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IT'EHETUKA PO3JIAJAIB AYTUCTUYHOTI' O CIIEKTPY

3niificHeHO orusiA MyOiKaIii, NPUCBIYEHUX JOCIIUKEHHIO TeHETHYHUX MEXaHI3MIB PO3JIa/(iB ayTHCTUIHOTO CIEKTpY.
3a cydacHUMHM YSIBJICHHSMH iCHY€ ABI KpailHi Gopmu ayTusmy: Gopma NpsMoi reHeTHYHOI BU3HAUYEHOCTI po3nany Ta dopma
CMaJKOBOT CXHIBHOCTI, MK SIKUMH HasiBHI pi3HOMaHITHI IpoMikHI Gopmu. YV BHIIaIKax CXMJIBHOCTI A0 ayTUCTUYHHX PO3JIaJIiB
3HAYHY POJIb Y IXHBOMY PO3BHUTKY BiAirparoTh IPOBOKYIOUI YNHHUKK HABKOJHMIIHBOTO CEPEIOBHIIA, PI3HOMAHITHICTD 1 KIJIbKICTD
SKUX Y Cy4aCHOMY TEXHOTE€HHOMY CBiTi 3pocTae. B eriosorii ayru3sMy HasBHA JOCHTb BHCOKA I'€HETHYHA CKJIAJ0Ba, IPO IO
CBITUUTH KoedilieHT Horo ycnagkoByBaHOCTI, skuit Moxe csratu 90%. Maibxe 15% Bunazakis ayTu3My HOB’ 3aHi 3 MyTalisIMH
NIEeBHUX T'eHIB, XapaKTePHUMH JUIS OKpeMHX poauH. Pemra BumaznkiB € nonirennumu. Ha nelt gac inentudixoBano nmonax 100
TeHIB, IPUYCTHHX JI0 ayTU3MY, i3 sSKuxX Oim3bko 60% mominanTaux i 6;m3bpko 40%penecuBanx. Taki reHU BUSIBIICHI IPAKTHIHO
B yCiX XpoMocomax, okpim 13-01, 1801, 21-0i Ta Y-xpomocomu. Haii6inbie ix y X-xpomocomi (45)Ta 174ii xpomocomi (7); y
PELLITI ayTOCOM — B CEPEJHROMY 110 3 T€HH.

KiarouoBi cioBa: po3naaM ayTHCTHYHOTO — CIEKTPY, TEHETHYHAa BHM3HAYCHICTh, CXWJIBHICTh, KoeilieHT
YCIAJKOBYBAaHOCT1, TCHU, MyTalIlii.

Poboma € ¢paemenmom H/P «Haguanmus, euxoeanmus, coyianvha ma mpyoosa adanmayis dimeti 3 NOpYuleHHAMU
NCUXOPI3UUHO20 POZBUMKY>.

Posnagu ayructuunoro criekrpy (PAC), abo ayTusM, € Tpynor JOCHTh BiJOMUX MOPYIICHb BUIIOT
HEPBOBOI MISUTBHOCTI. BOHW IMOYMHAIOTH BUSBIATHCS y PAHHROMY TUTHHCTBI 1 TIOJNSTAIOTh y PO3Jaji
CIUIKYBaHHS AWTHUHH 3 HABKOJMIITHIM CEPEIOBHINICM, HacaMIepen 3 IHIMMMH JIFOIpMH. Taka MHMOBLIbHA
CaMOI30JIALA TIPU3BOJUTH A0 3aTPUMKH PO3BUTKY €MOLIMHOI cepr, MOBIICHHS], Mi3HABATBHUX (QYHKLIH Ta
MOBEIHKY B3arayi. AyTH3M € JOCUTh MOIIMPEHUM PO3JIaJ0M — HOTO MOMYJIALiiHA YacToTa CKIAAae OIM3bKO
1%. XomuuKy MaroTh ayTU3M abo MOro O3HakW TpHOMM3HO y 4 pasu wyacTimre, HiK AiBdaTka [12].
JocTipkeHHsT OCTaHHIX POKIiB BHSIBWIIM YiTKY TEHICHIUIO JI0 3pOCTaHHsS IMOLIMPEHOCTI ayTU3My, Xoua
NepeBayKHA OUIBLIICTD JIFOAEH 3 UM pO3JIaJ0M HE 3aIMIIAIOTh HOTOMCTBA. MOXXHA MPHUITYCTHUTH, IO TYT
BiZlirpae TEBHY POJIb i 3POCTaHHS O0I3HAHOCTI MOCTIITHUKIB CTOCOBHO ayTH3My Ta 3aCTOCYBaHHS HHUMH
OUTBIIOT KUTBKOCTI MIarHOCTHYHIX KPUTEPIiB.

