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ITPOBJIEMA PACITPOCTPAHEHHOCTH ITPOJTAIICA MUTPAJIBHOT'O KJTAITAHA:
OB30P UCCJIIEJOBAHHUU

AHHoTanusi. B cratbe mpencTaBieH aHanMM3 MPOOJIEMBbl PACIPOCTPAHEHHOCTH IMpoJjarca
MHUTPAJILHOTO KJIallaHa CPer COBPEMEHHOr0 HacelieHUs. M3ydeHbl CTeNeHb pacipoCTPaHEHHOCTH
mpoJjarnca MUTPaJbHOTO KJamaHa, ero Kiaccu(uKalus, MOCIeNCTBUA 3a0ojeBaHUs. ABTOpaMu
paccMoTpeHsl HambOosee 3()(PEeKTUBHBIE METOJBI TOCTAHOBKH JMArHO3a IPOJIAIca MHUTPAITBLHOTO
KJIamaHa.

Kurouessbie ciioBa: [Iponarnc, nposanc MUTpaibHOIO KilallaHa, HapylIeHHE COeTUHUTENbHOM
TKaHU, MUTpajbHasi HEIOCTATOYHOCTb, IXOKapArorpadus.

[Iponanic MuUTpanbHOrO KJallaHa — 3TO «HACJIEACTBEHHOE HApYIIEHHE COEJIMHHUTEIIbHOU
TKaHW, KOTOPOE MPUBOAUT K CHUCTOJIWYECKOMY MPOTUOY OMHON MIIM O0OEUX CTBOPOK MHUTPAIBHOTO
KJIallaHa B IMOJIOCTh JIEBOTO NpEACEepAuss U MUTPAIbHONM HEJIOCTAaTOYHOCTU PA3HOM CTENEeHU
BBIPAYKEHHOCTH U SIBJISIETCS HauboJiee YacTo! MPUUNHON (OPMUPOBAHUS TAKEION HEUILIEMUYECKOM
MUTPAJIbHOM HEAOCTAaTOYHOCTHU M OCHOBHOM MPUYMHOM XHUPYPrUYECKOrO BMEIIATENIbCTBA Ha
MUTpaJIbHOM Kiamaney [7, c. 18].

Bo MHOrux ciy4asx mpoJjiarc MUTPaJIbHOIO KJIanaHa y JIF0AEH MpeACcTaBIsieT BApUaHT HOPMBbI
WU COCTOSIHME MEXTy HOPMOUM M MATOJIOTHEH, MPUYEM ITO XapaKTEPHU3YET CIIydau, MPU KOTOPHIX
SIBHBIE MOP(OJIOTHYECKUE U3MEHEHHUS KJIalmaHa OTCYTCTBYIOT M HE UMEETCSl PErypruTaiiu, TO eCTh
KpPOBB BO3BPAILAETCS U3 XKeJTy0UKa B IIpe/IcepAne, a IPUCYTCTBYET TOJIbKO HEOOIbIIIOE MPOTudaHNe
CTBOPOK MHUTPAIILHOTO KIamaHa. be3yclIOBHO, B TSDKEIBIX CiIydasX, Korja HaOmogaroTcs
JIETeHAPUTUBHBIC N3MEHEHHS KJIallaHa M BBISBIICHA CEPbE3HAsI PETypruTaIus, CyIIeCTBYIOT PUCKH
MPOrPEeCCUPOBaHUs 3a00JEBaHUM, PA3BUTHUS TSDKEIBIX CEPJACYHO-COCYAMCTHIX OCJIOXKHEHHA H
HEBPOJIOTHYECKON CUMITTOMATHKH, B PEIKUX CIy4asx BHE3AIMHYIO cMePTh [5].

