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Beenenne

CHHIpOM HEKOMITAKTHOTO MUOKap/1a JIEBOT'O KENy104YKa — OTHOCUTEIHHO HOBBIN
JIMarHo3, BOIIEIIININ B KIMHUYECKYIO MPAKTUKY C YCOBEPIIEHCTBOBAHUEM METO/IOB
BU3yanu3anuu cepama. [IpoBoautcs 60IbI10€ KOJIUYECTBO UCCIICIOBAHMI, TOCBSIIICHHBIX
FeHETUYECKOMY Pa3HOOOpa3HI0 CHHIPOMa HEKOMIIAKTHOTO MUOKAp/1a U €ro BKJIaay B TEUCHUE
pa3IMYHbIX aCCOLMUPOBAHHBIX KapAuoMuonatuid. OHaKo €IMHOTO MHEHHSI O TaTOTeHe3¢e
HEKOMITAKTHOCTH MHOKap/1a HET, KaK HET U €IMHBbIX IUarHOCTUYECKUX KPUTEPUEB, U

PYKOBOJICTBA 110 JICUCHHUIO U JJUHAMUYEeCKOMY HaOmroneHuto manueHToB ¢ CHMJDK.

CBoeBpemenHas panHsisi Aguarnoctuka HM Ha ceroaHsmHuil 1eHb OCTAaeTCsl aKTyalbHOM
npo06sieMoii. 3a4acTyro MalMeHThl MPOXOAAT Yepe3 OOUIMPHBIN TUarHOCTUUYECKUNA alrOpUT™M
UCKJTIOYEHHU KOPOHAPHOW MATOJIOTUH B CHITy BApUAOEIbHOCTH U OTCYTCTBHSI TATOTHOMOHUYHBIX
KIIMHUYECKUX NPOSABIECHUN JAaHHOW HO30JIOTHH, YTO OMPEAEIAET BAXKHOCTh yU€Ta JAHHBIX BCEX

HHCTPYMCHTAJIbHBIX I/ICCJIGI[OBaHI/II\/JI B IMTOCTAHOBKEC KIIMHUYCCKOI'O JUAarHo3a.

Ornpenenenue

Hexommakrtheiii Muokapa (HM) — kapanomuonatus, XxapakTepHOH 0COOEHHOCTHIO
KOTOPOH SIBJII€TCSI IATOJIOIMUYECKH U30bITOUHAs TpaOeKyIspHOCTh MUOKap/a JEBOIr0, HHOTAA C
BOBJICYEHUEM U IIPABOTO JKEJIYI0UKA ¢ POPMUPOBAHUEM JIBYXCIOMHOMN CTPYKTYpHI U3

HOPMAJIbHOI'O 1 HCKOMITAKTHOI'O CJIOEB MHUOKap/aa.

HcTopuueckue acieKThbl

B 60-70- X rogax nmpouuioro cTojeTus B 3apyOexHOH IuTepaType CTalu MOSBISATHCS
yOJIMKAINH, T/I€ ONMCHIBAIMCH M3MEHEHUSI MHOKap/1a B BHJIE TIOBBIIICHHON TPaOEKYIISIIUH B
COYETaHUH C PA3TUIHBIMH MATOJOTUAMH CEPALA: OOCTPYKIMEH BBIHOCAIIETO TPAKTa JIEBOTO U
MIPaBOTO JKEIYI0YKOB, KOMOMHUPOBAHHBIM IITHAHOTUYECKIM BPOXKIEHHBIM TIOPOKOM Cep/IIia,
neGeKTOM MEXIPEACEPIHOMN MeperopoaKku, 1ePeKTOM MEXOKETY0UKOBOM EPEeropoIKu,
CTEHO30M JIETOYHOM apTepuu, aHOMaIuel KOPOHAPHBIX apTepuil, IByXCTBOPYATHIM a0pTaJIbHBIM
kiarmanoM. JlanHast matonorus o0o3Havyasachk kak HenzonupoBaHHbii HMJDK . Tlo3znuee Ob110
MOKa3aHO, YTO HEKOMITAKTHBIA MHOKap,T MOXKET BCTPEYATHCS B COUCTAHUN C HEHPOMBIIIEUHBIMU
3a00J1eBaHUAMHU, OCOOCHHO MeTaboIMYecKoi MruonaTuei, onucanHoi B 81% ciay4yaeB y OOJbHBIX
HMJDXK. Hekotopsimu cunapomamu, cpeau Hux Barth cunapom, Ohtahara cunapom, Roifman
cunapom, Melnik-Needles cunapom, MLS (microphthalmia withlinearskim defect) cunapom,

Nail-Patella curpom, Noonan cunapom, Beals curgpom. B aureparype oTMedeHsI Cirydan



HMUJIXK nipu HaciieIcTBEeHHBIX 3a00JIeBaHUSAX - e(heKTaxX JUIEBOTO Yeperna - BhICTYIAOITHI

JIO6, ABYCTOPOHHCC KOCOTJIa3UC, MUKPOTHATUA, PACIICIIIICHHOC He0O UJIU BOIYbS I1aCTh.

