroga CTaOWIbHO B TEUCHUE
nocieauux 17 ner. Ilo OKI' nokymentupoana ®II. Matse, 73 nert, ctpagaer @II ¢ 50
net. Ilpuctynst ®IT 1 pa3 B mecau. [IpeabsiBiser xamoObl Ha TOJOBHYIO OOJb,
HEPETYJIAPHOE CepAleONeHre W OJBIIIKY, a TaKXe Ha IOCTOSHHYIO YCTaJlOCTh.

(puc.3.7.2). Y Bcex OOJBHBIX POACTBEHHHKOB BbIsiBIeH GG mnoaumopdusM reHa

SYNPOZ2L.

e
@ O

Pucynok 3.7.2. PonocinoBHas cembu 2.

Cembsi 3. 28-netHemy wMmyxuuHe, mnpoOaHTy,  ObUI BBICTABIICH JHATHO3
uauonatudeckoir mapokcusmanbHo ®II B Bospacte 27 ner. XKamoObl manueHTa Ha
cepaleOreHne, ToJ0BOKPYKEHUE U OJIBIIIKY B IEPUOJ NUCTyMA. B ceMbe TONbKO y 66-
JeTHe# maTtepu Oblla AuarHoctTupoBaHa napokcusmanbHas PIT (B Bospacte 50 ner). B
MOCIICHKUE 5 JIET Y Hee IBaXIbl B roja Gukcupyrores napokcu3mel OI1. (puc.3.7.3). YV

BCeX OOJIbHBIX pOACTBEeHHUKOB BhIsiBIICH G/G nomumopdusm rera SYNPO2ZL.
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Pucynok 3.7.3. PogocnoBHast cembu 3.

CeMmbs1 4: B 3TOH ceMbe OIICHUBAJIUCH TPU WiIeHAa ceMbH: mpodana, SO-nmeTHsis
KEHIIMHA, ee MiajlIas cectpa, Bo3pact 38 net, u math 72 roga. [Ipobanay u ee cectpe
OBLI OCTABJICH TUarHo3 napokcuManbHoi A1 B Bo3pacTe 47 u 38 €T COOTBETCTBEHHO.
JlaBHOCTH HapyIIEHUS pUTMa y MaTepu Hen3BecTHA. JKaoObl MAIMEHTOB B CEMbE OBLIN
JIOBOJILHO CXOXKUMH, C oaHuM »snuzonaoM DI B rOoxM, CONMPOBOXKIAIOITUMCS

rOJIOBOKPY)KEHHEM M OABIIIKON. (puc.3.7.4).

e
o0

Pucynok 3.7.4. PogocnoBHasi ceMbu 4. Y BceX OOJIBHBIX POJCTBEHHUKOB BBISIBIICH

G/G momumopdusm rera SYNPO2L

P
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'JIABA IV.
3AKIIFOYEHUE

OuOpMIIIALMS TpecepAril — caMas paclipoCTpaHeHHas cepieyHast apUTMHUSL.
BrisicHenue aTnonorundeckux pakTopoB, Kak MPeAUKTOPOB, TaK U (PaKTOPOB —
TpurrepoB B pa3BuTuu OlII, sBisieTcs cBepXakTyaabHOM 3a7aueid, Tak Kak Oyer
crocoOCTBOBATH MEPCOHUPUITUPOBAHHON MPODUIAKTUKE U, B JAIbHEHIIIEM,
nepconuunrpoBaHHomy Jieuennro OI1. B mocnennue roapl akTHBHO 00CYXKIAIOTCS U
BHEJIPSIIOTCS B MEUIIMHCKYIO MMPAKTUKY T€HETUUECKHUE aCIIEKThl BOSHUKHOBEHUS U
pa3BuTHs GUOPUIUISIUY Tipesicepanii. B oreuecTBeHHOM U 3apyOeKHOM TUTEpAType
NpEeJICTABIICH Psi/i UCCIEOBaHM, I0Ka3bIBAIOIINX FT€HETUUYECKYIO0 00YCIOBICHHOCTD
pa3BUTHS GUOPHILIALINY TIPEACEPIUA B CEMbSX, MPEK/IE BCETO N30JUPOBAHHON (POPMBI
[1, 8, 33, 111].

I'eHeTMyeCKHE TOCTUKEHHUS 3a MOCIEAHUE HECKOJIBKO AECATUIIETUN TOMOTJIN
UACHTUDHUITUPOBATH MYTAIIUH U O0IIHE TOTMMOP(PU3MBI, CBSI3aHHBIE ¢ GUOPHILIAIICH
npeacepauii [72].

Haubonpiee KonMuecTBO TeHETUUECKUX MPEAUKTOPOB puldpriuisaunuu
npencepanii ObUTIO BBISIBICHO MOCJE MPOBECHUS MTOJIHOT€HOMHOTO UCCIIEI0BAHUS
(GWAS) [8].

N3yuenune MoneKkyJIsIpHO-TE€HETUYECKUX BapuaHnToOB pa3Buths DIl ceogurcs k
JIBYM OCHOBHBIM HaIlPaBIICHUSIM

1. BriBiI€HUY T€HOB, MyTalluid B KOTOPBIX NPUBOAST K BOSHUKHOBEHHUIO
apuT™MuH [72];

2. N3yuenun nonumMopdusMa reHoB- IPeTUKTOPOB, OTBETCTBECHHBIX 32
passutust OI1, niaw mo-IpyromMy Ha3bIBaeMBIX T€HOB- KaHIUIAATOB [72].

MpI B HallleM HCCJIeI0BAaHUU OCYIIECTBIISUIM T€HHO — KaHAUJATHBIN MOAXO0 K
M3YUYEHUIO POJIU MOAUMOPPU3MOB reHOB 10 XpOMOCOMBI Ha pa3BUTUE PA3IUYHBIX (OPM
QI

[Ipu u3yueHnn KIMHUYECKUX OCOOEHHOCTEN MAIIMEHTOB C MIEPBUYHOMN U
BropuuaHoi ®I1 cornmacHo kimaccudukanum European Heart Rhythm Association (EHRA

— EBponelickas acconuanusi CEpI€4HOr0 pUTMa) Cpeiu MarueHToB ¢ neppuuHon OII
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CTaTUCTUYECKH 3HAUUMO Haile npeoodnanan I kmacc oneHku Tsxectd cuMntToMoB DI
no mkane EHRA (I knmace — «wierkas cuMnroMaTtika»), u coctaBui 47,5%. Cpenu
MaueHToB ¢ BropudHou Gopmoit OII craructuyecku 3HauuMo variie Bcrpedancs I11
KJacc oneHku Tspkectr cumnTomoB ®IT mo mkane EHRA («BbipaxkeHHas
CUMIITOMATHKa», HOpMaJjibHasl MOBCEAHEBHAs aKTUBHOCTD 3aTpyaHeHa) - 32,6%. D10
CBUJIETEIICTBYET O TOM, YTO HAIMYHE COMMYTCTBYIOIIEH CEPAEUYHO-COCYAUCTON WIIH
SHJIOKPUHHOUW MATOJOTUHU yTsikeseT Teuenue DII.