3aneXHO Bijl MOUIMPEHOCTI Ta PiBHS F€HETHYHOI 3aJIeXKHOCTI PO3Pi3HAIOTH ABi KpaiHi Gopmu PAC:
(hopma npsAMOT TeHETHYHOT BU3HAYEHOCTI aHOMaJTi Ta (hopMa CriaIkoBoOl CXMIBHOCTI 10 PO3NIAAY, MK SKUMH
ICHYIOTh PI3HOMAaHITHI TIPOMDKHI (hopmu. Y BHIIAAKax CXWIBHOCTI B eTiojiorii PAC 3Ha4Hy pois BiZrparoTh
NPOBOKYIOYWI YMHHHKH HAaBKOJMIIHBOTO CEPEAOBHUINA, PI3HOMAHITHICTh 1 KUJIBKICTh SKHUX Y CY4acHOMY
TEXHOTEHHOMY CBiTi 3poctae. lle, mepm 3a Bce, MepuHATaibHI YMHHUKH, SIKIi MOXYTh OyTH BHKJIHKaHi
BKHUBAHHSIM &IKOTOJIIO, KYypiHHAM, HEMOBHOIIHHUM XapuYyBaHHSIM, CTPECOT€HHHM IICHXOJIOTTYHUM
OTOYEHHSIM BariTHOI, 3a0pyIHEHHSM >KUTTEBOIO CEPENOBHIIA IIKiITUBAMH PEYOBHHAMH, ILIKiUTUBUMH
yMOBaM{ TIpalli, MUHYJIUM HEBHHOLIYBaHHSM BariTHOCTi, 3aCTOCYBaHHSM aHECTe3li migyac IIOJIOTiB,
KecapeBuM postrHoM Tomo [13, 28]. Bik OaTeKiB TeX BIUIMBAE HAa PIBEHH PH3WKY HAPOMKEHHS AUTHHH 3
ayTU3MOM. y IiTel 3 ayTW3MOM OijbIlla 9acToTa JITHIX OaThKiB, HK y KOHTpPONBHHX BHOipkax [18].
MOXJIMBO 1 3aJIeKHICTh € HACHIJKOM 3pOCTaHHA KUIBKOCTI HOBHMX TEHETHYHHMX MOpYILIEHb Yy TpoIeci
raMeToreHe3y y JITHIX OaTbKiB. AYTH3M MOXXYTh CIIPOBOKYBAaTH BIpYCHI IH(EKIIii, 30KpeMa KpacHyxa.
BararomiTHi JOCTiDKEHHS TIOKA3aJId, IO BAaKIMHAINS JITEH TPOTH KPacHYXH OCTOBIPHO 3MCHIITYE
HOLIMPEHICTh HE JIUIIE KPACHYXH, a i ayTH3my [7].

AyTH3M MOKe CYNPOBOIKYBATH Pi3HI ICHXOHEBPOJIOTTYHI PO3JIa/IH, YAaCTOTa ayTU3MY B SIKHX Bapiroe
B Mekax Bim 20% (ybdeposumii ckiepos) no 100% Curapom Perra), ajge MOMIMPEHIiCTh BHIIAKIB ayTHU3MY,
00TSDKEHHX LIUMH PO3TIaJIaMH, He3HaYHa — yChOTO JIEKITbKa MPOIIEHTIB [2].

