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Axmyanonocme. Kapmuomuonarust (KMII) ¢ aumatannonasM
(eHOTHIIOM — TreTeporeHHasl rpymnma 3a0oJeBaH1i MUOKapAa,
NPUBOAAIIUX K AUJIATALUU JIEBOTO XKEJIyAo4Ka U CUCTOIUYECKOM
TUCHYHKIMN, XapaKTePU3YIOLIAsCS TPOTPECCUPYIONIMM TECUCHHU-
€M ¥ BO3MOXKHBIM HeONaronpusaTHBIM HcXomoM. OCHOBHAsSI TIPH-
qrHa 0O0JI€3HU — MYTAIlMU T€HOB, KOAUPYIOUIHNX OEIIKH KapIro-
muonuToB. o 50% cimywgaes KMII ¢ punararioHHBIM (DEHOTH-
IIOM COCTABIISIIOT ceMeiiHble hopMbl, nebroT 3a0oneBanus B 70%
CJIy4acB IPUXOAUTCA HA 1-i I'OJ )KU3HHU, OAHAKO OIIHMCaHbI ClTydau
BBISIBJICHHS 3200JI€BaHNUS U Y B3POCIIbIX.

Onucanue knunuveckoeo cayuas. Minaamemy cuocy B ceMbe
B Bo3pacte 1 mMec Obuta quarnoctuposana KMII ¢ numaranuon-
HBbIM (DEHOTHUIIOM, B CBSI3H C YeM OH ObLT 00CIIEIOBaH B Kap/Ho-
noruueckom otaeneHud. [pu sxokapauorpaduu (IxoKT') Obuia
BBISIBIICHA JMUIaTanus JieBoro xenynouka (JIXK) co cHmwkennem
COKpaTUTeNbHOH criocoOHocTH ¢ (pakuueii Beiopoca (OB) 39%,
MUTpaJbHAs HEOCTATOYHOCTh |—2 CTEeNeH!, BTOPUYHBIC IPUYH-
HBI PEMOJIENPOBAHIS ObLIH HCKITIOUEHBI. MaparKy OblIa Haya-
Ta Tepanwus, HalpapJjeHHas: Ha KyMpOBaHHE CUMIITOMOB XPOHU-

yeckoit cepaeuynoit Henocratounoctu (XCH), Ha oHe koTOpOit
OTMEUCHa HOpMaJIM3alus pa3MepoB KaMep cepila U CUCTOINYe-
ckoii pynkimu. ITo TaHHBIM MOJIEKYIIIPHO-TEHETHYECKOTO HCClle-
JIOBaHMsI ObUIM BBISIBJICHBI TOTEHIMAIbHO PHYUHHBIC BAPUAHTHI
B 2 reHax: MYH7 (¢.2660T > G, p.L887R) u PRKAG2 (c.514C >
G, p.Q172E). llpu npoBeJeHNU aHaJIW3a CeMEiHO cerperanun
OBUIO YCTAHOBJICHO, YTO BapuaHT B reHe MYH7 Obul yHacleno-
BaH OT OTIa, a BapuaHT B rene PRKAG2 — ot marepu, y cTap-
IIeH POJHOHN cecTphl ObLIM BEIBIECHBI 002 HyKICOTUIHBIX BapUaH-
ta. Hauaro muHaMuyeckoe HaOMIOCHUE YJIEHOB CEMbU: Y CECTPBI
B Bo3pacte 4 jer Brepsble orMedeHa auiaranus JOK co cHioke-
HueMm @B, 4TO MO3BOIMIIO CBOEBPEMEHHO HAYaTh KOMILIEKCHYIO
tepanmio XCH, a crycts 3 roga HaOmoneHus, B BO3pacTe cTap-
mre 40 7et, y oTia OblIa BU3yaln3upoBaHa KapTHHA JIMJIaTalioH-
Horo ¢eHotuna KMII co cHikennem @B, Obliia HHUIIMMPOBaHA
KapAUOTpPOIHas Tepanus, y Marepu usMeHenus npu IxoKI ot-
CYTCTBOBJIM. DTO MO3BOJIMIIO 3aKIIOYHUTh, YTO UMEHHO HYKJIEO-
TUIHBIA BapHaHT B TeHe MYH7 y 4I€eHOB TaHHOW CEMBH SIBIISET-
sl IPUYUHOI 3a00s1eBaHusl.

3akmouenue. JIns yTOUHEHHUS TeHe3a QUIaTAllMOHHOTO (de-
Hotuna KMII HeoOXoauM TIIATENbHBIN U PEryspHbIA ceMeii-
HBIA KapJUOJIOTMYECKUN CKPUHUHI, BKIIOYAIOIIUNA MOJIEKYJIsp-
HO-TE€HETUYECKOe 00CIe0BaHNE U IIPOBEICHUE CErPEralliOHHO-
TO aHa/M3a B ceMbe. PaHHssI BepuUKaIHs ceMeHOTO XapakTepa
3a00JIeBaHMs CIIOCOOCTBYET CBOEBPEMEHHOMY HAdally JICUEHHS
YWIEHOB CEMbH U BO3MOXHOCTH IIPOTHO3MPOBAHMS TEUCHHUS U HC-
XOJI0B 3a00JIeBaHUs.



