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AKTyanbHOCTh. AmnzaporeHHas anomnenust (AI'A) saBnsercs oaHON w3  Haumbonee
pacripocTpaHeHHbIX (popM 00sbIceHHs. OHa MOXKET CYIIECTBEHHO MOBJIMATh HA ICUXOJOIMUECKOe
COCTOSIHME YEJIOBEKA, BbI3bIBAsI CTPECC, HU3KYIO CAMOOLIEHKY, JENPECCUI0, COLUAIBHYIO U30JISALIUI0 U
yXyJAUIeHHe KadyecTBa >KU3HU. ['eHeTHueckoe TeCTUPOBAaHME Ha IpPEapaclojokeHHOCTh kK Al'A
MIOMOTAeT TPEAYNPEAUTh pPa3BUTHE OOJIBICEHMS, TOA00paTh Hamboiee 3()(EeKTUBHBIE METOIBI
NpOGUIAKTUKY U JICUCHHUSL.

enab: mpoaHanu3upoBaTh 4YaCTOTY BCTPEUYAEMOCTH PUCKOBBIX aJUIeJiell B IPYIINE NAalUEHTOB
c AT'A; OLEHUTb KOPPESLHI0O MEXAy T€HEeTMYECKMMM BapHaHTaMH, IMPeIpacloiaraloliuMU K
pa3Butnio AI'A, 1 BbIpaXEHHOCTBIO KIIMHUYECKUX ITPOSBICHUI.

Martepuanbl 1 MeToabl. VccienoBanue npoBoaAniIoCh B IHCTUTYTE F€HETUKH U LIUTOJIOTUU
HAH Benapycu un MmeauimHckoM 1ieHTpe «Banepa» B nepuon ¢ pespans 2023 roga o dheBpans 2024
roga. O6cnenoBano 35 mun (17 myxuuH u 18 xeHuH) B Bo3pacte oT 19 ner mo 51 roga c
HCIOJIb30BAaHUEM CTaHIAPTHBIX METOAOB KIMHMYECKOTO OCMOTpA. BBIpaKE€HHOCTh KIMHUYECKUX
nposiBieHuit AI'A y Myx4uuH oneHeHa no mkaine HopByna, y skeHmmH — no mkane Jlroasura.
MonekysipHo-reHeTHIeckuii aHanmm3 oOpasnoB JIHK, BeiaeneHHBIX w3 OyKKaJILHOTO SITUATEIHS,
BbinosiHeH MetonoM IILIP B peanbHOM BpemeHu. CTaTHCTHUECKUM aHAIU3 JaHHBIX MPOBEACH C
HCI0JIb30BAaHUEM METOJI0B BAPUAILIMOHHOMN CTaTUCTHKHU.

Pe3yabTaThl M 00cyxk1eHne. M3yueHsl cienyromue noauMopQHble J0Kychl: 152497938 rena
arygporenoBoro perenropa (AR), rs1385699 rena penenropa k skromuciiasuny A2 (EDAZR),
1s2073963 rena rucronaeaneruiassl 9 (HDAC9) u rs6047844 mexrennoit obnactu PAX1-FOXAZ2,
— KOTOpBIE, KaK U3BECTHO I10 JINTEPATyPHBIM JTaHHBIM, accoruupoBansl ¢ AI'A. HacroTa puCKOBBIX
ajeneil B uccienyemoil rpynmne coctaBuna 87,0, 87,0, 31,4 u 57,1%, COOTBETCTBEHHO MJis
152497938, rs1385699, rs2073963 u rs6047844. Ilpu 3ToM YacToTa PHUCKOBBIX ayljiesiell Tpex
nonuMopdHBIX JOKycoB (152497938, rs1385699 u rs6047844) Obuia cyiecTBeHHO Bblie (Xu-
kBagpar, p=0,002), mo cpaBHeHHIO cO cpeaHenomysuuoHHBIMA MaHHbIME (1000Genomes), urto
MIOATBEP>KIaET UX BBICOKYIO 3HAUMMOCTb B pa3BuTuu Al'A.

B noarpynmne MyXuuH 2 pUCKOBBIX '€HOTUIIA ObUIM BBIABIEHH ¥ 8 (47,1%) manueHTos, y
KOTOpBIX KJIMHHYecKas kaptuHa AI'A cooTBeTcTByeT 2—3 CTelneHH; 3 PUCKOBBIX T€HOTHNA — Yy 8
(47,1%) nanuenToB, cooTBeTCTBYET 4—5 crenenu; 4 puckoBbix reHorumna —y 1 (5,8%) namnuenra,
COOTBETCTBYET 6 creneHu. B rpynme skeHIMH 1 pucKOBBIA reHOTHN ObUT BbIBIEH y 4 (22,2%)
MAlMEHTOB, KIMHNYECKAasi KapTUHA COOTBETCTBYET 1 crenenu; 2 puckoBsIx reHotuna —y 10 (55,6%)
MalUEeHTOB, COOTBETCTBYET 2—3 cTemeHu; 3 pHUCKOBbIX reHotuna — y 3 (16,6%) mnamueHToB,
COOTBETCTBYET 3 CTEIECHHU.

BeiBoabl. Ha ocHOBaHMM NOJyYEHHBIX JAHHBIX YCTAaHOBJIEHO, YTO MAaKCHUMaJbHas 4acTOTa
BCTPEUAEMOCTH PUCKOBBIX ajienei y manueHToB ¢ AI'A HabmonaeTcss B MOJIUMOP(HBIX JIOKycax
reHoB AR (1s2497938, 87%) um EDAZR (rs1385699, 87%). Ona cCymecTBEHHO NPEBBIIIACT
CPEIHENOMNYISIIIMOHHbBIE JaHHble. Tak jke BBISIBICHA TEHJIEHLUS CBSI3U MEXIY KOJIMYECTBOM
PUCKOBBIX I€HOTHUIIOB U BBIPAKEHHOCTHIO KIMHUYECKUX NMpOsiBIeHUH AI'A Kak y My)KUuH, TaK U
KEHILMH.
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