KapTtrna ayTi3My 3HauHO Bapilo€ B 3aJIEKHOCTI Bifl PiBHS NATOJOTTYHOIO CTAHY, PiBHS PO3BUTKY Ta
010JIOTIYHOTO BIKY MTUTHHH, TOMY IIFO TPYITy MEHTAIBHUX BaJl BUPIMICHO HA3MBATH PO3JIaJaMH ayTHCTHIHOTO
criektpy (PAC) [12]. Po3naay ayTHCTHYHOTO CHEKTPY 00’ €IHYIOTH 3aXBOPIOBAHHS, SIKi paHillle Ha3WBAJIKCS
paHHIM JWTSYAM ayTHU3MOM, ayTH3MOM AWTHUHCTBA, ayTu3MoM KaHHepa, IMOOKHM ayTH3MOM, HETUIIOBUM
ayTU3MOM, Hecnenu(piuHIM PO3JIaZoM PO3BUTKY, PO3JIaJOM JUTHHCTBA Ta Po3iagoM Acreprepa. 3araibHi
3aKOHOMIPHOCTI yCTIQJKYBaHHS PO3JIa/liB ayTUCTHIHOTO CIIEKTPY. SIK CBIMYATh pe3yibTaTH OJIM3HIOKOBHX
Jocnipkens, ycrnaakoByBaHicte PAC Bapitoe Bim 37% no monax 90% [12]. Taky po30iXKHICTE IHOTO
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MOKa3HUKA MOYKHA TIOSICHUTH BHUKOPHUCTaHHSIM PI3HUMH JIOCHIIHUKAMH PI3HUX METOAWK (DEHOTHITIYHHUX
00CTeXXeHbh 1 MareMaTHYHUX Mojeidell mas ¥oro BusHadeHHs [29]. TuM He MeHIIE, BHCOKHI pPiBEHb
YCIIaIKOBYBAHOCTI CBITYMTH PO Te, 1110 B eTionorii PAC reHeTHYHA CKIIaioBa € BU3HaYaibpHO0. Maibke 15%
BUMAJKIB ayTU3My [IOB'sI3aHi 3 MyTalisIM{d ITIEBHUX TE€HIB, XapaKTEpPHHUMH Uil OKpeMUX poauH. Perira
BUTIQJIKIB € TOJIreHHUMHU. YUCIICHHUME TOCTIHKCHHSIMH BCTAHOBJICHO, IO KUTBKICTh T€HIB, MPUIETHUX O
ayTu3My, Mo)ke gocsratd cotenb [12]. TlpumaiiMui Ha 1eil yac ix imentudikosano moxan 100, i3 skux
omm3pko 60% nominanTHUX 1 Om3pk0 40% perrecuBHUX. 1likaBo, 1110 TeHH, MOB’ A3aHi 3 ayTU3MOM, BUSBIICHI
MPaKTHYHO B yCIX XpoMocoMax, okpiMm 13-0i, 1801, 21-0i Ta Y-xpomocomu. Haiibisbllie Takux reHiB y X-
xpomocomi (45)Ta 174ii (7); y perri ayrocoM —B cepeqHbOMY 110 3 ren [8].

I'enoMHI mOCIiPKEHHS OCTaHHIX POKIB BUSBIJIM 3HA4HMI BIUIMB Ha PAC 3aHOBO BUHHMKIIMX MYTaIlii
reniB [19]. Taki myrauii Oyyi BUSIBIICHI IEPEBXHO B POAMHAX 3 OIHIEI0 XBOPOKO JUTHHOKO MOPIBHSHO 3
pOIMHAMH, e XBOpuX miTeil Aekineka [25, 33].3Bnuaiino, HOBI MyTallil MOKYTh TPAIUTHCS 1 B POJMHAX 3
KUTbKOMA JiThMH, sIKi MatoTh PAC [26]. XapakTepHUM /T TaKUX POAMH € 3HAYHA BapiaTHBHICTH KOMIUICKCY
miarHocTnuHux o3Hak PAC cepen xBopux aiteid [23].

I'eHn i po3nmagm ayTHCTUYHOTO CIIEKTpy. | 'eHeTnuHnit MexaHisMm PAC yrepiie OyB BHSBICHHI Ha
MPUKIIaJaX Pi3HUX MOHOTEHHUX CIAJIKOBUX CHUHIPOMIB, SIKI CYMPOBOPKYBAJIMCS ayTHYHUMH O3HAKAMH —
curapomy Jtamkoi X-xpomocomu [39], xBopoOu Perra [1] i TyOepo3noro ckieposy [37]. Tak curapom gamkoi
X-XpOMOCOMH BHKIHKAcThCs MyTariero rema FMR1 (Xg27),a xBopoba Perra — MECP2 (X(g28),sxi
JIOKAJTi30BaH1 Y IOBrOMY IUIEUi X-XpOMOCOMH IMPAKTHIHO TTOPSI.

