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Knroyesnie crnoea: HympuseHemuka, paccmpoacmeo
aymucmu4ecKoco criekmpa;, rnosiIHoeeHoMHoe
CeKgeHuposaHue, nuwesas asniepaus

Axmyanvrhocmy. HyTpureHeTrka sBIseTcsl HayKoi O BIUSHUA
TeHeTHYECKUX BapUaluil Ha MUIIEBOE MOBEICHNE U POIM MHTa-
TEJBHBIX BELIECTB M OMOJOTMYECKH aKTUBHBIX MUIIEBBIX COEIU-
HEHUH Ha cocTosHue opranusmMa. MHdopmarys o reHeTn4ecKux
0COOCHHOCTSIX MO3BOJISIET MIOIyYUTh HOBbIE 3HAHUS, HAIIPABJIEH-
HbIE Ha JIyYlllee TOHUMAaHUE B3aUMOACHCTBHUN NMUTATEIbHBIX Be-
[IECTB M TEHOB C KOHEYHOH LENbI0 pa3pabOTKH MepCOHATH3HPO-
BaHHBIX CTPATETHH MUTAHMS ISl ONTHMAIBHOTO 3J0POBbS U IPO-
(unakTHKY 32001€BaHUi y JeTeH.

Lenv: onpenenuTs HyTPUTCHETUIECKUE OCOOCHHOCTH Y Je-
Tel ¢ paccTpoiicTBoM ayTuctuueckoro crekrpa (PAC).

Mamepuanvt u memoowt. IIpoBenéH aHaIU3 MUILIEBOM MTEPEHO-
CHMOCTH Ha OCHOBaHMH HYTPHI€HETHIECKOTO TECTUPOBAaHHS 32
nareHToB ¢ PAC B Bo3pacte 15-18 ner (cpennuit Bo3pacr 16,2 +
1,2 rona), mpoIeANtX NPOLeAypy NOTHOTCHOMHOTO CEKBEHUPO-
BaHus (III'C). U3y4ancs nonmumopdusm renoB STAT6 (amneprus
Ha Moinoxo), HLADRBI1*0301 (nepeHocuMoOCTh IIt0TeHa), AMY1
(nepenocumocTb Kpaxmaina), MCM6 (IepeHOCUMOCTb JaKTO3bI),
ClIORF30/LRRC32 (numeBas ayuteprusi). Takke u3ydaics reH
FGF21, oTBETCTBEHHEBIH 3a BJCYEHUE K CIAAKOM IHUIIE.

Pesynomamur. Ipu [1I'C nmarorenHble BapuaHThI BBISIBICHBI
y 12 (38%) nmauuenrtos B cnepyroumx renax: KMT24, FGFR3,
CUX2, NSD1, PTEN, SHANK3, ANKPDI11, ARIDI, WDR26,
PHF6, DDX3X, MECP?2. Ilpu aHanu3e HyTpUT'€HETUYECKOTO Te-
CTa YCTAHOBIICHO, YTO HOPMaJbHas HEPEHOCHMOCTH TIIFOTEHA OTIpe-
nemsinack y 27 (84%) nereit, y ocTanbHBIX 5 geTeid ObUT BBISBICH
nonumopdusm reda DRBI1*0301. B 41% cnydaeB Oblia onpene-
JIeHa IIPEAPAcHONOKEHHOCTh K HEEPEHOCUMOCTU MOJIoKa (T10-
aumopdusm reHa STAT6), B 91% BbLsABICHAa HENEPEHOCUMOCTD
kpaxmana (momumopdusm rena AMY1). IIpenpacrnoioKeHHOCTb
K HENIEpEHOCHMOCTH JIAKTO3BI cocTaBuia 84% (momumopdusm re-
Ha MCM6). Y 63% GonbHBIX ObLIA BBISBICHA MPEAPACIIONOKEH-
HOCTb K IHIEBOH amnepruu. ¥ 69% mnauueHToB BbIABIEHA Ie-
HEeTHYecKas IPeAPacIONOKEHHOCTh B YIOTPEONEHUH CIaJKUX
IIPOAYKTOB, B 99% cilydaeB 3TH MAl[MEHTHI IPEIIOUUTAIN YIIO-
TpebnaTh cnagoctu. B 12% ciydaes 6bU10 OlpesiesieHO Halluuue
npeanouTeHus u B 19% orcyTcTBHE moTpeOdHOCTEN B yroTpebe-
HUH CITAJIKUX TPOTYKTOB.

3axnmouenue. Ilpn aHanM3e HyTPUTEHETHUECKOTO CTaTyca y
nereit ¢ PAC BbIABIEHA NPEPACcIIONOKEHHOCTD K MUILEBOH ajiep-
T'MH, HENIEPEHOCUMOCTH JIAKTO3bI, KpaxMala, MOJIOKa 1 B MEHbLIEH
CTEIEHU INIIOTEHA. YCTaHOBIEHA B3aUMOCBSI3b MEXY yoTpeoie-
HUEM CJIQIKOH IHIIN U TeHETHYECKON MPEeIpacIioNOKEHHOCTBIO K
crnagkoMy. OnpezienieHne HyTPUTeHETHIECKIX 0COOEHHOCTEH Mpu
PAC y neteii ciocoOCTBYyeT pa3paboTKe MepCOHATM3MPOBAHHOTO
HOZIX0/1a K COCTABJICHUIO JICYEOHBIX CXEM M ONTUMU3AIUU IIUTa-
HUs OOJIbHBIX.