CornacHo pe3yJibTaTaM MHOTOYMCIICHHBIX MCCIEAOBAHMI, MPOJANC MUTPAJIBLHOTO KianaHa
OTHOCHUTCS K YHCIYy CaMbIX PACIpPOCTPAHEHHBIX HACJICJACTBEHHBIX HAPYIICHUNW COCAMHUTEIHHOU
TKaHU. PacipocTpaHeHHOCTh JAHHOU MAaTOJIOTHH B OOIIEH MOMYJISIIUN HacEeTIEHHUS COCTAaBIISIET Oojee
2,2 %, BHe 3aBHCHMMOCTH OT Bo3pacta u moia [1]. BecTpedaeMoCTh aHHO#M MAaTONMOTMK B HAIeH
CTpaHe, 1o AaHHBIM peructpa deaepabHOr0 MEIUIIMHCKOTO UCCIIEI0BATENHCKOTO LIEHTpa UM. B.A.
AJMa30Ba, Ha CErOJHSNIHUN JeHb coctaBisieT 1,5 % [10]. Exeroanas cMepTHOCTh MpH JTaHHOM
3a00JIeBaHUU SIBIISIETCS] HEBBICOKOM, He mpeBbimatoiieit 0,1 %, 4To cOOTBETCTBYET TaKOBOM B OOIIEH
TOMYJIAMK. Y HEONMEPUPOBAHHBIX MAIIMEHTOB C MPOJIATICOM MHUTPAJIBLHOTO KiIamaHa, OCIOKHEHHBIM
TSKEJIOM MUTpaJIbHOW HEAOCTAaTOYHOCTBIO, corjlacHo ucciegoBanusiM FO.M. benoseposa, .M.
MaromenoBa u K.A. Macyesa, 10-1eTHsiss cMepTHOCTh qocTrraet 6omnee 45 % [1].

B 2015 rony amepukanckue uccienonatenu P. Jlepcr, K. Conc u JI.C. Ilun npencraBuiu
pe3yabTaThl MHOTOIIEHTPOBOTO HCCJIEAOBAHUSA, B XOJE€ KOTOPOTO BBISBUIW €I€ OJWH TEH,
«OTBEUAIOIIMK 3a pa3BUTHE MpoJianica MuTpainbHoro kimamana DCHSI, nokanusyrommuiics Ha 11-it
XpOMOCOME M KOAMPYIOLIHIA 3KCIpeccHpyeMblii (ubpobractamu Oemok kaarepur-19 (oguH u3
MHOTOYHCIICHHOTO CEMEWCTBa KAJT€PUHOB — OCIIKOB KaTbIMI3aBU-CHMOW KIIETOUHOW aare3uu)»
[2, c. 14].

Taxoxe B 2015 roay poccuiickue yuensie E.I'. Manes, E.B. 3emmoBckuit u T.A. XKennuHoBa
onrcaym myTtanuio JateHTHOTO TGF-p cBsi3piBaromiero nmporenna-3 -/ TBP3, B cimydae roMo3UroTHOM
MYyTalllH, TPUBOSAIICH HApLy ¢ HOPMUPOBAHUEM ITPOJIArca K OJIMTOJJOHTUN U YMEHBIIICHHIO POCTa
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[4]. B xome mpoBemenHoro umum B 2015 romy MeraaHanumsa JBYX HCCIICJOBaHUI TCHOMHBIX
accormanui Ha 1412 cimydasx 3a00JIeBaHHH ITPOJIAIICOM MUTPAIBHOTO Ki1araHa u 2439 KOHTPOJIbHBIX
cyOBeKTax, ObUIO BBISABICHO ele «6 KaHAWIATHBIX JIOKYCOB, OTBETCTBEHHBIX 3a Pa3BUTHE ITpoJIarca
MUTPaJIBHOTO KianaHa. MccneaoBaTeabCKuil HHTepeC Cpen HuX npeactaBisioT Ter3uH-1 (TNS1) —
0esIoK aAre3uu, KOTOPbI y4acTBYET B OpraHU3allMy [IUTOCKEIETa U IKCIIPECCUPYETCS B IIpoLiecce
MopdoreHesa KianaHoB cepana» [4, c. 115]. DToT pe3ynbTar BBISABICHHS BCErO B TCYEHUH OJJHOTO
roja cpa3dy HECKOJbKMX I'€HOB IpoJialica MUTPAJIbHOTO KJamaHa, Jajl HaJeXIy Ha CKOpPYIO
UICHTU(DHUKAIUIO IPYTUX TEHETUYECKUX Ie(hEKTOB, KOTOPHIE MPUBOIST 332 CYET UHBIX MEXAHU3MOB K
dhopmupoBanmio ob1Iero GpeHoTHna mposanca MUTpaIbHOTO Kiamana. B Tabmuue 1 nmpencrasieHa
KiaccuuKanus mposiarca MUTPAIBHOTO KilallaHa B 3aBUCMOCTH OT 3THOJIOTHH [2].