LlenenanpaBieHHOE HM3Y4Y€HHE HEKOMIAKTHOTO MHOKap[a CTajJo BO3MOXKHBIM TIOCIIE
BHeipeHus sxokapauorpaduu (OxoKI') B kimuuveckyro npaktuky. B 80-x romax R. Engberding
U COaBT. MPH HXOKAPAHOTpaUYECKOM HCCICAOBAHWH Yy MAlMEHTOB 0€3 COMYTCTBYIOLICH
BPOXKJICHHON MATOJIOTUU Cepjila OOHAPYKUJIHM TMOBBIIICHHYIO TPAOCKYJISAINI0 MUOKap/a JICBOTO
KETYZ04Ka C TIIYOOKMMH MEKTPaOEKyJISPHBIMH MPOCTPAHCTBAMH, KOTOPYIO OIPEICTHIN Kak
u3onmupoBanubiii HMJDK. Baumhakel paccmarpusan HMJDK B codeTtaHuu ¢ KIMHUYECKUMHU
NPOSIBJICHUSIMH — CEPJACYHON HEIOCTATOYHOCTHIO, PAa3IMYHBIMH HAPYIICHUSMU pUTMA H

IMPOBOAMMOCTH, CUCTEMHBIMU; U JICTOUYHBIMUA 9MOOJIMSIMH — KaK CUHIAPOM.

Bcerpeuatores kak cemeiinbie ciiyyan HMJDK | Tak u ciopaguueckue opmsl. Cemeiinas
MPEIPACIIONONKEHHOCTh TI0 pe3yabTaTaM psia UCCIeI0BaHUHN Yallle BBISBISETCS B AETCKON
nomyssitinu I1o nanueiM E.N. Oechslin u coaBT., 06cnenoBapmux 34 60npHBIX B Bo3pacte 42+7
ner, cemeitHas gpopma BeTpedanack B 18% cirydae .B uccnenoBanuu M. Ritter u coaBT.
HacJIeICTBEHHAs opma 3a0osieBaHus. HaOmroaanach B 12% ciydaeB y MalyueHTOB B BO3PACTe OT
18 no 71 rona . B oreyecTBeHHOM UTEpaType ObliIa MepBas MyOIMKalus Ha 3Ty TEMY B CTaTbe
T.H. HoBukoBoii u coaBT. B 1998r., B KOTOpOii ObLT OMKCaH TOIBKO OJIMH KIMHUYECKUN CITydaid

CEMEHOro 3a00JIeBaHUsT HEKOMIIAKTHBIM MUOKAP/IOM.

TepMI/IH «HU30JIMPOBaHHASA HCKOMITAKTHOCTD JICBOI'O JKCJIYJOUYKa» BIICPBLIC MIPECAJIOKCH B

1990 r. T.K. Chin .
ONUIEMHUOJIOTHSA

Pacnipoctpanennocts HMJIK Bapeupyet ot 0,05 10 0,24 %. [1epBoie coobimienus o
HMJIXK kacanuch BBISIBICHHS 3TOW MATOJIOTHH Yy JAETEH, PU 9TOM cemeitHas opma
HaOmronanack B 40-50 % cimyuaeB. Bo B3pocnoit nomynsnuu cemeitnas gpopma HMJDK
BcTpeuaercs B 18 % ciydaes.

Cpenu nanueHToB ¢ cep/ieyHor HenocTaTouHoCcThio yacTora CHMJDK BhIIIE 1
coctaBisieT okoJio 3% . Takue pasusie onenku yactorsl CHMIDK cBsizanbl, ckopee Bcero, ¢

Pa3IMYHbIMU MMOAXOAAMU K JUATHOCTHUKE U Pa3HbIMU MCTOAAMU BU3YyaJIM3allUU.

OTHOJI0rUs, THIOTE3EI BO3HNKHOBeHNsT HMIDK

CymectByeT aBe runore3bl Bo3HuKHOBeHUs1 peHomeHa HMJDK — smOpuonanbHas u

“HeamOpuoHanbHas” (uiaM runotesa ctaauu KMII).