IIpu paznenenun Il knacca ouenku Tsxkectn cumnromoB PII o mkane EHRA na
MOJIKJIACCHI @ U b CTATUCTUYECKU 3HAUMMBIX CBEJICHUHN MOJYUYE€HO HEe OBLIO.

[Tpu pacnpenenennn nanueHToB ¢ OI1 o popmam 1 MoTUPUITUPOBAHHOH ITKAJIC
EHRA, BbIsiBiI€HO, YTO y MaIIMEHTOB ¢ nepBUYHO popmoit DI, He3aBUCUMO OT ee
(GbOpMBI, CTAaTUCTHYECKH 3HAYMMO Yallle peructpupoBaics | kiacc oreHku
KIIMHUYECKUX CUMNTOMOB 110 1kajie EHRA — maruenTtsl nepeHocuinu napokcusmbl OI1
C MUHUMaJIbHBIMHM cuMIITOMaMu. Cpey manueHToB ¢ BropudHon popmoit OII,
HE3aBHCHMO OT €€ (JOPMBbI, CTATHUCTUYECKU 3HAUMMO yaiie peructpupoaics 11 kiacc
OLICHKH KJIMHUYECKHX cUMNITOMOB 110 1mKajge EHRA - «BbIpakeHHasi CHMIITOMAaTHKa.
CaenoBaTteibHO, 4eM 10JiblIe y nanuenTa @I, Tem xyxe ¢ KIMHHUYECKON TOYKH
3peHus NePEHOCUTCS HApPYILIeHHe PUTMA.

Cratuctuuecku 3Haunmble paznuuus (p <0,05) moarBepkAeHBI 115 TAlUEHTOB
¢ @OII Ila knacca mo mMoaudunupoBanHou mkane EHRA npu cpaBHeHUH MaIriueHToB ¢
[1DI1 y manmenToB ¢ napokcuzmanbHoit hopmoii OIT u BOII, yto cBUIETETBCTBYET O
TOM, YTO MaIMEHTHI 0e3 comyTcTBytome naronoruu (I1DIT) sHauntensHo nerye
nepeHocar 3mu30/s1 mapokusma OII, B oTaudre ot manueHToB ¢ Toi xe ¢popmoit DI,
HO 1ipu 3toM ¢ BOII.

Craructudecku 3HaunMble paznuuus (p <0,05) noaTrBepkIeHbI 1Sl TALIUEHTOB C
@II I knacca mo monudumupoBannoi mkane EHRA mpu cpaBaenun naruenTos ¢ [1DI1
u niepcuctupyromeit popmoii @IT u BOII, uTo cBUAETEILCTBYET O TOM, YTO IMAITUSHTHI
6e3 conyrcTBytoiei matoaoruu (I1DII), 3HaUnTENBHO JIerYe NEPEHOCST IMU30bI
HapyIIeHUs] pUTMA, B OTJIMYHUE OT MAIMEHTOB ¢ TOM ke dhopmoit @I, Ho npu 3TOM ¢

B®II.
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CratucTU4eCKU 3HAYUMBIX PA3IMYHi MPU OLICHKE KIMHUYECKUX CUMIITOMOB Y
NalMeHToB ¢ nepBuuHOM U BropuyHoil OII mo moauduuuposannoi mkane EHRA y
MAlMEHTOB C JJIMTEIBHO MEPCUCTUPYIOLIEH U TOCTOSTHHOU (hopmamu DI He monxyueHo.

VY mun no 40 net npu nmapokcuzme OII HabmogaMKCh HE3HAUUTENBHBIC
CHUMIITOMBI WJIH K€ BOBCE OTCYTCTBOBAJIU, B CPABHEHUH C MariueHTaMu crapiie 40 ner.
VY nocneaHux CTaTUCTUYECKU 3HAUUMO Tpeodiaaan [la kiacc cuMnToMoB MO 1IKaje
EHRA «ierkue cumntoMsl». B Bo3pacte crapiie 40 net Takxke yCTaHOBJIEHA
TeHJICHIIHS K 00Jiee BRICOKOMY Kitaccy cumnTomoB 1o mkaie EHRA - [1b, 1l u IV
KJIaccaM, XapaKTepU3yIOMUMCs OOJIbIIEH TSHKECThI0 KITMHUYECKUX CUMIITOMOB, OJTHAKO
9THU JaHHBIE HE JOCTUTAJIA CTATUCTUYECKON 3HAUMMOCTH.

C nenbto uzyuenus posnu nomumopduszma A/G rena SYNPOZ2L B pazButun
bubpmIsIy peacepanii, Hamu 6bu10 06cenoBano 204 mamuenTa ¢ guaro3om OIT,
u3 KoTopeix 139 maruenTtoB ¢ quarnozoM I u mpoBeneHHOM XUPYPTUUECKOM
oneparueit - karerepHoi abnarueid @I1 (PYA/KKA ®II), a Takke 65 MalueHTOB C
nauarno3om PI1 6e3 nposenenus onepatuBHoro yedenus (PUYA/KKA ®I1) u 157
YeJIOBEK KOHTPOJILHOM IPYIIIHI (JIUIa 0€3 CepAeuHO-COCYAUCTON MAaTOJIOTHH ).

[IpolieHTHOE COOTHOIIIEHHE BCTPEUAEMOCTH PACTIPOCTPAHEHHOT'O TOMO3UTOTHOTO
reHotuna A/A cpenu 00NBHBIX ¢ pUOpUILIALIMEH Mpencepanii cocTaBuio 65,7%,
retepo3urotHoro renoruna A/G — 24,0%, peakoro romo3urotHoro resotuna G/G —
10,3%. B KOHTpOJIBHOM IpymIe, aHAJTOTUYHO OCHOBHOM TpyIIle, MOKa3aTeln
pacIpeeImIiCh CIeAYIOIMMM 00pa3oM - mpeod1aaan TOMO3UTOTHBIN TeHoTHIr A/A —
75,8%, KOTUYECTBO HOCUTENEH reTepo3uroTHoro reHoruna A/G cocrasmiio 21,7%, a
roMo3uroTHbli reHotun G/G mo peakomy amiento — 2,5%. [Ipu cpaBHEeHUN 9acTOT
moJIMMOpGU3MOB 3TOTO TeHa cpeau nanueHToB ¢ OII mo cpaBHEeHUIO ¢ TUIIAMEU
KOHTPOJIbHOM TPYNIbl YCTAHOBJIEHO CTATUCTUYEKU 3HAUYUMOE MpeodiafaHue peaKoro
romo3uroTHoro resotuna G/G rema SYNPO2L (p- 0,007), OII1;95% JIU OI1I 0,745
[0/41-1,017]. TIpoueHTHOE cOOTHOIIEHUE BCTpedaeMocTH ajutelisi A/G cpenn OOTbHBIX
¢ hubpwusinueit npeacepaui, o 1aHHbIM Ha anpeib 2021 roga, B eBponencKux
ctpanax coctaBmio 81,2% (aymens A):18,8% (amrens G); B ctapaHax A3UH MPOIICHTHOES

cootHotenue amrens A/G 63,8% (amens A):36,2% (amrens G); B crpanax JlatnHCKOH
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Awmepuku 68,2% (amiens A):31,8% (amnens G), 1 TONBKO cTpaHbl AGQPHKH 11O
BcTpeuaemoctr amens A/G rs10824026 0au3ku K pe3yibTaTaM HaIllero UCCIIeI0BaHMUs
- 35,8% (amnenn A):64,2% (amnens G).

