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BBenenue

AyTU3M — 3TO HeWporncuxuarpuyeckoe 3a0ojeBaHUE, KOTOPOE XapaKTepuszyercs
HapylIEHUEM COLMAIBbHOM KOMMYHHMKAIIMM W OTPAHUYEHHBIMH, IOBTOPSIOIIUMUCS
MoaensiMA noBeAeHus. [IpUunHBl pa3BUTHS PACCTPOWCTB AYTUCTUYECKOTO CIIEKTpa
(PAC) mpomomkaroT akKTUBHO HCCIEOBAThCS, © 0C0O00€ BHHUMAHME YACNAETCS Kak
FeHETUYECKUM, TaK U DJMNHUTeHeTHYecKuM (akTtopam. ['eHeTHueckue MyTaluu U
SIIUTECHETUYECKNE W3MEHEHUS WUIPAIOT KIIOYEBYIO POJb B MOIYJSIHUUA 3KCIPECCHU
T€HOB, YTO B CBOKO OYEPEIb BIMSAET HAa PA3BUTHE HEPBHOU CHCTEMBI U BEPOATHOCTH
pa3BUTHS ayTHU3MA.

3a mocnegHue nAecATWIEeTHd Oblla MpoBEeACHA OOImMpHas padoTa MO BBISBICHUIO
IF€HETUYECKUX MApPKEpPOB, CBS3aHHBIX C ayTU3MOM. OTH HCCIIEIOBAaHUS BKIHOYAIIN
KpyIHOMAacIITa0Hble TE€HOMHBIE aHAJM3bl, KOTOPbIE MO3BOJIMIN HUACHTHU(PHUIIMPOBATH
COTHHM ITOTEHIMAIBHBIX TEHETUUECKUX BAPUAHTOB, MOBBIIIAOIIUX pUCK pa3BuTUs PAC.
B yacTHOCTH, BBIAENAIOTCS KOMMHHBIE BapUAIIMK U PEIKHE MyTallui, OOHAPYKEHHbIC B
reHax, OTBETCTBEHHBIX 32 CUHANTUYECKYIO (YHKIUIO U Pa3BUTHE MO3Ta.

I'eHeTH4YecKHe acIeKThbI PAa3BUTHA aYTU3MA

I'eneTnyeckas MpeapacrnoI0KEHHOCTh K ayTU3MY ITOATBEPKAAETCSI MHOTOYUCIIEHHBIMA
HCCJICIOBAaHUSIMHY, BBISABIAIOIIMMUA MYyTallMd U MOJUMOP(U3MBI B TaKUX T'€HAX, Kak
SHANK3, MECP2 u FMRI. Ot reHsl y4acTBYIOT B Ipoleccax HEHpOHaIbHOU
MJIACTUYHOCTU U (POPMUPOBAHUU CHHANTHYECKHUX cBsA3eil. Hapyiienus B ux cTtpykrype
MOTYT MPUBOJIUTH K TUCHYHKIUU LIEHTPATIbHON HEPBHOW CHCTEMBI U MOBBIIIATH PUCK
pa3BUTHS ayTHU3Ma.



CeMeliHbIe HCCTIEIOBAHUS MTOKA3aJIHM, YTO PUCK ayTH3Ma 3HAYUTEIILHO BBIIIE y OpaTheB
u cectep aeteit ¢ PAC. MccnenoBanus 61u3HEIOB OATBEPAUIN 3HAYUTEIBHYIO 10O
HaclelyeMOCTH ayTu3Ma, KoTopas MoxeT npocturatb 90%. DTo mnoaTBepkaaeT
THIOTE3Y O BAXKHOCTH TEHETUYECKUX (DaKTOPOB B MATOTeHE3€ 3a00ICBaHUSI.

INMUreHeTHKa u AYTU3M

ONUTreHeTUKa H3y4aeT MEXAHU3Mbl, KOTOPbIE PEryJUpPYIOT aKTUBHOCTh I'€HOB 0O€3
n3MeHeHus nociegoBarenbHOoCcTH JIHK. K OCHOBHBIM SMUTr€HETHYECKUM MEXaHHU3MaM
otHOcsATcs metunupoBanue JIHK, monudukaum rucTOHOB U PETyINISIus C IIOMOIIBIO
Hexkopupytomnx PHK. MccnenoBanus moka3sIBarOT, YTO SMUTCHETUYECKUE U3MEHECHUS
MOTYT OBITh BBI3BaHBI (PaKTOpPaAMHU OKPY>KAOIIECH CPEJbl, TAKUMH KaK CTPECC, TOKCHHBI
1 OCOOCHHOCTH MUTAHUS MaTEPH BO BpeMs OEPEMEHHOCTH.