Cornacno smOproHansHOM Tunore3e, HMJIK — crnencrBue HapymeHuss KOMIaKTU3AIUN
MHOKap/ia B IEpHOJ] SMOPHOHAIBHOTO pa3BuTHs. Kamepbl 0001X KeTyI04YKOB cepia
pa3BUBAIOTCS B pE3YJIbTATE BBIISIUMBAHNS HAPYKHOW KPUBU3HBI MHOKapAa
O0yIb00BEHTPUKYIISIPHON CKIaAKH. DTOT MPOIECC IPOUCKXOTUT MAPAIIIEIBHO C POPMUPOBAHUEM
TpaOeKy, OpUEeHTUPOBAHHBIX CHAPYKU (KOMIAKTHBIN SHAOKAPAUAIBLHBIN CI0H) KHYTPH, B
HaMpaBJIeHUU OECKIETOYHOTO BHEKIETOUHOTO MaTpUKca (KapAUaIbHOTO I'efisl) U IEPBUYHON
IIOJIOCTH KEJTYI04YKOB . POCT MHOKapaa TECHO KOPPEIUPYET € YBEIUUEHUEM TPAOEKYISIPHOCTH U
dbopmupoBanreM “TydbuaTroro” Muokapaa. K koHily mepBoro TpuMectpa BHyTPHYTPOOHOTO
pa3BUTHUS B YEIIOBEUECKOM Cep/IIe HAOIIOAAI0TCS JKeTyJ0UYKOBbIe TpaOeKyJIbl B BUIE
SHJIOKAPIUATbHBIX BBICTYNOB. DYHKIIMOHAIEHOE 3HAaUeHUE TPAOEKYIIPHOCTH B IMOPHOHATIEHOM
CepJLe U3yUYEeHO HEOCTaTOUHO. BO3MOXKHO, 3a cUeT HUX 00€CIIEeYMBAETCSI BO3MOXHOCTh
HapalMBaHUsl MacChl MUOKap/a U OCYILECTBIIAECTCS BHYTPUCEPACUHBINA KPOBOTOK 10 Pa3BUTHS
KOpOHapHbIX apTepuil. HaunHas ¢ 8§ Henenu BHYTPUYTPOOHOTO pa3BUTHSA, TPAOEKYIAPHON CI0H
KOMITAKTU3UPYETCS, U K 4 MecsIly (110 HEKOTOPHIM JJaHHBIM — K 18-011 Henene) recranuu
KOMITAKTH3HPOBAHHBIA MHOKAP]I y’KE COCTABIISIET OOJIBIIYIO YacTh Cepla IMOpHOHA.
Komnaktuzanus TpabekyIsipHOTO CJIOS MPOUCXOAUT MO HAMIPABJICHUIO OT OCHOBAHUS cepALa K
BEpXYIIKE U CHAPYKU BOBHYTPh — OT 3MMKapAa K 3HAokapay. [Iponecc 3aBepaercs
(GbopMUPOBaHUEM CHUPATIBLHOM CTPYKTYpPbI BOJJOKOH MUOKap/ia, OTBETCTBEHHOM 3a
“cKkpyunBaHue” MHOKapZa BO BPEMs COKpAIECHHUS .

B nonb3y runote3bl HapyiieHus: SMOPHOHAIBHOTO Pa3BUTHS TOBOPSIT HECKOIBKO (AKTOB.
Bo-nepBbIX, Bepxylllka cepAlia Bcerzia BoBjieueHa B naronorudeckuil npouecc npu CHMIIDK, a
MMEHHO Ha BEPXYILIKE 3aKaHYMBAETCS MPOLECC KOMIAaKTH3auu. Bo-BTopbIX, cioit
HEKOMIIAKTHOTO MHOKap/ia pacroyiaraeTcsi BCerja 3H0KapIuanbHO, UTO COOTBETCTBYET
HaIPAaBJICHUIO KOMIIAKTU3ALUN “CHApy’KH BOBHYTPB . B-TpeTbnX, MHOTOUHCIIEHHBIE ONTUCAHUS
nuarHoctuku CHMJDK BHYTpryTpoOHO U 'y HOBOPOXKJICHHBIX HE MO3BOJISIOT MPEATIOI0XKUTh
pazsutue HMJDK BcneacTBue JUIMTENbHO TEKYILEH KapAroMuonaTuu . M3BecTHo OosbIioe
YHCJIO T€HOB, KOHTPOJIUPYIOIINX AYMOpUOTeHe3 cep/ilia, OAHAKO UX TOYHAs POJIb B IpoLeccax
KOMITAaKTU3allu1 MHOKap/ia B SMOPHOHAIBHOM NEPUO/IE N3yUeHA Hel0CTaTouHO. Takxke
00CyX/1aeTcs pojib FeHOB, KOJUPYIOIUX CApKOMEpPHbIE OEITKM MHOKap/1a, B HOPMAJIbHOM
smbOpuorenese cepaua . OHaKo 3Ta TUIoTe3a BeE el HyKAaeTcs B SKCIIEPUMEHTaIbHOM U
KIIMHUYECKOM TOJITBEPKICHUH.

“He-smMOpHoHaNbHas TUIIOTE3a pacCMaTPUBAET HEKOMITAKTHBIM MUOKap/ Kak
nposiBIeHue (PYHKIIMOHAIBHOM Jie3alanTalli, BO3MOKHBIN ATall B pa3BUTUH KapAHMOMHONATHH.

Ota runote3a nojkperusiercs ¢pakramu ooHapyxenuss HMJDK y B3pocnbIx manueHTos, y



KOTOpPBIX B X0j1€ npeabiaymux IXoKI™ uccnenoBanmii CTpyKTYpHBIX aHOMAJIM MUOKap/ia
BBISIBJICHO HE OBLIO.