ITpu o6padoTke nomuennbix gaHnHbIx OHIT A/G rena SYNPOZL B rpynne
narueHToB ¢ OII 1 npoBeeHHBIM XUPYPTUUECKUM JICUSHUEM H B TPYIIE KOHTPOJIS
YCTaHOBJICHO, YTO YaCTOTa BCTPEYAEMOCTH PACIPOCTPAHEHHOTO TOMO3UTOTHOTO
reHotumna A/A cpeaun 00NbHBIX ¢ GUOPUILISAIIMEH peacepArii U MPOBEACHHBIM
XUPYPrUUYECKUM JIeUeHHEM cocTaBuia 65,0%, 4ncio HOCUTENEH reTepo3UuroTHOTO
reHotuna A/G — 22,9%, a penkoro romo3urotnoro renotuna G/G — 12,1%. B rpynme
KOHTpOJIS Tpeobianan pacnpocTpaHeHHbiil renotun A/A — 75,8%, renotun A/G
coctasui 21,7%, romozurotHsii reHotun G/G no peakomy amiento — 2,5%. Ilpu
MaTeMaTUYCCKOM aHAJIM3€ TaHHBIX BEPHPHUIIMPOBAHO CTATHCTUYECKU 3HAUNMOE
npeodnamanue (p - 0,0001) peaxoro romosuroraoro renotuna G/G OHIT A/G rena
SYNPOZ2L B rpynne nauuentoB ¢ @I 1 npoBeieHHBIM ONIEPaTUBHBIM BMEIIATEIbCTBOM
10 CPABHEHHUIO C JIUIIAMH KOHTPOJIBHON IpyMIibl, 4TO cocTaBuiio 12,1% B rpymnmne

nanueHToB ¢ DI 1 XUpyprudecKkum JeueHueM npoTuB 2,5% B rpyre KOHTpos (P -

0,0001, OI1I; 95% /U OI1I 0.623 [0,383 - 1,013].

[Tony4yeHHbIe YACTOTHI TEHOTUTIOB U ayenei noaumoppuzma A/G rena
SYNPO2L cpenu 60mbHBIX sxeHITHH ¢ OIT 1 XUpypruyecKuM JICUCHUEM U KEHITUH
KOHTPOJILHOM TPYMIIBI CIEAYIONIME: YaCTOTa BCTPEYAEMOCTH PACIIPOCTPAHEHHOTO
TOMO3HUTOTHOTO reHoTHNa A/A cpenr OOIBHBIX KEHITUH ¢ GUOPUIUISIIUEH Tpeacepanii
Y TIPOBEJICHHBIM XUPYPTrUYECKUM JICUCHHEM cocTaBmia 55,2%, TeTepo3uroTHOTO
reHotuna A/G — 22,4%, penkoro romo3urotoro renoruna G/G — 22,4%. B
KOHTPOJILHOM TpyTie mpeodiagano KOTMIeCTBO JIHIL )KEHCKOTO T0J1a, HOCUTENEH
roMo3uroTHoro reotuna A/A — 75,6%. KonmndecTBo KEHITUH TPYIITBI KOHTPOJIA,
HOCHTEJIe TOMO3UTOTHOTO TeHOTHNa 1o peakomy autento G/G cocraBuio 2,4%, a
rerepo3urotHoro remotuna A/G — 22,0%. Crarucruueckasi 3Haunmoctsb (p -0,001)

BbISIBJICHA B I'PYIIIIC MAIMMCHTOK 0 PEAKOMY I'OMO3UTI'OTHOMY I'€HOTHITY G/G, qT1o
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cocTaBuI0 22,4% B OCHOBHOM rpyime nporus 2,4% B rpynmne KoHTpoast (P —
0.001, OILI; 95% AU O 0,432 [0,217-0,860].
B noarpyrmmne MyX4HWH CTaTHCTUYECKH 3HAYMMBIX PE3YJILTATOB MTOJIYYEHO HE

OBLIIO.

Hamu Ob110 poBeIeHO MOJIEKYIIPHO-TEeHETHYECKOEe uccienoanue 204
narueHToB ¢ OII (pe3yabTaThl OBUIH MOJYYEHBI TOJBKO y 187 maruentos) u 171
YeJIOBEK KOHTPOJIbHOU IPYIIIIbI (pPe3yabTaThl MOJIEKYJISPHO- T€HETUYECKOIO aHaIu3a
obL1H nosyuenbl y 109 oOcnenoBanHbix suir) o noaumopduszmy A/C rena MYOZ1,
CraTucTUYeCKy 3HAUMMBbIX Pe3yJbTaTOB MpeodIalanus YaCTOT T€HOTUIIOB U ajuiesiel
He OBLIO BBISIBIIEHO HU B OJTHOM M3 00CIelyeMbIX TPy naiueHToB. . B 2014r.
Honghuang Lin et.al. o6Hapy:xuiu, 9T0 OHOHYKICOTHAHBIN TToauMopdu3m rs3740293
ObL1 cBsi3aH ¢ akcnpeccueit rena MYOZ1 kak B 1IeBOM, Tak U B IPaBOM MPECEPANH,

OJJHAKO aBTOPbI HC YTOYHAIOT Ha Kakou MOy IAINHA OBLI0 IMPOBCACHO UCCIICIOBAHNC

[63].

VY namuentoB ¢ @I u pacmupenssiM JIIT, mo ganabiM OX0KC, BBISBICHBI
CIIEYIOIIUE JTaHHbIC: PACIPOCTPAHEHHBIH TOMO3UTOTHBIM reHOTHIT A/A OBLI
3apeructpupoBan y 103 manueHToB, uTo coctaBmiio 58,2%, A/G y 43 dernoBek u
cooTBeTCTBeHHO 24,2% obcnenyembix, G/G y 31 yenoBeka, 4To0 COOTBETCTBOBAJIO
17,5%. Cpenu manueHToB ¢ HOpMaJIbHBIM pazMepoM JIIT maHHBIC pacnpenenuauch
cnenyromuM obpazom — renotunt A/A y 25 genoBek — 59,5% o06cneayeMpIx; TeHOTHIT
AIG —y 15 u 35,7%; renorun G/G y 2 manueHToB, 4To cocTaBmio 4,8%. B 1anHOM
cJiydyae BbISIBJIEHA CTATHCTHYECKAsl 3HAUYMMAs PAa3HUIIA 10 TOMO3UTOTHOMY
renotuny G/G, 4T0 CBHAETEJNbCTBYET 0 TOM, YTO Y MAIHEHTOB € JaAHHBIM
renoTunioM A/G rs10824026 rena SYNPOZ2L BbIsfiBJIeHA acCOIUHATINS MEKITY

(¢axrom BozHukHOBeHus1 PII npu pacmupennom JIII.