Aunte, SKIIO HaBiTh AeQEKTHUI T'eH BiIOMUIA, KJIiHIYHA KapTHHA CIPUYMHEHOTO HUM PO3NaLy MOXKe
CYTTEBO BapilOBAaTH 3aJIeKHO Bl MicI Ta XapakTepy aHomaiii OynoBu reny. Taki aHoMmalii MoNATaroTh y
3MiHI KiTbKOCTI moBTOpiB (auri. cOpy number variation — CN\Mjesroro ¢parmenta JTHK posmipom Bix
OJTHI€T THUCSYi 0 JCKITLKOX MiIbHOHIB HyKIeoTHaiB [34]. Lle siBuiiie Moxe BimOyBaTHCs a0 B MEXaxX OTHOTO
reHa, ad0 OXOITHTH MEBHY KUTBKICTh TeHIB. 3MiHa KiibkocTi ToBTopiB (3KIT) Moke BUKITMKATH BITHOCHO JICTKI
noiakTopHi  PO3NazM, 3aleKHI BiJ MPOBOKYIOYHMX YHMHHUKIB HABKOJMIIHBOIO CEPEIOBHINA, a HE
OJTHO3HAYHO TSDKKI MOHOTCHHI XBOPOOH. 3rooM Oyir ofiepkaHi MEPEeKOHINBI JOKA3H TOTO, IO Y PO3BUTKY
ayTH3My BU3HauYaJIbHY poib Bigirparots came 3KIT ¢pparmentis JTHK [24, 26, 27, 33].

Ilpu mocmimkenHi xpomocomuoro periony 15011-q13 i3 3KII OyB BusBICHMI TC€HOMHHI
IMOPUHTHHT, KOJIA €KCIIPECis MATOJOTIYHOTO TeHa 3aIe)KUTh BT Kepelia MMOXOPKEHHs — 6aThKa I MaTepi.
Skmio neit perioH opep)kaHWM Bi MaTepi 1 Mae 30UIbIIEHY KUTBbKICTh IOBTOPIB, TO Y JUTHHH PO3BHUBAETHCS
ayTi3M [17], a SKIIO KiTBbKICTh TIOBTOPIB 3MEHIIIEHA, TO PO3BUBAETHCS CHHAPOM AHrenbMana [21]. Leii ke
PETIOH 31 3MEHIICHOI KUTBKICTIO TIOBTOPIB, OJCpKaHWA Bix OaThKa, BHKIMKAE 30BCIM IHITY XBOpOOy —
cuaapoM Ipanepa-Bimmi [30].

Buie Bxe #nuia MoBa Mpo HaA3BUYAHY MiHJIMBICTH IMPOSBIB ayTusMmy. [IpHumHOIO OO MOXKeE
oyrm 3KII, sKka mposSBISAETHCS ITOMIHAHTHO 1 BIIBHAYAETHCS PIHOIO IIEHETPAHTHICTIO, HANIPUKIIA,
Mikpozenernis y nokyci 16p12.1sxa oxommoe 3rera — CDR2, EEF2Kra UQCRC2 [14].