Taxxe, mo nanueiM Arbustini E, et al., TpaH3uTOpHAs MOBHIICHHAS TPAOSKYISIPHOCTD
MHUOKapJia oOHapyxuBaeTcs 0osiee ueM y 25% OepeMeHHbIX KEHIIHH, YTO MO3BOJISET
paccMaTpuBaTh €e Kak BapHaHT (PU3HOIOTHYECKOM alalTalluy K yBeTu4eHHOM Harpy3ke Ha JIK.
ABTOpBI PUBOJISAT CBUJIETEIHCTBA HATUYMS HEKOMITAKTHOTO MUOKap/1a Y MOJIOJIBIX
CIIOPTCMEHOB U y NAIIUEHTOB C CEPIIOBUHO-KJIETOUYHOU aHeMuel. Onucansl ciryyau “perpecca’
OxoKTI -npu3nakoB HMJIK nocne pecuHXpOHU3UPYIOIIEH Tepanuu , 4TO TaKke 00s1ee BEPOSITHO
B ClIy4ae BTOpUYHOTro xapaktepa npoiecca. HMJIK wacto oGHapyxuBaeTcs npu BpOKIEHHBIX
3200JIEBAaHUSX PA3INYHON TEHETUYECKOU MPUPOIBI: MUTOXOHIPUATBHBIX 00JIE3HIX, MOHOT €HHON
CUHAPOMaJIbHO narosioruu (cuHaApoMbl Alnbriopta, HyHaH), XpOMOCOMHBIX HapyLIEHUAX
(cunapom aeneruu 1p36 u ap.), mpu BpOxKAEHHBIX MOpoKax cepaua . [Ipeacrasnsercs
MaJIOBEPOATHBIM, YTOOBI y 3a00JI€BaHM ¢ TaKOil pa3HOOOPa3HOM FeHETUYECKON MPUPOAOH 1
Pa3IMYHBIMU MOJICKYJISIPHBIMU MEXaHU3MaMU peain3alry Obliia euHas JUCKPETHAs TPUIMHA
HapYIICHUS pa3BUTHS MUOKap/a. CKopee MOKHO MPEANOI0KUTh, 9TO (DEHOMEH
HEKOMIIAKTHOCTU MUOKap/ia SIBJISIETCS BAPUAHTOM YHHBEPCAIBHOI'O OTBETA HA PAcCOTIacOBaHUE
MOJIEKYJISIPHBIX CUTHAJIOB B SMOpHUOTeHEe3€e, paccTpoiicTBa MeTaboan3Ma, (PYyHKIIMOHATBHYIO
MepPErpy3Ky U HECOCTOATEIBHOCTh CAPKOMEPHBIX WIIM CTPYKTYPHBIX O€TTKOB MHOKap/Ia.
CymectBoBanue nepekpoiBarommxcs penorurnoB (HMJDK+T'KMIT, HMJDK+AKMIT u 1.1.) 1
CIIy4au HaJW4us HECKOJBKUX TUIIOB KapUOMHONATHI Yy HOCUTENIEH OJTHOTO U TOTO XKe
TEHETUYECKOTO e(heKkTa B OHON CeMbe TaKKe CBUIETENLCTBYET B MOJB3Y “HEAMOPHUOHATILHON
TUTIOTE3bI, OJTHAKO CTABUT BOIPOC, TOYEMY ATOT BapUAHT JI€3a/IalITAIINH PA3BUBAETCS TOIBKO Y
YaCTH TAIMEHTOB.

I'enetnka HMJDK
HecMoTps Ha OTCYTCTBHE €IMHOM TOUKH 3pEHUS Ha 3THOJOTHI0 U naroreHe3 HMJDK,

BBICOKas J0JIs HacieACTBeHHBIX ciiyqaeB HMJDK oTmedaeTcs BO MHOTHX HCCIIEIOBAaHUSAX.

Br11ensS0T HECKOJIBKO TUIIOB 3a00JICBaHUS:

Cunapom HMJDK, tun 1 Hacnmemyercs mo ayTOCOMHO-IOMHMHaHTHOMY Tuny. Ilpu stom
Tune HaOmronaeTcs Kak u3onupoBaHHbIA cuHapoM HMIDK, Tak u ero coueranue ¢ nopokamu
cepamna. Yamie Bcero BCTpedaroTcst AeEKTH MEXIPEACEPIHON NeperopoaKH, W30INPOBAHHBIN
WIA MHOXXECTBEHHBIE NEPEKTHI MEXKIKETyTOUKOBOU TEPErOPOJIKH, CTEHO3 JIETOUHBIX apTEepHid,
OJIHaKO OMMCAaHbl U HEKOTOPBIE APYTHe BUIbI MOPOKOB. [IpnunHoii 3TOr0 3a0601€BaHus ABIAIOTCS
MyTalliM B Te€He JUCTpoOpeBHMHA, KOTOpPbIM pacmojoxeH B Jokyce 18ql2.1-q12.2.