N3BectHO, uto cpeau 139 yenosek, 19 (13,9%) OblIM rocnuTaIM3UPOBAHbI TS

MMOBTOPHOT'O MPOBEEHUS OnlepaTUBHOrO JeueHus:, 120 nauurenTos (86,3%) ObuIn


https://pubmed.ncbi.nlm.nih.gov/?term=Lin+H&cauthor_id=24177373
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rOCIUTAIN3UpPOBaHbI BIepBbie. Takxke n3BecTHo, uto 110 manuentam u3 139 (79,1%)
MpoBejicHa pajguodacToTHas abnanus, 29 nanuentam (20,9%)— kpuoabnarusi.

[IponienTHOE CooTHOMIEHHE Mex Ay Turiamu DI1 B moarpyrmnax moBTOPHO U
BIIEPBbIE TOCMTUTAIM3UPYEMBIX PACIIPEACIIUIOCh paBHO3HAUHO. HanboabImmii nponeHT
TOCIUTAIM3UPYEMBIX ¢ TapokcuzmanbHOU dhopmoit DIT (68,4% y nanuentos c [1DII;
61,7% nauuentsl ¢ BOII), okono 30% nauueHToB ¢ nepcuctupyroueid Gopmoit,
NaIMEeHTOB ¢ mocTossHHOU (popmoit DII cpenu rocnuTaTu3UpPyeMbIX JJIS ONEPATUBHOTO
JieYeHus: He ObLIO.

B noarpynmne nanuenToB ¢ nepBuyHoit popmoit I npu nepcucTupyroeM Tumne
®II craTucTUYECKH 3HAYMMO Yallle MpoBoaAniiack kpuoabmnanus (35,7% nanueHToB ¢
Kpuoabarueit mpoTuB 8,7% ManMeHTOB, KOTOPLIM ObLJIa MPOBEIEHA PaU0YaCTOTHAS
abmarus).

[To nuteparypHbIM AaHHBIM, 3G (PEKTUBHOCTh XUpyprudeckoro jgedeHuss OI1
cocrasisieT 60-80% [92, 138, 142]. B namem ucciienoBanum, 3¢pGpeKTHBHOCTH
xupyprudeckoro jJedeHus (PYHA/KKA ®II) nauneHTOB U3 0CHOBHOI rpynmnsi (139
4yesi0BeK), coctaBmiaa 40%.

UYepes 1 ron HabmoneHus 3a MalieHTaMu 3aJOKyMEHTHPOBAHO, 4YTO y 3 4eJIOBEK
U3 TPYIIbI IOBTOPHO TocnuTaAIn3upyembix (15,8%) u y 54 uenoBek U3 rpymnibl
BIIEPBbIC TOCTUTATU3UPYEMBIX (45%) coxpaHuiics CUHYCOBBIA puTM. Hanbosee yacto
napokcu3m DI Bo3HUKAT B IEPBBIN MECAI] MOCIIE MPOBEICHUS KaTeTepHON abiaIuu -
47,3% w3 rpymibsl TOBTOPHO TOCIUTATU3UPYEMBIX U 35% B rpyIine BOEpBbIE
TOCTIUTATH3UPYEMBIX. (DPEKTHBHOCTD MPOBEICHHON KaTETEPHOM ablallny COCTaBUIa
15,8% y nun u3 rpynnsl peuuausa OII, u 45% y nun BoepBble TOCIUTAIU3UPYEMBIX

AJIA IIPOBCACHUS OIICPATUBHOI'O JICUCHMA.

Yame Bcero napokcusm Ol y manmeHToB mocie nmpoBeaeHHoit PUA
BepupUITMpOBaICS B MEPBBIK Mecsi — 39%, y MarMeHTOB MOC/Ee KaTeTepHON
Kpuoabaruu, Jaie Bcero napokcusm OII BcTpedancs B TeUeHHE TIEPBOro Toj1a MOCIe

OmepaTHBHOIO BMemaTenbecTBa — 17,2%.
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[Ipu noxaBeneHnN pe3ynbTaToOB, U3BECTHO, YTO MALIUEHTOB C COXPAHEHHBIM
CUHYCOBBIM puTMOM Tociie PYA — 44 yenoseka (13 110), manneHTOB NOCiie KaTaTepHOU
kpuoabnauuu 17 (u3 29). DpdexruBHocts npoBeaeHHo PUA cocraBuina 40%,

3 PEeKTUBHOCTH TPOBEJCHHON KaTeTEpHOU Kproabamnuu coctaBuia 58,6%.

HauGonwimmii nponieHT pernua @11 B rpymnme nanueHToB ¢ renorunom G/G

1s10824026 rena SYNPOZL u nposenennoit PHA — 86,3%.

[Tpu ouenke 3 HeKTUBHOCTU MPOBEACHHOTO XUPYPrUUE€CKOTO JICUEHUS Y

nanpentToB ¢ OHII rs3740293 rena MYOZ1, nosty4eHsl cleyIomue JaHHbIE:

Yare Bcero nocie onepatuBHOro Jeyenus, peuuaus OII BcTpeyancs y
MAIMEHTOB C TOMO3UTOTHBIM aJUIeIbHBIM BapuanToM A/A. Hanbomee yacto mapokcusm
@I y marueHToB Mocje XUPYPrudecKoro BMEIIaTelIbCTBa, TAKXKE Kak U B CIydae ¢
OHII rs10824026 rena SYNPO2L, nuarHoCTUPOBAJICS B TIEPBBIM MECSII ITOCTIE
orepaTuBHOrO jJedenus. B 73% cnydaeB nanuentam ¢ renotunom A/A rena MYOZ1
nposoautcs PYA. B 72,4% KKA. HauGonbmmii npouent peruansa OI1 B rpymme
narreHToB ¢ reHoturioM A/C rs3740293 rena MYOZ1 u nposenennoit PUA — 76%,
HauMeHbIni nponeHT peuunusa OII B rpynne nanueHToB ¢ reHotunoMm A/C
1s3740293 rena MYOZ1 u npoBenerHoit KKA — 37,5%. Haubonwimas 3GekTHBHOCTS,
anajgornyno OHII rs10824026 rena SYNPOZ2L, naGirogaercs B rpymnre naiydeHToB

nocie KKA.

dppexkTUBHOCTH NPoBeaeHHOI PUA y manueHTOB ¢ reHoTHnom rs3740293
rena MYOZ1 cocraBuia 38,8%. IdppexTuBnocth npoBeaennoit KKA y nanueHTon

¢ renorunom rs3740293 rena MYOZ1 cocraBuia 51,8%.

Pennnus ®I1 y BuepBbIe rOCIUTAIM3UPYEMBIX MMAIIMEHTOB, TUATHOCTUPOBAH y 66

u3 120 genoBek, uto coctaBisieT 55%. DhHEeKTUBHOCTH OnepaTUBHOTO JieueHus 45%.