['eHeTHYHOIO TPHYMHOIO ayTU3My MOXYTb OYyTH TakO)XK TOYKOBI MyTalii okpemux reHiB. Taki
MyTalil BUSBJICHI B T'eHaX, NMPUYETHUX 10 (YHKUiOHYBaHHs cuHarciB, Hanpukiaa, NLGN4 (Xp22) [20],
CNTNAP2 (7g35-g36) [32Jra SHANK3 (22g13) [6].OcobmmBo HebesmeuHi MyTallii B €K30HAaX TeEHiB.
Ex3onni MyTanii, npudetHi 10 PAC, BusiBieni y Hu3Mi reni, Hanpukian, POGZ (1921.3), SCN2A (2g24.3),
CHDS8 (14911.2), KATNAL2 (18g21.1j)a DYRK1A (21922.13) [9].Jlokauni3aliis TeHiB MpencTaBicHa 3a
mkepesioM [38]. T'eHeTHKa CXHIIBHOCTI 10 ayTH3MY Ta ayTHCTHYHMX O3HaK. KpiM MEHTaIbHHMX pO3JIajliB, SKi
inenTrdikyroTecs sk PAC, icHye 11i)1a TpyTia ayTHCTHIHUX O3HaK. KojkHa 3 UX 03HaK, sk 1 koxxamid PAC, y
OLTBIIIOCTI BUIAJIKIB BHKIMKAETHCS HE OKPEMOIO T'€HETHYHOKO 3MIHOIO, a iXHBbOK KomOiHamietro [16, 23].
Takuit TeHeTHYHUI MeXaHi3M, K HATOJIONIYBAJIOCS BUIIE, CHIPHIMHIOE HE BIACHE PO3JIaJI, a CXIILHICTD JIO
HBOTO. Y JOCTIHKCHHSIX TCHIB-KaHIUAATIB, MPHUCTHUAX IO PO3BUTKY ayTU3MY 1 ayTHCTHYHHX O3HAK, Cepell
iHmmMX OynW BUSIBJICHI TE€HM CTaTeBUX TOPMOHIB. Bymo moBeneHo, mio 30iMbIIECHHS! PIiBHS TECTOCTEPOHY
TIOB’ si3aHE 3 JISSIKUMHU ayTUCTHYHUMH o3HaKamu [4, 22]. Y nauienriB 3 PAC BHSBICHO MiJBUILCHUN PiBCHBb
CTEpOIHUX TOPMOHIB, Y ToMy umcii crarteBux [10], a BKHBaHHS XBOPHMH aHTHAHAPOTEHHUX IIPENapaTiB y
JesKHX BUMaIKax 0yino edexruBHIM [15].

3 PO3BUTKOM TEXHOJIOTii MOJIEKYJISIPHOTO OOCTEKEHHSI TEHOMY 3a KOPOTKHH 4ac Oyso MpOBEAEHO
TTOBHOTEHOMHHM TIOITYK 3B S3KIB MK T€HETUYHUMH 3MiHaMH Ta (DEHOTHIIIYHUMH O3HAKaMH Y XBOPHX Ha
PAC Ttprox pomoBomiB. [Ipu 11s0My BHSBICHO 1B BUMAIKHA OJHOHYKJICOTHIHOTO MOMIMOP(I3MY: yV pErioHi
mixx renamu CDH9 (5p14)i CDH10 (5p14.2) [40fa B inTporHOMY perioni rena MACROD2 (20p12.1) [3].
Ane yiie B OTHOMY pOAOBOI Oyiio BHSBICHO mpsiMuid 3B s30k Mixk TeHoM ASTNZ2 (9933.1)ra ayruzmom
[5]. JTokamizartist HaBeIleHUX TeHIB TIOJAETHCA 3a IpKepeoM [38].
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CxumpHicts 10 PAC Moxe OyTH CIIPHYHHEHOIO TaKOK 3MiHOKO KimbkocTi moBropiB (3KII). Takmit
(heHOMEH y BUIJISIII 301IBIIICHHS YKC/Ia TIOBTOPIB BUSBJICHO B OJTHOMY 13 CKJIaJHUX perioHiB 15-01 xpoMocomu
— 15g11.2 [35]. Y pe3ympTari MOBHOTCHOMHOTO IIOIIYKY 3B SI3KIB MDK TCHETHYHMMH 3MiHAMH Ta
(eHoTuniuHIMYU 03HaKamu Oyio BusiBiieHo npudetHicts reHiB CACNALC (12p13.3) CACNB2 (10p12)sxki
OepyTh y9acTh Y aKTHBIi3allii MiSTIBHOCTI TOJIOBHOTO MO3KY, A0 PI3HMX MEHTAIBHHUX PO3JIANiB — ayTHU3MY,
nediluTy yBarm Ta TiNepaKTHBHOCTI, OIMOISPHOro posnamy, Aenpecii ta mmsodpenii [11]. Kpim Toro,
mytanii reny CACNAILC ChOpuuMHIOIOTE TakoX CHHIPOM THMOTI, SIKMH MOXE CYIPOBOIDKYBATUCS
aytucTnaHuMu cumitoMamu [31]. TakuMm YMHOM, OOCTIDKEHHH MYTAHTHHH T€H MOXKE BUKIIMKATH SIK
MOHOTEHHHUU CHHAPOM, TaK 1 CXHJIBHICTh IO MCHTATLHUX PO3JIAIiB.