Cungpom HMJDK, tun 2 Hacienyercs mo ayTOCOMHO-JOMHUHAaHTHOMY Tumy. Ilpu stom

TUTEe, Kak TpaBwio, He Habmomaercs couetanus HMIDK ¢ mopokamu cepamna. [ew,



OTBETCTBEHHBIN 3a 3TO 3a6OJ'IeBaHI/I€, B HACTOAIICC BPEMs HCU3BCCTCH, OAHAKO KapTHUPOBAaH

aokyc 11pl5, cuenneHnslit ¢ 3TUM 3a00JI€BaHUEM.

Cunapom HMJTK, X-cuienieHHbIN TUIT HacieayeTcs o X-CUEINICHHOMY PELlECCUBHOMY
TUMy. JKEHIIMHBI MOTYT SBISTHCS HOCUTEIBHUIIAMUA MYTaHTHOTO T'€HA, IIPH 3TOM Y HUX €CTh
50% BeposATHOCTH NE€peNATh I'eH, HECYLINI MyTal1IO, CBIHOBBSIM. Bce 1ouepu sKeHIMH-
HOCHUTEJIBbHUI] OyIyT 310pPOBBI, HO MOJOBUHA U3 HUX TaK)Ke OYAYT HOCUTEIbHUIIAMA MYTAHTHOTO
reHa. JlaHHBIN BapuaHT 3a00JIeBaHUs Pa3BUBACTCS B pe3ynbTaTe myTanuii B rene G4.5 (TAZ),
pacrmosiokeHHOM Ha X-XpoMocome B 001actu Xq28. DTOT red koaupyeT 0esok Tadas3uH,
KOTOPBIH SABIISIETCS HEOOXOAUMBIM CTPYKTYPHBIM KOMIIOHEHTOM MEMOpaH CKEJIETHOM U

CEpJICYHOMN MBILII], IPUHUMAET ydyacTue B MopdoreHese MUoKapa.

Cxema xnaccuduranun CHMIDK

BaaronpuarHeii HMILA HMTA
(HEeOC TIOR3 HEH HELH ) C APHTMEAMH C IHIATALMAEH
HEKOMIAKTHEI MHOKAPI 4
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P — ’>\ [uneprpodmecskiil
__ HMULA
HekosmnakTHel it Muokapm ¥ C QHIATAL e
NPABOID KETYI0MKL HIH HMJEK {NOBLILIEHH
DHBCHTPHEY THPHELA C pPECTPHETHEHOR PHCK
HEKOMITAKTHEL MHOKAp KMII CMEPTHOCTH)

Kimmanueckas kapTuHa

Crnenuduueckux kamHudeckux npossiaeHnit HMJDK ner.

OcnoBHbiMU npuzHakamMu HMJDK siBistroTes cepaeunast HegoctatouHocTs (73 %),
JKEITyI0YKOBBIE U HaJKeITyA04uKoBble apuT™MuH (41 %), cucteMHbIe U JierouHble sMOoanu (33
%). g 6onpabix ¢ HMJDK xapakTtepHO HapylIeHHe CUCTOIUYECKON U TUaCTOIMUECKOM
(byHKLMY JIeBOro kemyaouka. /lnacronudeckas AMCHYHKIMS JEBOTO JKEITyA0UKa
XapakTepu3yeTcs: HapylIeHHeM MPOIIecCOB pacciaaliIeHus U 3aloIHEHHs B pe3yIbTaTe HalTuuus
MaTOJIOTUYECKON TPaOEKyJIIPHOCTHU JIEBOT0 kKenyaouka. [[puunHoii cuctoandeckoi
TUCOYHKIUY SIBISIETCS XpPOHUYECKast IIEMHsI MUOKap/Aa, 00yCIIOBICHHAs HapylIEHHUEM
KOPOHApHON MUKPOLUPKYJISALUH.

Cpenu HapylLIeHH cepAEUHOro puTMa IEPBOE MECTO 10 YaCTOTE 3aHUMAIOT
KEITy10YKOBbIe apuTMUU. OUOPIILIAIUY npeacepanit oTmedaercs y 25 % O0IbHBIX,

napoKcHU3MallbHas WM MOCTOSIHHAS (OPMBI JKemyaouKoBoi Taxukapauu — y 47 %. Hapymenue



CHCTOJINYECKOHN (PYHKITHH JICBOTO KETY04Ka B COUCTAHHUH C JKEITyJOUKOBOW TaXUKapaAnueH
MO>KET OBITh MPUYNHON BHE3AMHON cMepTH. [IpUYrHON CHCTEMHBIX U JIETOYHBIX 3MOONUH TpH
HMUJIX uarie Bcero CiryuT GUOPHILISIUS TPEACePaii ¢ MOCIEAYIOmUM (OPMUPOBAHHEM

TpoMO03a B 001aCTH MEKTPAOEKYISIPHBIX TIPOCTPAHCTB, TJI€ CKOPOCTh KPOBOTOKA CHIIKEHA.