Peruaue @I B rpyrnine y HOBTOPHO FOCHUTAIIU3UPYEMBIX MALTUEHTOB
nuarHoctTupoBaH y 16 u3 19 uenosek, uto coctasiusiet 84,2%. DPheKTUBHOCTD

onepaTuBHOTO JieueHus 15,8%.
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BrisiBieHa ctaTucTuueckasi 3HauMMasi pa3Hulla o TOMO3UTOTHOMY T€HOTHUITY
G/G B rpynne nanueHToB ¢ peuuanBom @I B cpaBHEHUH ¢ MAlIMEHTaMU U3 TPYIIIHI C
COXPaHUBIIMMCSI CHHYCOBBIM PUTMOM citycTsl 1 roja nocie onepatuBHoro jeuenus OI1,
YTO CBUACTEILCTBYET O MPEAPACIOI0KEHHOCTH MAIIMEHTOB C TOMO3UTOTHBIM
reHotunoM G/G rs10824026 rena SYNPO2L k moBTopHOMY pertuanBy PIT mocie
OYepPEeTHOTO ONEPATUBHOIO JICUCHUS M K HEYCTOMYMBOMY CUHYCOBOMY PUTMY.

Cratuctuyecku 3HaunMas (x2=9,559; p=0,049) oqnodakropHas perpecCMOHHas
MOJIEJb C TIONIArOBbIM BKJIOUEHUEM €IMHCTBEHHOTO MPEAUKTOPA JEMOHCTPUPYET
3HaYMMOE yBeJlndeHue maHcoB pa3utus OI1 npu Hannuun y nmanuenrta renoruna G/G
reHa 1s10824026 o cpaBHEHUIO C IPYTUMU ajuleabHbIME BapranTtamu (A/A u A/G).
ITpu atom OR cocrasnser 3,559 (JIU 95% 0,170-0,823).

B nenom, koapduuuent aerepmunanuu (R?) nnsa scex cayuaes ®I1 cocTaBun
0,039, 4TO CBUIETENHCTBYET O CTATUCTHYCCKU 3HAYMMOM OOBSICHEHUU JTUCTICPCUH
3aBUCUMOM MEPEMEHHON B UCCIIEAYEMOI TpyIIe JaHHBIM T€HETHYECKUM (HaKTOpOM
Bcero Ha 3,9%. JlanHas Mozenb 061ajaeT MaKCUMAalbHOM CIEU(UYHOCTHIO B IJIaHE
nporHo3a orcytctBus nosisnenus OII (B 98% ciydyaeB), npu OTCYTCTBUU MPABUIBHBIX
npeackazanuii ciaydaeB pazputus OII. C ydgeToM 3T0r0, 00111€€ YUCIIO KOPPEKTHBIX
npeackazaHuid coctaBuiio 56,1%.

B cBsi31u ¢ HEYIOBIETBOPUTEIIBHBIMU PE3YJIbTATAMU OLIEHKH MMPOTHOCTHYECKOMN
moaenu pa3Butus OII aist oOmield rpyIbl TalMeHTOB OBLIIO PElIeHO TPOBECTH
aHAJIOTUYHBIN aHaJU3 MPU pa3esieHuu rpyIibl nanreHTos ¢ OII Ha noarpynmnsl B
3aBUCUMOCTH OT TeUeHHUs 3a00seBanus 1 ero Gpopmsel (nepBuuHas win sropuanas OII).

Brauane ObuT MpoOBEACH IOTUCTHYECKUI PETPECCUOHHBIN aHAIN3 IS OTAEIBHO
BBIJICJIEHHOM TPYIIBI NAMEHTOB C NapoKcu3ManbHbIM TeueHueM PII u rpynmnbl
MaIMEeHTOB, BKJIIOYAIOIIEH BCe OCTajabHble BapuaHThl TeueHus PII (mepcuctupyrtoiiee,
JUTUTENBHO MEPCUCTUPYIONIEE U TOCTOSIHHOE).

[Tpu BKITIOUEHNHN BCEX MPEAUKTOPOB B MHOTO(AKTOPHBIN aHANHN3, CTATHCTHYECKH
3HAYMMOE BJIMSIHUE HA pa3BUTHE Mapokcu3ManbHou Gpopmbl DI mokazano TOIbKO
Haymuue reHorumna G/G rena rs10824026 (p=0,019). OgHodakTopHast perpecCHOHHAs

MOJIeNIb ABIISETCS CTATUCTUYECKH 3HaYUMoi (x°=9,223; p=0,002). CornacHo ei,
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npucytcTBue y manueHTa renotumna G/G rena rs10824026 yBenuunBaeT MIaHCHI
pa3BuTus napokcusMainbHoi Gopmber GIT (OR=5,461; 11 95% 0,687-0,769).

Kosdpuuent aerepmunanuu qanHoi mogenu (R?=0,055) naet cTaTUCTUYECKH
3HAYMMOE OOBICHEHUE IPUCYTCTBUEM B TeHOTHUIIE ajljiesss G BEpOSITHOCTH Pa3BUTHS
napokcuzmanbaor @I Ha 5,5%. [lpu sTom Mmozaens umeet crienupuaHocTsb 93,2% nist
MpeICKa3aHusl OTCYTCTBUS MapOKCU3MaibHOro TeueHust @I, u ¢ 4yBCTBUTEIBLHOCTHIO
13,6% mpenckasbiBaeT ero Hanmuuue. Beero KoppekTHbIMU SBISUTUCH 67,0% MpOrHo30B.

Ha cnenyromem stane aHanusa ObUIM COCTABIEHBI PErPECCUOHHBIE
JIOTUCTUYECKHE MOJIENU JUIsl IepBUUHOM 1 BTOpUYHOU hopm DII.

JlaHHasi perpecCUOHHasi MOJIeJNIb YKa3bIBAE€T, UTO K MPEIUKTOPaM, CTATUCTUUECKU
3HAYMMO TMOBBIIAIOIINM BEPOSTHOCTh pa3BuTus neppudHoit OII, otHocATCS Mo
(uacroTa nepBuyHoM DIT npu Hamuuuu renoruna G/G B uccieayemMoi rpyime
CTATUCTUYECKH 3HaUYMMO BbIle cpeau xeHiuH) (OR=3,309; 1N95% 0,384-0,910) u
Hannyue y nanuenta renoruna G/G rena rs10824026 (OR=13,740; 11195% 0,141-
0,314). Hanmuue renoruna G/G rena rs10824026 B coueTaHuM ¢ JKEHCKHM I0JIOM
NMOKa3bIBAeT CBOI0 CTATHCTHYECKYI0 3HAYMMOCTb, KAK B MHOTO()AKTOPHOM, TaK M
B NIOIIATOBOM BAPHAHTE aHAJIN3A.

Moneab siBJsieTcsl cTaTUCTHYECKHU 3HAaYUMOii (p<0,001) u corsiacyercs ¢
HCXOAHBIMHU JAHHBIMHU 0 KpuTepuio Xocmepa-Jlememena (0,621).