Tabmuma 1
Kiaccudukanms nponarnca MUTPaILHOTO KJIallaHa B 3aBUCUMOCTH OT 3THOJIOTUH
[lepruanbIi Bropuunerit
CeMelHbBIi Cunzipom MapdaHa u gpyrue HaclleJICTBEHHBIC HAPYIIICHHS
COeIMHHUTENbHOM TKaHH
HeceMelHbIit HMmemuueckas 60e3Hb cepaiia

['untepTpoduueckas KapAUOMHOTIATHS
OcTpast peBMaTUUeCKas THXOPaJIKa
Jedopmartist rpyIHOM KIIeTKH

Kak BumHO M3 Tabnwmbl 1, B 3aBUCUMOCTH OT ATHOJIOTHH IPOJIAiC MUTPATLHOTO KjlaraHa
paszensercs Ha TMEpPBUYHBIA W BTOpUYHBIA. [lepBUUYHII Mponanc MUTPAIBHOTO KjlamaHa — 3TO
«CaMOCTOSTEIPHOE TEHETHYECKH JCTCPMUHHPOBAHHOE 3a00JIeBaHUE, TOJpa3jeisaionieecs Ha
CeMEHHBIN U HeceMeWHbIH mpojancy [6, ¢. 21].

BropuuHbIid mpoJyianc CTBOPOK MHUTPAIBLHOTO KilallaHa HAONIOMACTCS MPU HIIEMHUYECKOM
Oone3nn cepana (uMmieMuveckas MUCHYHKIUS MANWUISAPHBIX MBIIII), OCTPOH pEeBMATHYECKOU
auxopajake (TUMHYHBIA TPOJIAIIC MHTPAIBHOrO KiamaHa ¢ Ju¢Qy3HBIMH JereHepaTHBHBIMU
W3MEHEHUSMHU, OINUCAHHBIA TP OCTPOM pPEBMATHYECKOM BalbBYJIUTE B pErHOHAX, TJe
peBMaTHYecKas JIUXOpaJKa SBISETCS DSHICMHUYECKHM 3a00JieBaHWEM), INPH 3a00JICBAHHUAX W
COCTOSTHUSIX, COIMPOBOXKJIAIOIIUXCSI YMEHBIIEHUE pPa3MEpPOB JIEBOTO IKENyJO4Yka M KOJIbIIA
MUTpAJIBHOTO KiamaHa (rumepTpoduueckas KapAHMOMHONATHS, JIETOYHAs THIEPTCH3Hs, aedeKT
MEXMIPEICEPIHON TEePEeropoaKu, METHIpaTalus, CHHIPOM MPSMOW CHHHBI U BOPOHKOOOpaszHas
nedopmanus rpyaHoi kietkn) [3].

K cumnromam mpojarnca MHUTpaldbHOTO KiaraHa OTHOCATCS Ooilu B O0JiacTH cepiaua ¢
BEreTaTUBHBIMU MPOSBICHUSIMH, YUallleHHOE cepAlcOneHne U nepedon B padboTe cepaiia, 00MOpOK
U TpeAoOMOpPOYHOE COCTOsIHME, HeBbicoKass (0e3 mNpUYMHBI) TIOBBIIICHHAS TeMIeparypa,
BErCTATUBHBIN KpH3, TPOSBICHHE CHHIPOMA THICPBEHTWISAINN, TOJIOBOKPYKEHUE, CHIIbHAS
YTOMJISIEMOCTh, OJIBIIIKA, YyBCTBO HEMOJIHOTO BIoxa [4].