HexoMnakTHeN KoMnakTHe#
cnon chon

Jnarnoctuka

OcuHoBHBIMHA MeTOmamu auaraoctuku HMJIDK aBisgrorcs:

e OxoKT

e MPT

e Pentren

o Bentpukynorpadus 1eBoro xxemympouxa

o Koponapoanruorpadus nanuenram crapie 30 et

OKT', xonrepockoe monuTopupoBanue IKI', nabopaTopHbie SBISIOTCS
BCIIOMOTaTeNbHBIMHA U HEOOXOUMBI [T OTpe/iesIeHUs AalbHEN el TAKTUKY BEICHUS

nalueHTa U Ha3HAYCHHUA aACKBATHOT'O JICUCHUA .

B knuHMueckoi npakTuke Hanbosee yacto npuMenstotes OxoKI -kpurepun Jenni R

(2001):

1. mpu Hamnunu npusHakoB HMJDK — orcyreTBHe comyTcTBYIOMIEH CEpIeYHON NAaTOIOTHH;

2. BelpaskeHHas runeptpodus crenku JDK, cocTosiiel u3 AByX CJI0€B: TOHKOTO
KOMIIaKTU3HPOBAHHOTO AMHUKAPANAIBHOTO CJI0S U YTOJIIEHHOIO YHA0KApAUAIBLHOTO CJI0S C

BBIpQXECHHBIMU TpaOeKyJlaMu U MOJOCTAMU;

3B KOHIIC CUCTOJIBI MAKCUMAJIIbBHOC OTHOIICHUC TOJIIWHBI HCKOMITAKTHOTO CJIOSA MUOKap/Ja K

KOMITAKTHOMY >2;


https://ru.wikipedia.org/wiki/%D0%AD%D1%85%D0%BE%D0%BA%D0%B0%D1%80%D0%B4%D0%B8%D0%BE%D0%B3%D1%80%D0%B0%D1%84%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%9C%D0%B0%D0%B3%D0%BD%D0%B8%D1%82%D0%BD%D0%BE-%D1%80%D0%B5%D0%B7%D0%BE%D0%BD%D0%B0%D0%BD%D1%81%D0%BD%D0%B0%D1%8F_%D1%82%D0%BE%D0%BC%D0%BE%D0%B3%D1%80%D0%B0%D1%84%D0%B8%D1%8F

4. mo pe3ynbTaTaM LIBETHOU JAoNIUIeporpaguu — HaJu4ue KPOBOTOKA B IITyOOKHX

MEXTPaOCKyISIPHBIX TPOCTPAHCTBAX.

OOBIYHO «HEKOMITAaKTHOCThY MOpaXkaeT BepXylleuHble u cpennue cermeHTsl JIK.
Hapymienust CokpaTUMOCTH MOT'YT KacaThCsl HE TOJIBKO CErMEHTOB C SIBHBIMU YepTaMH
HEKOMIIAKTHOCTH,HO U MHUOKap/1a BCETO JKEIYJ0UKa, YTO IPUBOIAUT
K CHIDKEHUIO III00aJIbHON COKpPAaTUTENIbHON (DYHKIIMU CepALa.

Heo0xo1uMo OTMETHTD, YTO OCHOBHOE OTPaHHYEHUE BCEX UCCIIEOBAHHUIM, MO
pe3ysibTaTaM KOTOpbIX ObLTH Hpe/yioxkeHbl IXoKI kpuTepuu, COCTOUT B MaJIBIX pazMepax
o0cIieZIoBaHHBIX BEIOOPOK. B pe3ynbTare npeanoskeHHbIe KPpUTEPUU MOTYT OKa3aThCs
HecrienupuuHeiMU. [Ipu 06caenoBanuy 370pOBOM MOMyAUH y 8,3% JIHIl BBITOIHACTCS KaK
MuHuMYM oauH Dx0KI™ nuarnoctuueckuii Kputepuil. Bo3MokHO, IPUHSATHIE B HACTOSIIIECE

BpCM: 3XOKF-KpI/ITCpI/II/I N3JIANIIHEC YyBCTBUTCIIBHBI U HEAOCTATOYHO CHGLII/I(i)I/I‘IHLI.