OgauM  u3  HamboJee M3ydyaeMblX OIUTEHETUYECKUX  IMPOIECCOB  SIBISETCS
metunupoBanne JIHK. Hapymienuss B ypoBHE METWIMpOBaHHUS psijia TE€HOB ObLIU
oOHapyxenbl y nereir ¢ PAC. Kpome Toro, Mmoaudukanuu TMCTOHOB TAKKE WUTPAIOT
BaXKHYIO POJIb B PETYJISIIMU aKTUBHOCTHU F€HOB, BOBJICUEHHBIX B PA3BUTHE ayTHU3MA.

COBpeMeHHbIe HCCICJ0BAHHUA B o0J1acTH AyTHU3Ma

Haquble HY6JII/IK3HI/II/I IIOCJICAHUX JICT IOCMOHCTPHUPYIOT paCTYIHI/Iﬁ HHTCPCC K
KOMILUICKCHOMY aHAJIN3y I'CHCTHYCCKUX H 3IHUICHCTHYCCKHUX (baKTOpOB. HpI/IMeHeHI/IG
MCTOJ0B CCKBCHHUPOBAHHA HOBOI'O ITIOKOJICHUA W 3IMUI'CHOMHOI'O aHaJIM3a ITO3BOJIMIIO
BBISIBUTH CHeHI/ICI)I/I‘—ICCKI/Ie SIMUI'CHCTUYCCKNUEC MAPKCPbI, aACCOONMHUPOBAHHBLIC C ayTU3MOM.
OTHn MAapKepbl MOI'YT HCIIOJIB30BAaTbCA IJIA paHHCﬁ JAUAarHOCTHUKHU U pa3pa6OTKI/I HOBBIX
MCTOAO0B TCPAIIHNH.

bosbiioe BHMMaHuE ynensieTcsl B3auMOACHCTBAIO T€HETUUECKUX M SIUT€HETUYECKUX
(akTOpOB, YTO MO3BOJIAET PACCMATPUBATH AyTHU3M KaK pe3yJbTaT CJIOKHOW CHCTEMbI
MepeKpecTHhIX  perymsaiuid. KoMOWHUpOBaHHBIM  aHANW3  TEHETUYECKHX U
SIUICHETUYECKUX JAaHHBIX OTKPBIBAET HOBBIE IIEPCHEKTUBBI B HCCIEIOBAHUU
raToreHe3a ayTu3Ma U Mmo3BOJIsieT pa3padaThiBaTh HHHOBALIMOHHBIC METO/IbI JICUCHHUS.

IlepcniekTUBBI UCCJIEJOBAHUNA U HOBBIE MOJAX0AbI

Bynymue uccnenoBanust B 00JacTi FeHETUKHM U SITUTEHETUKU ayTH3Ma HalpaBJieHbl Ha
CO3/1aHHE TEPCOHAJIU3UPOBAHHBIX METOAOB JIEUEHUs, KOTOpble OyayT Yy4YWUTHIBATh
VHAVBHUAYaJIbHbIE T€HETUYECKHE U SMUT€HETHYECKHe Mpo(uiu manueHToB. BaxHoi
3ajaued  sBiseTCs  pa3paboTKa  MpenapaToB, CHOCOOHBIX — MOJIU(DHUIIMPOBATH
AIUTCHETUYECKUE U3MEHEHUS, U CO3JJaHUE METOA0B KOPPEKIIMN T€HETHUECKUX MYy Tallui
C MCTIOJIb30BaHUEM TEXHOJIOTHH pelakTHpoBaHus renoma, Takux kak CRISPR/Cas9.

Takxe paccMaTpUBaIOTCA NOAXOAbl K HEMHBA3UBHOW IMATHOCTUKE ayTU3Ma Ha OCHOBE
aHaJIN3a YIUTCHETHUYECKIUX MAPKEPOB B KPOBU U JPYTUX OMOJOTHYECKUX JKUIKOCTSX.
DTO MO3BOJIUT BBIABIATh PUCK pa3BuThs PAC Ha paHHHX CTaausiX U KOPPEKTUPOBATH
BO3JICHCTBHE OKPY>KAIOLIEH CPeIbl JIJIs1 CHIYKEHUS BEPOSITHOCTH Pa3BUTHS 3a00JI€BaHMUS.
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3akJIrouyeHue

KoMmriekcHpI MOAX07 K HM3YyYEHUIO TEHETHYECKUX M JMHUTeHETUYECKHX (DAKTOPOB
pPa3BUTHUS ayTU3Ma OTKPHIBAET HOBBIE BOZMOKHOCTH JIJIsl IOHUMAaHUS MMaTOreHe3a 3Toro
CJIOXHOTO 3abosneBanud. [IpogomkeHue uccieqoBaHUM B 3TOM 00JACTH TO3BOJIUT
pa3zpabaTbiBaTh 3(PQPEKTUBHBIE METOAbl NPOMUIAKTUKH, JIUArHOCTHUKUA M Tepaluu
ayTU3Ma, yJaydlllasg Ka4eCTBO KU3HU MAllUEHTOB U UX CEMEN.
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