Kak mpaBuno, npumepro y 20-50 % mamueHTOB ¢ MpoJaricOM MHUTPAIBHOTO KJaraHa He
Ha0JI0/1al0TCS KaKUe-TO CyObEKTUBHBIE CUMIITOMBI, @ HAPYIIIEHUE PUTMA MPOSIBISIETCS B YUAIIEHHOM
CepaeOneHnn, «mepedosix», TOMYKaX, «3aMHpaHUsAX». He TMOCTOSHHBI TaxWKapaus U
9KCTPACHUCTOJNHS, YACTO BO3HUKAIOT MPU BOJHEHUAX, PUINYECKUX HATPpy3KaX, yHoTpeOIeHusX kode
u yas. [lpumepno y 20-30 % OONBHBIX OJbIINIKA HAOMIOAACTCS JakKe NpPH HE3HAYUTEITHHOMN
¢busnueckoit Harpyske. [Ipu BereratuBHON AUC)YHKIIMK HAOIIO1a€TCS TOLTHOTA, OLYIIEHUE «KOMa
B TOpJe», TMOBBIIICHHAS YTOMISIEMOCTh, Pa3ApPaXKUTEIBLHOCTh, TIOBBINIEHHAS TMOTIUBOCTh U
TeMITepaTypa, BereTaTUBHBIN Kpu3 [5].

Uro kacaeTcss AMArHOCTHKH Ipojarica MUTPAJILHOTO KJamaHa, TO BAXHO TOJYCPKHYTH
BO3MOXXHOCTh OOILIMPHOTO KJIMHUYECKOTO CIEKTpa €ro MpOsIBICHUN, HayuHAs OTCYTCTBUEM
CUMITOMOB HJIM HAJMYMEM TOJBKO CHMIITOMOB BETETATHBHOW MUCHYHKIHUU Y JUI] MOJIOAOTO
BO3pacTa C HEKJIACCHYECKUM MpPOJIAliCOM U 3aKaH4YMBasl MPOSIBICHHWEM XPOHUYECKOW CepIeHHOMN
HEJOCTATOYHOCTH TPHU TSKEIIOH MUTPATBLHOW PErypruTanud, OoOyCIIOBICHHOH MHKCOMATO3HBIM
mpoJiarica MUTPAIbHOTO KianaHa [7].
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KitoueBbIM  ayCKyJIbTaTUBHBIM MPU3HAKOM SIBIIIETCSI CPEAHECUCTOJIMYECKHM KIMK —
HETIPOJIOKUTEIIbHBIA BBICOKOYACTOTHBIM 3BYK, BO3HUKAIOUIUN B pe3yJbTaTe HATSKEHUS XOPHI
MUTPAIBHOTO KJIallaHa IPY IPOJadMPOBaHUK CTBOPOK BO BPEMsI CHCTOJIBI B JIEBOE mpeacepaue [5].

K ocHOBHOMY ME€TOJy AMAarHOCTUKU MpoJjarica MUTPAJIbHOTO KJlallaHa B HACTOsIIIEEe BpeMs
OTHOCUTCS ABYXMepHas 3Xxokapauorpadus. [Ipomganc MUTpanbHOTO KIlalaHa AUArHOCTUPYETCS TIPH
MaKCHUMaJIbHOM CHUCTOJUYECKOM CMEIIIEHUH CTBOPOK MUTPAIBLHOIO KJlallaHa 3a JUHUIO €ro KOJbIa B
napacTepHalIbHOM MPOAONBHON To3uIMK Oosiee 4yeM Ha 2 MM. VMcmonb3oBaHUE MMEHHO AITOTO
CCYCHHUS ISl TUAarHOCTUKU M3y9aeMOro HaMu 3a00JieBaHUsI OOYCIIOBICHO OCOOCHHOCTSAMHU (HOPMBI
KOJIblIa KJamaHa. B TOpM30HTaIbHOM IUIOCKOCTH KOJIBII0 MMeeT D-00pasHyro win O00O0OBHIHYIO
(dbopMy, B CaruTTaJbHON MJIOCKOCTH — cenoBHIHYIO (Gopmy. COOTBETCTBEHHO UMEIOTCS Ooiee
BBICOKO W HHU3KO JISKAIlllM€ TOYKH KOJIbI[Aa MUTpaJbHOro KiamaHa. [Ipu ucnosib3oBaHuUM Uit
JUArHOCTUKH 3a00JIEBaHUS dXOKapIuoTrpahuuecKux CeUeHUM, MI0CKOCTh KOTOPBIX MPOXOIUT Yepes
HM3KO JIeXKAIIME TOYKU KOJIbIIA, MOBBIIIAETCS BEPOSATHOCTD JIOKHOMOJIOKUTEIBHOTO 3aKIOUYECHUS O
HaJIMYUH IpoJIarca MUTpajIbHOro KianaHa [1].

