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AKTYaJIbHOCTB. 3HAUUTEIBHBIN MPOrPecc TOCTUTHYT B MOHHU-
MaHHH TeHETHYECKON OCHOBBI IMJIATAIHOHHOTO (hDeHOTHIIA KapArO-
muonaruu (KMIT). B HacTosiiee Bpemst BeisiBiieHo Oomnee 50 mpu-
YUHHBIX T€HOB, CPEIN HUX CYLIECTBEHHYIO YacTh 3aHUMAIOT TeHBI
z-1ucka. HecMoTpst Ha MeroIuecst 10CTIXeHHs, TpeOyeTcs ompe-
JieJIEHNE KIMHUKO-TeHeTnueckux koppemauuii npu KMII y nereit.
Leasb: onpenenuTs KIMHUYECKUE U TEHETUYECKYI0 0COOEHHOCTH
OONBHBIX ¢ TUIIAaTAlIMOHHBIM (heHoTuom KMIT.

Marepuanasl u MeToabl. Ob0cienoBano 196 nanueHToB
¢ nunaraioHHbM penorunnom KMII, o0cienoBaHHBIX B Teye-
Hue 2015-2024 rr., npoBeaeHO MOJEKYIIPHO-TEHETUYECKOE HC-
CJIeJIOBAaHHE METOJIOM BBICOKOIIPOU3BOAUTENEHOIO CEKBEHUPOBA-
Hus. BeisiBneno 203 HYKICOTHAHBIX BapHaHTa, TIOATBEPIKAEH Mep-
BUYHBIN reHe3 3a00IeBaHus.

Pesynbrarsl. BapuanTs! B reHax z-aucka coctaBuinu 11,7%
(n = 23), cpean HuX BapuaHThl B reHax NEXN (5,91%; n = 12),
ACTN?2 (3,45%; n =T7), MYPN (1,48%; n = 3) u BAG3 (0,99%;
n=2).Y 9 (39%) GonbHbIX ObLIa BBISBICHA YacTas JACIEIH
c.1949 1951del B rene NEXN. B 1/3 city4ae onpe/eneHa ceMeii-
Has (popma 3adonesanus, GpeHorun KMII y ponurteneit u nereii
cosmanan B 100%. MeauaHa Bo3pacta ae0rora coctaBuia 3 Mec
[IQR: 1,5-12,0]. [Tpu nepBuuHOM 00CII€I0BAHUH OOJIIBHBIX CHMITTO-
MBI CEpAEUHON HEZOCTAaTOYHOCTH OBUTH HE BBIPaXEHHI Uy 82,7%
cootBercTBoBaNY 11 hyHKIIMOHATBHOMY Kiaccy. McxonHsle mapa-
METPBbI ObLIM yMEPEHHO U3MEHEHBI, Memuana [Q ; Q,]: yposenb
N-KoHIIEBOTO (hparMeHTa MO3rOBOr0 HATPHUIYPETHUECKOTO MENTH-
na coctaBui 1462 nir/mn [186,9; 2339], Z-score KOHEUHO-AUACTONH-
yeckoro pasmepa (K/IP) nesoro xenynouka (JIXK) +2,88 [2,2; 4,0],
(paxuus Beiopoca (PB) JIK 41,5% [33; 48], Z-score nieBoro npe-
cepmus +1,83 [1,28; 2,30]. V 17,4% OonbHBIX ObLT BBISIBIICH HEKOM-
nakTHbI Muokapa. Cpeau HapyuleHuil purMa cepauay 11 (47,8%)
JeTei peructpupoBanach Opagukapaus, y 3 (13%) O0oapHBIX —
JKEITyZI0YKOBEIE apUTMUH BBICOKHMX rpaganuii. Ha doHe nedenus
y 94% narnuenTtoB ormedeHo yiyuienue OB 57,5% [51,75; 61,25]
n Hopmammzauust KJIP JOK +0,75 [0,44; 2,12]. 5 u 10-netHss BbI-
KHBaeMOCTb cocTaBid 93,3% 3a cuér ciryyas JeTanbHOro ucxona
B Bo3pacTe 50 Mec y GonbHOTO ¢ Aenenueit c. 1949 1951del B rene
NEXN. 1 natpenty ¢ BapuaHToM B TeHe BAG3 (¢.367C>T) npose-
JIeHa TpaHCIUIAHTaIUs cepara B Bo3pacte 17 Jer.

3akJrouenue. Z-auck-accornnnpoannsie KMII y nereii ne-
MOHCTPHUPYIOT PAaHHIOI0 MaHU(ECTaluIo 3a00I€BaHUs U OTHOCH-
TEJILHO ONaronpusaTHBIN KITMHUYECKUH PorHo3. [lepcriekTHBHOM
SIBJISICTCS KOMIUICKCHAsI OLICHKA CIIEKTPa TeHETHISCKUX BapHaH-
TOB B FeHaX Z-AKMCKa U UX KOPPEISIIUH C KIMHUIECKHMH MPO-
siieHusIMHA. CHCTeMaTu3anys JTaHHBIX O TeHeTHYECKUX MPUIH-
Hax KMII co3nmaér ¢ynmameHT ams pa3paOoTKH MPEIMKTUBHBIX
Mojesiel TeueHus OOJIC3HN W MHIMBHYAIU3allUN TepareBTHYe-
CKUX CTpaTerui.
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