MaruutHo-pe3oHaHcHast Tomorpadus (MPT) cepania MoxKeT NPUMEHSTHCS JUIsL
yTOUHEHHUs nuarHo3a nocie nposeaeHus IxoKI', rakxxke MPT cepaua no3ponsier
nuarHoctupoBate CHMIDK B citywae 3aTpyIHEHHUs BU3yalIM3alMU BEPXYILIKHU cepaua. beuio
npeiokHo 1Ba noaxoaa k nuarnoctuke HMJDK merogqom MPT: cornacHo kputepusM :macca
HEKOMITAKTHOTO MHUOKap/ia OLIEHUBACTCS KaK pa3HUIlAa MEX Iy 00Iei Maccoil M1 Maccoi
KOMITAKTHOTO MUOKap/a, U3MEPEHUS IPOBOJATCS B KOHIIE 1UACTOIBbI. J[MarHOCTUYECKU
3HAUYMMOM CYUTaeTCs Macca HEKOMITAKTHOTO MUOKap/ia cocTasJstoras >20% ot ob1eit Mmacchbl
Muokapa. OHako, B KIMHUYECKOH MPaKTUKE Yyallle TPUMEHSIOTCS TMarHOCTUYECKHE KPUTEPHH,
OLICHMBAIOIINE COOTHOIIEHUE TONIMHBI HEKOMIIAKTHOTO U KOMITAKTHOT'O CJIOEB (KpUTEPHUH
Peterson S, et al.). Cornacno kputepusim Peterson S, et al., amarHocTuyecku 3HaYNMbIM
CUMTAETCS] OTHOUIEHUE HEKOMITAKTHOTO CJIOSl MUOKAp/a K KOMIIAKTHOMY, ITpeBbIlatoniee 2.3
(U3MepeHre TOIIUHBI CJI0EB MPOBOJUTCS B INACTOIY).

HecmoTtps Ha BeICOKYIO tMarHocTudecKyro eHHocTte MPT, y Hee ecTh onpeneneHHbIe
OTpaHWYEHUS, B OCHOBHOM OOYCIIOBJICHHBIE HEBO3MOXXHOCTBIO BBITIOTHEHUS HCCIIETOBAHUS
MalMeHTaM C UMIUIAHTUPOBaHHBIMU ycTpoiicTBamu. Takxke auarnoctuka HMJIDK Bo3moskHa ¢
MOMOIIbI0 METOJIa KOMITbIOTEPHOI ToMorpaduu . HekoTopsie aBTOpBI OTMEUAIOT, 4TO
YBEJTUYCHHUE YaCTOTHI MOCcTaHOBKH nuarHo3a “CHMJIDK” 00ycioBiaeHO HE TOTBKO TMOBBIIIEHUEM
WH(OPMUPOBAHHOCTH Bpadeid, HO U COBEPIICHCTBOBAHMEM METOJIMK BU3yanu3anuu. [Ipu aTom,
BO3pacTaeT 4acToTa 0OHapykeHus: eHOMEHa HEKOMIAKTHOTO MHOKapaa. OnpaBIaHHOCTh
noctaHoBku quarnos3a “CHMJIDK” y 6eccMMOTOMHBIX MAIUEHTOB € “TyO4YaThIM” MHOKapJIOM B

HACTOAIICE BPEMA ]II/ICKYTa6eJ'H)Ha. N3-3a OTCYTCTBUA AJIUTECIIBHOTO MEPHOJa TUHAMHUYECKOTO



HaOJI0/IEHUs 32 TAKUMU MAIlMeHTaMU [TPOTHO3UPOBAaHUE HCX0/1a U OLIEHKA PUCKA BHE3AMMHOM
cepaeunoit cmeptu (BCC) B HacTosIIee BpeMs HEBO3ZMOXKHBI.

Koponaporpaduro pekoMeH10BaHO MPOBOIUTH BCEM MAIUEHTAM C MPU3HAKAMH
HEKOMITAKTHOTO MUOKapAa crapuie 30 JieT Jyisl UCKIIFOUEHHUSI IEPBUYHOIO MTOPAKEHHS BEHEUHBIX
aprepuil. XOTs IIPU ayTONICUU IPU3HAKU MHOKECTBEHHBIX 04aroB HEKPO30B B CEP/ICUHOM MBIIII-
1€, B YTOJIICHHOM 3HJI0Kap/ie ¥ B Tpabekynax y manuentoB ¢ HMJDK ormeuaror MHOTHE

aBTOPBI, OHM HOCSIT BTOPHYHBIN XapakTep Ha (POHE OCIOKHEHUH OCHOBHOTO CHHIPOMA.

Jleuenue

OtuorponHoe seyeHrne HMJDK HeusBecTHO U, BEpOSTHO, HA JaHHOM 3Tale pa3BUTUS
MeIUIUHBI HEBO3MOKHO. Heo6X01MMOo J1eUnTh HE10CTaTOYHOCTh KPOBOOOpAILCHHS U
HapyILIEHHUs pUTMa CepAlla B COOTBETCTBUU
C PEKOMEHJAIMSIMH 110 JICYEHUIO U TPOPHUIAKTUKE U TPOBOAUTH MPOPUIAKTUKY
TPOMOOIMOOIUUECKHUX OCIIOKHEHUH.

Bcewm 6onbhbIM ¢ TokazanHbiM HMIDK, He3aBucuMo oT pa3mepa u ctenenu nuchynkuuu JOK,
IIOKa3aHbl IEPOPAJIbHBIE AHTUKOATYJISIHTHL. TpaHCIUIaHTalus cepAla 0Ka3aHa MalueHTaMm C
HMUJIX npu nporpeccupyroieit, pedppakreproit k geuenuto CH.