JIisi TMarHOCTHKY TIEPBUYHOTO IIPOJIAlica MUTPAIHHOTO KJIAllaHa Ba)KHO HMCKIIOYATh BCE
MIPUYMHBI BTOPUYHOTO Mpostarca. TiiareabHpIi BHEITHUN aHTPOIIOMETPUICCKUN U (DEHOTUITHYECKUI
OCMOTp, JOTOJIHEHHBI HEOOXOAUMBIMH METOAAMH HHCTPYMEHTAIbHON JAMAarHOCTUKH, MO3BOJISIET
3armoA03pUTh IPYTUe HApYIICHHs. «IX0KapAHOrpauIecKoe UCCIICIOBAaHIE MTO3BOJISCT UCKITFOUYUTh
NBC (okanbHbIe HApPYHMICHHS COKPATHMOCTH UM JUCOYHKIWSA MAMWUISAPHBIX —MBIIII) U
TUNepTPOHUIECKY IO KapJMOMUONATHIO (acumMeTpuuHas runepTpodus JDK u
MEPEAHCCUCTOINYCCKOE JIBMKCHUE NepeaHeii ctBopku MK) kxak mpHYMHEI BTOPUYHOrO IIpoJarca
MHTPAIBPHOTO KiamaHa. TmarenpbHO COOpaHHBIM CEMEWHBIM aHaMHE3 M HAXOKapAauorpaduyeckoe
o0creroBaHue POJACTBEHHUKOB IEPBOM CTEIIEHU POJICTBA MO3BOJIAET MU dEepeHIIMPOBATh CEMEHHBIN
1 HECEMCHHBIN MIepBUYHBIN BUJ 3a00aeBanus» [1].

Wrak, mponanc MUTpaIpHOTO KJIallaHa — 3TO MPOTUO OJHOW Wi 00€UX CTBOPOK KJIalaHa,
pAacMoJIOKEHHOTO MEXIY JIEBBIM MPEACEPIUEM U JIEBBIM KETYyJA0YKOM CEpJla B MOJOCTh JIEBOIO
npeAcepins BO BpeMsl COKpaIIeHUs cepIeYHOM MbIIILIbL. B HacTosiee Bpems mpoiarnc MUTPaIbHOTO
KJIallaHa TIPEJICTABIACTCS PE3yJIbTATOM MHOXXECTBEHHBIX T€HETHYECKUX HAPYIIEHUH, 4YTO
JTIOKa3bIBaeTCsl WACHTHU(UKAIMEH HECKOJIbKMX T'€HOB, MMEIOIIUX OTHOIIEHHWE K BO3HUKHOBEHHIO
CHUHJPOMHOI'0 MUTPAJIBHOT'O IIPOJIATica v TpeX JIOKYcoB. [loHMMaHue MeXaHU3MOB pa3BUTHUS JAHHOTO
3a00JIeBaHUs TIO3BOJISIET Pa3pabaThIBaTh HOBBIE METOJBI TEpaIliy, MPUUYEM JTAHHBIC MEIUIIMHCKUE
MOAXOABl OCOOCHHO TIEPCTIEKTUBHBI HA pPAaHHEH CTaAud HEIUarHOCTHPOBAHHBIX (PEHOTHUIIOB
3a00J1eBaHUS.
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