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AKTyaJbHOCTD. [IHIeBbIe AeBUAILMU IIPU PACCTPOM-
ctBe ayTrctuieckoro criekrpa (PAC) oxBaThIBalOT MIUPOKHIA
CHEKTp HapylmeHUH — OT M30MPaTeNbHOCTH A0 MOdH(ariuu
U nukanu3ma. [locneanuii mpeacTaBiseT OO0l CTOHKOE TMo-
TpebiieHHe HeCheJOOHBIX 00BEKTOB U BeTpeuaetes y 28—32%
nereit ¢ PAC, yacto oTpakas CEHCOPHYIO TUIIO- UJIH THIEp-
peakTHBHOCTB. Bcé Oombllie TaHHBIX yKa3bIBaeT Ha €ro CBS3b
C MyTallisIMH B T€HaX, PeryJHpYIOIINX HeHPOCEHCOPHYIO ITe-
penady, CHHANTHYECKYIO IJIACTUYHOCTh U STIUTCHETHIECKHE
MexaHu3Mbl. OcoOBIH HHTEPEC MPEICTABISIOT XpOMaTHH-pe-
Moaemupyromue kommiekcesl (SWI/SNF, MLL3/4), yaacTtByro-
mue B OPMUPOBAHUN CEHCOPHBIX Iienel. [Iukanusm pac-
CMaTpHUBAeTCsl KaK BO3MOXXHBIH MapKep HEHpOCEHCOpPHOU
YSI3BUMOCTH U TEHETUYECKH OIOCPEIOBAaHHBIX HapyLICHUH,
yKa3bIBasi Ha MEPCIEKTHBHI EPCOHAIM3UPOBAHHON JHarHO-
ctuku. Leab: onpenenuts 0COOEHHOCTH MPOSBICHHUH MTHKa-
uu3ma y neteit ¢ PAC.

Marepuaisl 1 MeTOABI. B viccrieoBanye BKIIOUEHBI 1aH-
ueie 40 gereii ¢ PAC B Bo3pacte 3—18 net, mpomieanmx mpo-
HeIypy MOJHOTEHOMHOTO CEKBEHHpOBaHMs. VHTepnperanus
BapUaHTOB MPOBOAMIACH corIacHO pekomeHaarsiM ACMG/
AMP 2015. IToBeneHueckue NposBICHUS, BKIIOYast MTUKAIU3M,
OLICHHBAJTY 110 KIIMHUYECKOH JOKYMEHTAIIH 1 HAOIIOACHHSM.

Pesyabrarsl. [Tukanusm BeisiBiieH y 11 00JbHBIX, Ipe-
UMYILECTBEHHO Y MaJIBYMKOB. [IpOSIBIISIICS pEryIspHBIM I10-
TpebJeHueM HEeMHUIIEeBbIX 00BbEKTOB B TedyeHue 1 mec u Oosee.
VY 9 u3 11 mereit ¢ mUKa3MoM 0OHAPyKEHBI ATOTeHHBIE UITH
BEPOSITHO-TIATOT€HHBIC BAPHAHTHI B T€HAX, CBSI3aHHBIX C PEry-
JSIIMEH CHHANTOreHe3a, SITUTeHeTHYECKUM KOHTPOJIEM H CEeH-
copHo¥t unTerparueit (ASXL3, ARIDIA, KMT2D, SHANK3,
CTNNBI, TRRAP, SETD1B, MED13L u np.). Cpeaul MUIIEBbIX
HOBEAEHYECKUX MAaTTEPHOB MTHKAIM3M 0Ka3a 0oyee CUIIbHYIO
aCCOLMAIMIO C TeHETHYECKIUMH HapyieHusMu. Koppernsinon-
HBIH aHAJIN3 BBISBIJI 3HAYMMYIO aCCOIUALIMIO MEXK/Ty HATMYHEM
MHKAIM3Ma U TeHETHYECKHMH HapyIIEHUSIMHU, OTpakasi BBICO-
KUl ypOBEHb CONPSHKEHHOCTH JAHHOTO MOBEAEHYECKOTO TaT-
TepHa C MOJIEKYJISIPHBIMH aHOMaJIUSIMU. B cpaBHeHHU ¢ apy-
TMMH THIIaMU [TUIEBOTO IMOBEICHHUS MUKALU3M JIEMOHCTPUPO-
BaJI HAMOOJIBIIYIO CTETIEHb TeHETHYECKON 00YCIIOBJICHHOCTH.

3axaroyenne. [TukausmM — 3T0 HE TOJIIBKO YacTOE MOBE-
JIeHUeCKoe mposiBieHue y aereit ¢ PAC, a BaxkubIil (eHoTHII,
JIEMOHCTPHUPYIOIIHUNA TECHYIO CBA3b C T€HETHUECKUMHU Hapy-
HICHUSIMH, B YaCTHOCTH B T€HaX, PETYNHUPYIOIIUX HEHpPOCEeH-
COPHYIO MHTETPALIMIO U SIIMT€HETHUECKYIO peryisuuio. OoHa-
pyKE€HHE JaHHOTO CHMIITOMA MOXET CIIY>KUTh MapKepoM JUIs
BBISIBIICHUSI CKPBITBIX MOJIEKYJISIPHBIX U3MEHEHHH, OTIpeaesnss
HEOOXOIMMOCTh BKJIFOUEHHS TIPHIIEIEHOTO TEHETHUECKOTO Te-
CTHPOBaHUS B KoMILIeKcHYt0 nuarHoctuky PAC. Ilepconamnu-
3MPOBaHHBIN [TOIXO/, OCHOBAHHBIN HA COUETAaHUU KIMHHMYECKUX
Y T€HETHYECKUX JITaHHBIX, CIIOCOOEH YIy4IINTh KauecTBO Beje-
Hus aereit ¢ PAC, mo3Bosisis He TOJIbKO KOPPEKTHPOBATH TIOBE-
JICHHE, HO U a/IpecoBaTh OMOJIOrNueCKHe IPHYUHBI HapyLIeHHH
MHIIEBOro noBeAeHus. JJaHHbIN NoaXo/ co31aéT MPOYHBII (yH-
JaMEHT Jutsl POPMHUPOBAaHMSI KOMIUIEKCHBIX CTPATErtid TOMOIIH.
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