BonbHBIM CO «3710KaY€CTBEHHBIMWY HAPYIIEHUSIMU pUTMa HEOOX0JMMa YCTaHOBKA
KapauoBepTepa-aepuodpuusTopa. B cBoeit padore C. Lofiego 1 coaBTOpbI MIPUBOJAT ONHMCAHUE
4 ManMeHToB ¢ YMU30JaMH1 KeTyJ0YKOBOM TaxuKapIuu U ¢ppakuueit Beiopoca menee 35 %,
KOTOPBIM IS MPO(UIAKTUKY BHE3ATHONW CMEPTH ObLT UMITJIAHTUPOBAH KapIuoBepTep-
nedudpuIIIATOp, a TaKKe 4 MalUeHTOB, KOTOPHIM MPU HapacTaroule OnHo1anbHON
JUucyHKIMK Obla MPOBEIeHA UMILIAHTAIMS OMBEHTPUKYJISIPHOTO BOJUTEINS PUTMA.

[Iporuos
[Iporno3 6osnpHbIx ¢ HMJIK 3aBHCcHT 0T 00beMa MOpakeHHBIX CETMEHTOB, 001Iei

COKpaTHTCHLHOﬁ CIIOCOOHOCTH MHOKapJa, BPEMCHHU BO3BHUKHOBCHUSA U CKOPOCTU HapaCTaHUA



CHUMIITOMOB cepaeuHoi HepoctarouHocTh. [1o mannabiM 1. Jedlinsky n coaBTOpOB cMepTHOCTH B
teuenue 6 et cocraBuna 50 %. 13 34 GonbHBIX, HaOII0MaeMbIX B uccaeaoBanuu E. Oechslin u
COABTOPOB Ha MpoTsHKeHUU 44 MecsieB, ymepiio 12 nanueHTos (y 6 601bHBIX ObLIa
JTUArHOCTHPOBaHA BHE3aIHas cepeuHasi CMepTh, y 4 — TepMUHaAIbHAs cepAeyuHas
HEJ0CTaTOYHOCTH), 4 MalMeHTaM Ipou3BeieHa epecaaka cepia, 4 yCTaHOBIIEH KapAuoBepTep-
nedudpuuarop. [To nanaeiM C. Lilje u coaBTOPOB ,B IETCKOM MOMysIuu 3a 12 Mecsies
Habmroenus eransHocTh OonbHBIX ¢ MHJDK cocraBumna 17,1 %. M. Ritter u coaBTopsI
OTMETHUJIH, yTO U3 17 manueHToB ymepiu 8 (47 %), y 2 — Obu1a mpou3BeieHa TPAHCIIaHTALIUS

cepaua. Oco6eHHO HeraTUBHBIN MPOrHO3 HAOIIOAANN Y NAIMEHTOB ¢ (pakiueil BrIOpoca MeHee

35 %.

BriBoabr

M3BecTHO, 4TO B NATOJIOTUU HET HUYETO TAKOI'0, YTO MPUHLIUITHAIBHO ObI OTCYTCTBOBAJIO
B HopMe. HekommnakTHOCTh (“Ty04aTocTh’?) MUOKapaa sBIsSETCS HEOOXOAUMOM CTaiuei
AMOPHOHAIIBHOTO Pa3BUTHS CEPJILIA, XOTS POJIb MOBBILIEHHON TPaOEKyIIPHOCTH Ha 3TOM CTaIuu
pa3BUTHSI OKOHUYATEIIHHO HE SCHA.
Xota cunapoM HekomnakTHoro JOK Obu1 BrepBeie onucan okosio 20 et Ha3ajl, TeM He MEHee 10
HACTOSAILIETr0 BPEMEHHU HE OIPEIEICHO OTHOLIEHUE K 3TOM MAaTOJIOTUU Ha O(ULIMaIbHOM YPOBHE,
HE YTOYHEHBI BOTIPOCHI TEPMUHOJIOTUH U KIacCU(UKAIINHA. DTHOJIOTHS U TIATOTeHE3
noctamOpuoHansHoit HMJDK Takxke ocTaroTcst HeJOCTaTOUHO U3y4eHHbIMU. [IpencTaBnsercs
BepOATHBIM npeanonoxenue, 4to HMJDK — ne camoctoarensHas KMII, a nekuii obmuit
(deHoTuIl, XapaKTEPHBIH IS pa3IMYHOIO TeHETUYECKOr0 KOHTEKCTa. JleTanbHOoe H3yueHue
FeHETUYECKUX KacKaJ0B, KOHTPOIUPYIOIIKX 3MOPHOreHe3 ceplia, a TaKXKe pa3BUTHE Pa3HBIX
BapuanToB KMII, morio 6s1 nposicauth natorenes HMJDK, ero knmauyeckoe 3HaueHue u

ONTUMU3NUPOBATH MOAXOABI K JICUCHUIO U TMHAMHUYCCKOMY Ha6J'IIOI[eHI/IIO.
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