Ls1 >k TexHoIOTiA AOCHIIKEHHs Oylia 3aCTOCOBaHa JAJIsI ayTHCTUYHHUX O3HAK, aje TIIbKUA B OJHOMY
BUIAJKy MiATBEPLKEHO 3B’ 530K MDK PO3JIafoM COLIATBHOI KOMYHIKaIii Ta JIOKycaMu XpoMocoM 3p22.2Ta
20p12.3 [36].B inmomy mocmimkenni BuseiaeHo mytanti rean FOXP2 (7g31)ra CNTNAP2 (7935) ki
MOJKYTh OYyTH TIPUYETHI JI0 PO3JaiB MOBICHHs [41].

////W%//////////////////////////////////////////////////%////A

3a cydyacHHMH YSBJICHHSMH iCHYE JIBI KpaiiHi (opMuU po3najiB ayTHCTUYHOTO CHEKTpY: popma
npssMoi TeHETHYHOi BH3HAYEHOCTI Ta (opMa CNAAKOBOI CXWJIBHOCTI 0 ayTH3MY, MK SKHMH HasBHi
pi3HOMaHITHI TIPOMiXHI GOpMHU. Y BHMAAKAaX CXWIBHOCTI IO PO3JMaAiB ayTHCTUYHOTO CIIEKTPY 3HAYHY
poib Yy IXHBOMY PpO3BUTKY BiJirparOTh MPOBOKYIOYWI UYWHHUKA HABKOIMUIIHBOIO CEPEOBUINA,
PI3HOMaHITHICT 1 KINBKICTh SKHX Yy CY4YacCHOMY TEXHOTCHHOMY CBITI 3pOCTae. AYTH3M MOXKe
CYMPOBOKYBATH 1HII TICUXOHEBPOJIOTIYHI PO3JIaJIH, YacTOTa IOTO PO3Jaay B IKUX BapilOe B MEXax Bij
20% (ryGeposnuii ckimepo3) mo 100% €umapom Perra), aime MOIMIHPEHICTh BHIAAKIB ayTH3MY,
OOTSDKCHHMX IMMHU PO3JIaJlaMd, HEe3HaYHa — BCHOTO JIEKiIbKa IMPOICHTIB. B erioyorii ayTn3my HasBHa
JOCUTH BICOKAa T€HETHYHA CKJIAI0Ba, MPO IO CBIAYUTH KOEQIlieHT HOro yCcraaKOBYBaHOCTI, SIKHH MOXKe
caratu 90%. Maibke 15% BumaakiB ayTu3My OB’ s13aHi 3 MyTallisIMH [IEBHUX T'€HIB, XapaKTCPHUMH IS
OKpeMHXx pojauH. Pemta BumanmkiB € mojireHHuMu. Ha neii dac igentugikoBano moHan 100 reis,
NPUYETHUX 10 ayTH3My, i3 sikux Onm3pko 60% mominantHux i O6am3pko 40% penecuBHuX. Taki reHu
BUSIBJICHI MPAKTHYHO B yCiX Xpomocomax, okpim 13-0i, 1801, 2101 ta Y-xpomocomu. Haiibinbie ix y
X-xpomocomi (45) ta 174it xpomocomi (7); y pemiTi ayrocoM — B CEPeAHBOMY IO 3 TeHH. Byab-ski
MyTaui'l' [UX TEHIB MPU3BOISATH A0 PO3BUTKY ayTU3MY a00 ayTHCTHYHHUX O3HAaK.
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TEHETUKA HAPYIIEHUW AYTUCTAYECKOI'O GENETICS OF AUTISM SPECTRUM DISORDERS
CHEKTPA Pomohaibo V.M., Berezan O.l., Petrushov A.V.
[omoraiioo B. M., Bepe3an A. ., Ilerpymos A. B.
OcymiecTBIieH 0030p Pe3yJIbTaTOB HCCIICI0BAHUN TEHETHIECKUX The review of research results of genetic