JlanHast Mosielb 1aeT Hanbojee BEICOKUM KO3 (DHUITUEHT JeTEPMUHALINY U3 BCEX
paccMOTpeHHBIX, cocTaBisomuii 0,197, 4To moka3bIBa€T CTATUCTUYECKU 3HAUYUMOE
00BsICHEHHE BKJIIFOYEHHBIMU B MOJIENb (PAKTOPAMH BEPOSTHOCTH PAa3BUTHUS IEPBUIHON
®I1 na 19,7%.

CrnemmnuaHOCTH JaHHOU Mojienn cocTaBuiia 97,5% npu 4yBCTBUTEITLHOCTH
24,4% u o0ueit nporuocTuyeckoit Tounoctu §82,3%.

st Bropuano hopmer DIT pe3ynbpraThl perpecCHOHHOTO aHaM3a HE OBLIH
CTATUCTUYECKHU 3HAYMMBL.

Takum o0pa3omM, NpPH MOMOIIU JOTHCTHYECKOI0 PerpecCHOHHOI0 aHAJIM3a
MOATBEP:KAeHA MPeTUKTHBHAS 3HAYMMOCTH HaJIu4usi reHoTuna G/G rena

rs10824026 nas pazsutust @I, B 0osib1Iel CTENEHU ISl €€ MAPOKCU3MAIbHOM
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¢opmbl. Haubosiee 3Ha4UMO TaHHAS 3aBUCHMOCTD Peajiu3yeTcs NMPU NepBUYHOM
(popme PII 1151 TANMEHTOB KEHCKOI0 M0J12, YTO MOATBEPKAACTCH HAWTYY LIei
OLIEHKOI MPOrHOCTHYECKNX XapPaKTEePUCTHK COOTBETCTBYIOLIEI perpecCHOHHOM
mozaesau. st rena rs3740293 ne 06110 00HAPY/KEHO HU OAHOM 3HAYMMOM
B3aHMOCBSI3H.

Ha ocHoBanuu pe3ysibTaTOB KIMHUKO — HHCTPYMEHTAIBHBIX, MOJEKYISPHO —
reHeTHYECKUX U aHAMHECTUYECKUX METOJIOB pa3padoTaHa u anpoOupoBaHa
MaTeMaTH4YecKasi MoJeJIb NePCOHU(PUIUPOBAHHOIO AJTOPUTMA POTHOZUPOBAHUS
11eJ1eCO00pa3HOCTH ONEPAaTUBHOTO BMENIATENILCTBA U ONPeieNIeHUs: MeToia abaanuu
«IlepconnpuunpoBaHHOE NPOTrHO3UPOBAHUE Pa3BUTHS GUOPHILIALNA
npeacepauiny.

OO6miee YuCIO TAIMEHTOB, YYacTBYKOIIUMX B ampobOanmuu — 139 dyenosek.
AnpoOanusa mnpoBeneHa perpocnektuBHo. Cpeau Bcex mnamueHToB, y 70 ObLI
CIIPOTHO3MPOBAH BBICOKHH puck penuanBa OI1 B Onmxaiuii roa, y 26 cpeIHui puck
penavBa B Ommkaimuit ron, u y 43 — Hu3kuil puck penuaua OI1 B Onmxaiinme 12
MecsieB (P MOCYETe YyBCTBUTEIHLHOCTH U CTIEUU(DUUHOCTH CPETHUIN PUCK OTHECEH B
IpyIIy HU3KOTO pucka). CIycTs roja, pernuanB 3aUKCUPOBaH y 82 MaMEHTOB, CPEIH
HUX: 68 MaIUEHTOB — C BBICOKMM puckoM pazButus @I, 1o 3akiiroueHuro nporpammsl, 9
MAILMEHTOB CO CpeaHUM pUCKOM pa3BuTua PII B TeueHun rojia u 5 4eIoBEK C MPOTHO30M
HU3KOTO pucka paszsutus OII.

1. Pertuaue ®IT nmporHosupyercs u HacTynuia y 70/68 marueHToB;

2. Penmaus ®IT mporHo3upyeTcsi, HO He HacTymwi y 70/2 manueHToB;
3. Pertuaus ®I1 He mporHo3upyeTcs, HO HacTymwI y 43/5 manueHToB;
4. Peumaus @I He nporao3upyercs U He HacTymui y 43/38 manueHToB.

Pe3ynbrarsl anpodanuu nporpaMMbl MPECTABICHBI B BUJI€ YyBCTBUTEIBHOCTH,
cnenupUIHOCTH U TOYHOCTH METO/1A.

1. UyBcTBHTENBbHOCTH - 0,932 95% AU 0,849-0,970
2. Cnemuduyanocts - 0,950 95% JIN 0,835-0,986
3. Tounocts - 0,938 95% /11 0,900-0,947
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VYuuThIBas Moay4YeHHBIC TaHHBIC, HAMU PEKOMEHI0BAHO MTPUMEHEHHUE TTPOrpaMMBbl
«IlepcornpuurpoBaHHOE MPOTHO3ZUPOBAHME Pa3BUTUS (PUOPMILTALMU NPEACEPAU» B
MIEPBYIO Ouepe/ib B aMOYJIATOPHBIX YUPEKICHUSIX C IIENTBIO ONpeIeNIeHUsI HEOOXOIUMOCTHU
npoBejieHus onepatuHoro ygeuenus OI1 (PYA/KKA OII).

N3ydeHne reHeTHUECKUX OCHOB 3a00JI€BaHUI CEPACUHO-COCYAUCTON CUCTEMBI U,
B YACTHOCTH ATHOJIOTUHU U MaTtoreHe3a GuOpUIUISIIIUU IpeACepAnii, B HACTOAIIEE BPeMs
AKTUBHO Pa3BUBAETCS, BO MHOTOM OJiarojiapsi TEXHOJOTHUECKUM JIOCTUKEHUSIM
nocyienHux aecsatuinetuil. K Hactosmemy Bpemenu ¢ nmomoiisio GWAS yixe BbISIBIEHO
6onee 140 SNP, ceszannbix ¢ @I1. Cpenu SNP, 11t KoTOphIX mokaszaHa cBs3b ¢ OII,
KaKk MUHUMYM 12 pacrnionoxkeno Ha 10-i1 xpomocome denoBeka. bosbIas yacTh U3 HUX
CBsI3aHa ¢ 0011acThio, B KOTOopoi HaxoasaTcs reHbl SYNPO2L u MYOZ1, konupytomiue
CUTHaJIbHBIC OCJIKH, JIOKAIU3YIONIHUECS Ha Z-AUCKE U YIaCTBYIOIIHUE B
(G YyHKIIMOHUPOBAHUU capKkoMepoB. M3MeHeHue paboThl ATHX OEIKOB, BICKYIIIEE 32
co00li U3MEHEHHE CBOMCTB CApKOMEPOB M HAPYIIEHUE MOJIEKYJIIPHON MEXaHUKU
MBIIIIEYHOTO COKPAIICHUS, MOXKET OBITh OJJHUM U3 IyTel BIusHUS Ha pazsutue OII. B
1[EJIOM Pe3yJIbTaThl UCCIIEIOBAaHUM, MOCBAIIEHHBIX BbIsIBICHHBIM SNP xpoMmocomsl 10
KaK TeHETHYCCKUM IpeaukTopam pasputus DI, oonanexusaroT. Ho, mo—mpexuemy,
JUIS1 KapAUOJIOTOB M TEHETUKOB OCTAETCSl BAXKHOM 3ajjaya PEIIMIMPOBATh U3BECTHDIC
SNP Ha pa3audHbIe MOMYJISIUA | 3THOCHI, YTO ITO3BOJIMT JIOMOJTHUTh HAIIA 3HAHUS O
MexaHu3Mmax pa3Butus OI1 1 crmoco6CTBOBATH CO3AaHNIO HOBBIX BO3MOYKHOCTEH ISl
JIeYeHUS U MPOGUIAKTHUKH 3TOT0 3a00sieBanus. Heo0XxouMo Takke PO I0KUTh
HCCIIEIOBAHUE B3aUMOJIEUCTBUS T'€HOB UM UX PETYIATOPHBIX MOCIEA0BATEIbHOCTEN
MeXIy co00l U ¢ haKTOpaMu OKpYXKAloIIeH CPeibl, a TAK)KE OIEHUThH POJIb TAKOTO
B3aUMOJICUCTBUS B BOSHUKHOBeHUU D11, nporHo3upoBanum €€ TeueHus u

