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BBenenne. K neknaccudunupyemoit kapamo-
muonaruu (KMII) B HacTosiiee BpemMsi OTHOCUTCS
HEKOMIIAKTHBIH ~MHOKapZl JIEBOIO JKEJIyJOouKa
(HMJLXK), sBnstromuiicst popMoii TeHETHYECKH Te-
teporeHHo KMII ¢ HamuuumeM JBYXCIOHHON
CTPYKTYpbl MHOKapja (BHYTPEHHETO HEKOMIIaKT-
HOTO M JIEKAIEro MOJ HUM KOMIIaKTHOTO CJIOA).
Knununueckue nposiBIeHUs BApbUPYIOT U BKIIIOYA-
10T B ce0sl KaKk aCUMITOMHOE TCUCHHE, TaK U BbI-
PaKEHHYI0O XPOHHMYECKYIO CEpICUHYI0 HEHOCTa-
TOYHOCTbH, Pa3BUTHE )KU3HEYIPOXKAIOIINX HapyIlle-
HUM pUTMa CepAlla U BHE3AIHOM CEepIeyHOM
cvepru (BCC). HMJDK moxer ObITh Kak camo-
CTOSITENIbHBIM 3200JIeBAaHHEM, TaK H BXOAHUTH B CO-
CTaB Pa3JIUYHbIX CHHIPOMOB.

Lenpro uccnenoBaHus SIBISUIOCH YCTaHOBIIE-
HHE TEeHETHYECKOTO /AMarHo3a y TMAalHeHTOB C
HMJIK B pamkax MOHOIEHHBIX CHUHAPOMOB U
XPOMOCOMHBIX 3a00JIeBaHUN.

MeToabl: BceM MalUEHTaM I[IPOBOIMIICS aHa-
JIU3 CeMEWHOro aHamHe3a MO CepAEYHO-COCYAH-
cteiM 3aboneBanmsiM (CC3) n BCC; xmuHAYeCKAMA
OCMOTp C OIIEHKOW CTUTM AUA3MOpHOTeHe3a; 00-
HIEKJTUHUYECKNE METO/ABl MCCIEIOBAHMS; dXOKap-
muorpadus ¢ poreporpadueirt (9XO-KI'); anek-
Tpokapauorpadus; cyrodnblii MoHHTOpUHT OKI
no Xontepy. [lo pe3ynbraram BBIIIEH3I0KEHHBIX
METOZIOB HCCIIEJOBAHUI BHIOMPAJICS METOA MOJie-
KyJIApHO-TEHETHYECKOTO aHaJIu3a: MepBOM TpyIie
MAUEHTOB MPOBEACHO HCCICAOBAHUE METOIOM
MIPSIMOTO aBTOMAaTHYECKOTO CEKBEHHMPOBAHMS BCEX
KOJUPYIOIUX 3K30HOB, a TaKXe NPHIErarolux
HHTPOHHBIX oOmactedl reHa TAZ; BTopol TpyI-
e — Hau0oJiee YacTO BCTPEUAIOIIUXCs MUKpPOe-
Jenud U MUKPOAYIUIMKAUH METOAOM XPOMOCOM-
HOTO MHKPOMAaTPHYHOTO aHaIH3a.

Pe3yabrarsl. B mepByio rpymnmy mnauueHTOB
OBLIM BKJIIOYCHBI 4 MaJlbiuKa B BO3pacTe OT 5 110
27 mecsmeB (cpeqHuii Bo3pacT — 12 MecsIieB) ¢
OTATOLIEHHBIM CEeMEHHBIM aHamHe3oM (B 1 ciy-