3¢ (HEKTUBHOCTH MPOBOANMOMN TEpPATTHH.
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BbIBO/IbI

1. MarmenTsl ¢ nepuyHoit DI xapakTepusyrorcsa Oonee nerkum teuenruem OIL, 1
u II a xnmacc onienku cumntomoB ®DIT o mkane EHRA. Tlanmentsl ¢ Bropuunoin @11
XapaKTepu3yroTcs 0osee BelpaxeHHON kinHuueckoit cumnroMmarukoi ®OIL, 11T knace
OIleHKH cuMIIToMoOB 1o 1kajie EHRA.

2. BrisiBnena acconuanusi peIkoro romo3urotHoro resorumna rs10824026 rena
SYNPO2L c pazsutruem ®@II B rpynne nanuentos ¢ OII no cpaBHEHUO € TMLIaMu
KOHTpoJbHOU rpymisl (10,3% B 0cHOBHO# rpymne NpoTuB 2,5% B rpyrmie KOHTPOJIs,
(p- 0,007). I1pu pacnpenencHur MAIUEHTOB IO MOJOBOMY MIPHU3HAKY BbISBIICHA
accouuanys JaHHOTO T€HOTHIA Y JIUIL )KEHCKOTro 1noja (22,4% B OCHOBHOU rpymme
npotus 2,4% B rpynne koHTpois, p — 0,001).

3. T'omozurothsiit renotun G/G rs10824026 rena SYNPOZ2L accoumupoBas ¢
yBeJM4YeHHBIM pazMmepoM JIIT y nanmenToB ¢ @II no cpaBHEHUIO C MAUEHTAMU C
HOopMasbHBIME pasmepamu JIIT (17,5% nportus 4,8%, p-0,04)

4. Cpenu mepBUYHO TOCMUTATIUZUPYEMBIX MAIMEHTOB 3P (HEKTUBHOCTH
OTIEpaTUBHOTO BMeMIaTeIbCTBA — 45%, cpean MOBTOPHO rocnuTaanzupyemsix — 15,8%.
JlokazaHa accornyanus peakoro romo3urorHoro reHoruna G/G rs10824026 rena
SYNPOZ2L ¢ pazsutuem peruanBa Ol mocne onepaTnBHOTO JECYCHHS B TPYIIIIE
MAIMEHTOB NOBTOPHO FOCHUTAIIN3UYEMBIX IO CPABHEHUIO C MMALIMEHTAMH,
rOCIUATAIN3NPOBAaHHBIMU BIEpPBBIE (24,4% B rpymnie noBTOPHO TOCIUTAIU3NPYEMBIX
npotuB 10,5% B rpymme nepBUIHO rocnuTanm3upyemsix), (p- 0,047).

5. Cratuctuuecku 3Haunmast (¥2=9,559; p=0,049) onnodaxkropHas
perpecCuoHHasi MOZENb C NOIIATOBBIM BKIIOUYEHUEM €IMHCTBEHHOTO IPEAUKTOPA
JEMOHCTPUPYET 3HAUUMOE yBEJIMYEHUE aHCOB pa3BuTus I npu Hamuuum y

nanuenTa resornna GG rena rs10824026 o cpaBHEHUIO C APYTUMU aJUIETbHBIMA
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Bapuantamu (A/A u A/G). Ilpu BKIIOYEHUHN BCEX MPEIUKTOPOB B MHOTO(AKTOPHBIN
aHaJIM3 CTAaTUCTHUYECKHU 3HAUMMOE BIIMSIHHME Ha pa3BUTHE Napokcu3sMaibHo Gpopmbl OII
MoKazajo Tojabko Hamuuue renotuna G/G rena rs10824026 (p=0,019).

6. Pa3paboTana u anpobrpoBaHa KOMIIbIOTEpHAs MOJENb MPOTPaMMBbI
«IlepconnduurpoBaHHOE MPOTHO3UPOBAHUE PA3BUTUS PUOPUILISLIMY MPEICEPAUID.

YyBcTBUTENBHOCTH 95%, cienupuanocts 95%

NPAKTUYECKHUE PEKOMEHJIALIUU

1. C uenbio BBISIBIICHUS TPYII MOBBIIIEHHOTO prcKka pa3zsutus OII
PEKOMEH/IYEeTCSI B CEMbSIX 3TUX MAMeHTOB onpeeath A\G nmommmopdusm rs10824026
reHa SYNPOZL.

2. llepcoHuuupoBaHHBIA  ANrOPUTM MPOTHO3UPOBAHUA  (PUOPMILIALIMU
npeacepauii, CcorjacHO  KommbloTepHoM  mporpamme  «llepconndunupoBanHoe
IPOTHO3UPOBAHUE PaA3BUTHs GUOPWIUISIIMK Tpeacepaui», HEOOXOAUMO HCIIOJIb30BaTh
nanueHTam ¢ napokcuzMmoM OII muagme 40 ser, npyu NOBTOPHOM TOCHUTAIM3ALUNA HA
OTiepaTHBHOE JICUeHWEe, a Takxke INpu cemeitHoit dopme PII, B mepByro odepenp B
aMOyJIaTOPHBIX YUPEXKJIEHUSX C LEJIbI0 OINpeNeeHHs JajbHeiell TaKTUKU BEJICHUS

naueHTa ¥ TMHaMHYeCKOoro Mporuo3a pa3sutus K1uHuko —IKI popm DI
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CIIICOK COKPAILIEHUM

Al — aprepuanbHasi TUIIEPTOHUS (TUTIEPTEH3MS )
AB — aTprOBEHTPUKYISIPHBINA

AJl — aprepranbHOE JaBJICHHUE

AKC — AccounnpoBaHHbIE KIMHUYECKUE COCTOSHUS
AoK (AK) — aopTasibHbIN KJ1anaH

ACK — aneTniicaJumnuioBast KUCI0Ta

BITHIII" — 6;okana mpaBoii HOXKKH my4ka [ 'nca
BCC — BHe3anHas cepaeyHas cMepTh

B®II — Bropuunast GuOpuiuIsiius npeacepanit
BOM — Benoapromerpusi

I'b — runepronnueckas 600JIe3Hb

I'KMII — runieprpodudeckas KapJuOMHAONIATHS
I'JIDK — runieptpodust 1eBoro xkemymaouka

JHK, DNA — ne30kcupuboHyKIEHHOBAs KUCIOTa
KA — xeny1o4koBast apuTMus

NBC — umemundeckas 600JI€3Hb Ceplia

UM — urdapkt Muoxkapaa

MMM — unaexc Maccel MHOKapia

NMMJDXK — uHaekc Macchl MHOKap/1a JIEBOTO KEJTyJ04YKa
KA — xarerepnas abnanus

KATI — koponapoanruorpadus

KKA — karetepHast kpuoadnanus

KXO — kapauoxupyprudeckoe OTaeIeHUe
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JIA — nerounas aprepus

JDK — nieBbIi )Kenya04eK

JIIT — neBoe npeacepaue

MIKII — Mexokeny104KoBasi MEPEropoaKa

MK — muTpasibHbIl KJ1anaH

MHO — Mex1yHapoaHOE€ HOPMAJIM30BaHHOE OTHOILLICHHE
MPT — MarHuTHO-pE30HaHCHAs TOMOTrpadus

HXKXT — HamxenynoukoBas TaxXuKapaus

HUWU — HayuyHO- HCCIen0BaTENBCKUIT MHCTUTYT

HOAK — HOBBIE OpaJIbHbIE aHTUKOATYJISHTBI

HPC — napyuienue putma cepjaua

OHMK - octpoe HapyiieHre MO3roBOro KpoBoOOpaIeHus
OHII, SNP — o1HOHYKI€OTUIHBIN TOTUMOPPU3M

OI'K — Opransl TpyiHON KJIETKH

OIII — oTHOLIEHUE IAaHCOB

IDK — npaBbIid )Kenygo4ueK

[MUKC — noctuHpapKTHBIA KapIUOCKIEPO3

I[IMK — niponanc MUTpaabHOTO KjlammaHa

[1IT — mpaBoe npexacepane

[1DIT — mepBuuHast (MAKOMATHYECKAS ) GUOPHILIALIMS TIPEIACEP UM
[IIIP — monuMepa3Has uenHas peakuus

I[IOM — nopaxkeHue OpraHoB MUIIEHEN

PAAC — peHnH-aHTMOTEH3UH-aIbI0CTEPOHOBAS] CUCTEMA
PHK, RNA — pubonykienHOBasi KUCIOTA

P® — Poccuiickas deneparus

PYA — paguouactoTHas abianus

Cb — cunapom bpyrana

CJ1 — caxapublii 1uadet

CIJIA — cucronnyeckoe JaBJICHUE JETOYHON apTeEpUun

CH — cepaeyHas He1OCTaTOYHOCTh
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CC3 — ceplieuHO-COCYIUCTHIE 3a00IE€BaHUS

CCCY — cunapoM cinaboCTu CHHYCOBOTO y37a

T3 —TpuiionTUpOHNUH

T4 - Tupokcun

TK — TpukycnuaaapHbli KiIanaH

TII — Tpenieranue npeacepaun

TTI' — TMPEOTPOIHBIN TOPMOH

TOJIA — TpoMO0IMOOIHUS TETOUHON apTepun

OB — ¢paxuus BeIOpoca

®OJIT" - dpmrooporpadus

O®H — ¢usudeckas Harpyska

OI1 — pubpmisanus npeacepaui

OLICCX — denepanbHblil HEHTP CEPIIEYHO —COCYTUCTON XUPYPrUU
XBII — xponudeckas 60J1e3Hb MTOYEK

XM-3KT" — xonTepoBckoe MmouuTopupoBanue IKI°
XOBJI — xporudeckasi 0OCTpyKTUBHasI 00JI€3Hb JIETKUX
XCH — xponuueckas cepaeyHas HeJOCTaTOYHOCTh
UIICJIIL, YIICII — upecnuiieBogHAS CTUMYJISIIUS JIEBOTO MPEICepans
UCC — yactoTa cep/ieUHbIX COKpAIICHUM

DK — muToBUIHAA Kele3a

OATA — sTuneHAnaMUHTETPayKCyCHasl KUCJIO0Ta

OKIT - snekTpokapauorpamma

9X0O-KC — 3xokapauockonus

ABC - The Health, Aging and Body Composition Study
ADRAZ2 - T'en 02 anpeHOpenenTopoB

ADRAZ2B - T'en 023 angpenopenentopon

AF — atrial fibrillation - pubpwmsus npencepauii
ARIC — Atherosclerosis Risk in Communities Study

CHA2DS2-VASCc — llIkana orieHKH prCcKa UHCYJIbTA MPU (HGUOPIILISAIIAN TIpEeacepauit
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EHRA - European Heart Rhythm Association (EBponeiickas Accounanusa CepieyHoro
puTM™Ma)

G — npoteun — G — 6enok

GPRRS - I'en G-nipoTeuH CLETICHHOW KUHA3BI

GWAS — genome-wide association studies (ImoJTHOre HOMHBIH ITOMCK aCCOIHUAIIH )
HAPPIE — mexnynapoausiii mpoektr HAPPIE (Health, Alcohol and Psychological fac-
tors In Eastern Europe)

HAS-BLED — mikana o1ieHKu pucka KpOBOTEUEHUS

HB - I'emorno0un

MYOZ1 — Myozezin -1. YyacTByeT B niepe/iaye CUTHAIOB KaJbIIMHEBPHUHA U
B3aMMO/ICHCTBYET C OekaMu Z-Iucka capkoMepa, odecrieuynBasi CTaOUIbHOCTh
CTPYKTYP CapKOMEPOB MBIIICYHBIX KJIECTOK

NYHA — New York Heart Association (Hbm—ﬁopKCKaﬂ Acconmanus Cepiia)

OR — Oddis Ratio - oTHomIEHHE IIAHCOB

LQTS — Long QT syndrome (curapom yaauHeHHOro naTepBaia QT)

Re-entry - moBTOpHBII BXOJT BOJIHBI BO30YKICHUS

SYNPO2L- synaptopodin-2 like. Dxcrpeccupyercst B TKaHSIX CEp/La, JOKaIU3yeTCs B
CTPYKTypax Z JHUCKa. B3aUMOJICHCTBYET C 0.-aKTUHUHOM, KOJUPYET CUTHAIBHBIC OCJKH,
OCHOBHas pOJIb B COOpKE U TIOJJICPKAHUH CaApKOMEpPa, a TAK)KE COXPAHSET IIEIOCTHOCTh
CTPYKTYPBHI.

SNP — single nucleotide polymorphisms. OTHOHYKI€OTUIHBIN TOTUMOPDHHU3M

WPW - Cunnpom Bonbda-Ilapkuncona-Vaiira
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