yae — y crapiiero Opara, ymepiiero B Bozpacte 1
roga — HMJDK; B aByx ciaydasx — TpoOaHIIbI
SIBJISITUCH JIBOIOPOJHBIMH OpaThsiMU, TIpH 0OCIe-
JIOBAaHUM BBISIBJICH JMJIATAIlMOHHBIA (PEHOTHI He-
KOMITAKTHOW KapJUOMHOIIATHH; B | ciydae — 1o
MaTepuHckol auHuM ciydan BCC MaapquKkoB /10
1 roga). [lo maHHBIM KIIMHHYECKOTO aHAJIM3a KPO-
BH oOpamiasia Ha ceOs BHHMAaHHE BBIpaKEHHAs
HEUTpoOTeHHus (CpeaHHil YpOBeHb HEHTpO(HIOB
coctasuia 0,51*109/1), KMTUHUYECKH — BBIPAKEH-
Hasl MBIIIIEYHAsI TUTIOTOHUS, 3aJep’KKa MOTOPHOTO
pPa3BUTHS, CJIOXKHOCTH C BBEICHHEM IIPHUKOpMa
(momepxusanus). [1o manaeim 3XO-KI' B 3 cinyua-
sx BoisiBiieH HMJDK ¢ nunaranueit jieBoro xemny-
nouka, B 1 ciayuae — wmsonupoBanHbelii HMJDK.
Knuangecku 3anomo3pen cuuapom bapra, mpose-
JIEHO UCCJIeIOBaHUE METOJIOM IPSIMOTO aBTOMATH-
YECKOI0 CEKBEHHPOBAHUS BCEX KOAUPYIOUIUX K-
30HOB, @ TaKXe MPUJIETAIONNX HHTPOHHBIX 00Ja-
creii rena TAZ: 'y [ByX pPOACTBEHHBIX
npobanaoB — B dk30HEe 02 memenmst c¢.208del B
TeMHU3UTOTHOM COCTOSTHUH, TPUBOISIIAS K CIABUTY
pamku cuutbiBanus p.E70Sfs*31. B nByx npyrux
cimy4asx B uHTpoHe 03 — HyKII€OTHIHAas 3aMeHa
¢.338+1G>A B IeMH3HIOTHOM COCTOSHUH, KOTO-
pas MOXXET TPHUBOAWTH K HAPYIICHHUIO CIUIANCHH-
ra; u B 3k30He 02 rena TAZ — nyxieoruaHas 3a-
MeHa C.275A>G B TEMHU3UTOTHOM COCTOSHUH,
NpUBOASALIAS K aMUHOKUCIOTHOU 3ameHe p.DI92G.
Bce BBISIBICHHBIC HYKJICOTHIIHBIC 3aMEHBI paHEE
HE OIHCAHPI, 110 TaHHBIM KOMIIBIOTEPHOTO aHAIIN-
3a (Alamut Visual, Bepcust 2.10) sBistrorcs maTo-
TCHHBIMU.

Bo BTOpyro rpyrmiy namueHToB ObLTO BKITFOUE-
HO 5 mereii (3 meBouykw, 2 MaJdbIUKa) B BO3PACTE
oT 2 10 96 MmecsIeB (CpelHUN BO3PACT COCTABUI
33,6 mecsaueB). [lo maHHBIM TNpeaOCTaBICHHON
MEIUIMHCKON JJOKYMEHTAIIMU, ONpoca CeMEeHHbIN
anamue3 o CC3 ue otsaromen. 9XO-KI' B 3 cay-
YasX BBISABJICHO COYCTAHHME JUJIATAllMOHHOTO (he-
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Hotumna kapauomuonatuu ¢ HMJDK, B 2 ciyua-
six — wm3onupoBanusli HMJDK. [lo pesymsraram
KJIMHAYECKOTO 0CMOTPAa — MHOKECTBEHHBIE CTHT-
MBI AM39MOpHOTEHEe3a: OTHOCUTEIbHAs OpaxuaaK-
TUJINS, IMHUPOKHE TEPMHUHAIbHBIE (haJlaHTH TMallb-
LEeB, M3MEHEHUE NepMaroninUKH Ha JaJOHSX,
HIIUPOKUI KOHYMK HOCAa M NMEPEHOCHE, BHICTYIAIO-
Uil 100, OTHOCHUTENbHASI THUITOIUIa3Usl CpelHen
TPETH JHUIa, TITyOOKONIOCAKEHHBIE INa3a, Y3KHe
ITa3HbBIE IIENH, JUCIUIACTUYHBIC, HU3KOIOCAKEH-
HbI€ YIIHBIE PaKOBMHBI, 3aJI€PKKa IICHX0-MOTOP-
HOTO pa3BUTHA, Y 3 U3 5 nereil — cynoporu. llpu
00cIeJ0BaHNU TOPMOHAIBHOTO MTPO(UIISI — TUIIO0-
THpeo3. MeToloM MOJeKyIIpPHO-IIUTOTeHEeTHYE-

CKOTO HCCIIEOBAaHUS C HCIIOIb30BAHUEM MHKPO-
MAaTpHULl BBICOKOM TIUIOTHOCTH MPOBEICH aHalu3
reromHoit JIHK, B xpoMocomHoO# obmactu 1p36
0oOHapyXeHBI JIEeIIH PA3HON MPOTIKEHHOCTH.

BbiBoabl. YCTaHOBIEHHUE MOJIEKYJISPHO-T€HE-
TUYECKOTO JIMAarHo3a MO3BOJISIET MPOBOJAUTH IMOJ-
HOLIEHHO€ MEJMKO-T€HETUYECKOE KOHCYJIBTUPOBa-
HHE CeMel 0 BOMpOcaM MOCIETyIONX OepeMeH-
HOCTEH, a Takke O0EeCHne4YnTh KOMILIEKCHOE
HaOJNIo/IeHNE 3a MAalMeHTaMH C MPHUBICUYCHUEM
CIEIUAIICTOB Pa3HOTo Tpoduis s CBOEBpe-
MCHHOTO JICHCHUS COITYTCTBYIOIINX MaToJIOTUN u
COCTOSIHUH (HEBPOJIOTOB, OPTOIEA0B, TUETOJIOTOB,
reMaroJIoTOB, YHJIOKPHUHOIIOTOB).
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