MEXaHW3MOB HapylleHHH ayrtuctuyec-koro crekrpa. Cormacho mechanisms of autism spectrum disorders is caoigd
HBIHCIIIHUM TIPEJCTABICHHUAM CYIIECTBYeT jaBe KpaiiHue ¢opmel According to current ideas there are two extrenten$o
ayru3Ma: opma npsiMoii reHeTHYeckoi onpeneneHHocTH Hapymenns  Of autism: a form of direct genetic definiteness of
u ¢dopMa HacIeNCTBEHHOW CKIOHHOCTH, Mexny koropeiMu —disorder and a form of hereditary tendency to patho
CYLIECTBYIOT pa3HoOOpasHbie Npomekyrounble (opmsl. B ciysae  between which there are various intermediate iines
CKJIOHHOCTH K ayTHCTHYECKHM PacCTpOiCTBaM 3HauHTElbHYIO poiib B forms. In case of tendency to a disease the sigmifirole

ee pasBUTHH WIPAIOT TMpoBoLMpyomme (GakTtopel Okpyxatomeii in its development is played by provocative factofs
cpempl, pasHOOOpasMe W KOJMYECTBO KOTOPBIX B COBpEeMEHHOM environment, the variety and the number of which is
TEXHOreHHOM MHpE IMOCTOSHHO Bo3pacraeT. B arumonormu ayrmsma — constantly increasing in the modern techno gemedidd.
3HAYMTEJIPHOE MECTO 3aHMMaeT IeHEeTHYecKas cocTaBHas, o 4dem Genetic component takes an important role in autism
CBHUJICTENBCTBYET KOA(DHUIMEHT ero HacuexyeMoCTH, KoTopelit Moxker — etiology, because the coefficient of its heritapilcan
nocrurare 90%. IpuanHoit noutn 15% ciyyaes ayrusma sisitorest  reach up to 90%. The mutations of certain geneshare
MYyTAII|HU OIPE/ICIICHHBIX TCHOB, XapaKTepHbIC T OTACIbHBIX cemell.  reason of nearly 15% of cases of autism, typical fo
OcrasibHBle  Cllydau — TOJNMIeHHBL. B Hacrosiee  Bpems  particular families. The other cases are polyge@icer
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unentuduimposano cepie 100 reHos, mMerommx ortHourenne k 100 genes connected with autism have been detetmine
ayTu3My, U3 KOTOpbIX okoiio 60% —nomunantHbie u okoio 40% — so far. About 60% of them are dominant and abo@b 40
peneccrBHble. Takue TeHbl OOHApy:KEHbI MpPAKTHYECKH BO Bcex are recessive. These genes are found practicaligllin
xpomocomax, kpome 13-ii, 180if, 2loii u Y-xpomocomsl. chromosomes, except the 13th, 18th, 21st and Y-
Haubonbimee ux kommuectBo B X-xpomocome (45) m 170t chromosome. Their greatest number is in the X-

xpomocoMe (7); B OCTaJIbHBIX ayTOCOMaX —B CPEJHEM 110 3 IeHa. chromosome (45) and the 17th chromosome (7); iaroth
KiroueBble cCj10Ba: HapyllICHHs ayTHCTHYECKOrO CIIeKTpa, autosomes — on average there are about 3 genes.

TeHeTH4eckass  ONPENEeNIeHHOCTh,  CKJIOHHOCTh,  KOA3(HIMEHT Key words: autism spectrum disorders, genetic

HACJICTyeMOCTH, TCHBI, MyTaIlAH. definiteness, hereditary tendency, coefficient of

heritability, genes, mutations.
Crarrs Hagiiinoia 5.12.2016.
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JAPEPEHIIHHA AHATOMIYHA TA KJIIHIKO-PEHTTEHOJIOTTYHA KAPTUHA
«BAKYYM-OEHOMEHY »

CrarTsi MICTHTh QHAIITHYHUKA OIJISAA JIITEpPaTypH, NPUCBSIYCHHH MPOMEHEBIi AiarHOCTHLI 3aXBOpIOBaHb XpeOra,
CYIJ00iB y BHIAOKy 3HAaXO/DKEHHsS «BakyyM-(eHomeHy». HaBenmeHni 0coONMMBOCTI KIIiHIKO — PEHTTEHOJOTIYHOI KapTHHHU HOTo
nposiBiB. PO3IIISIHYTI MUTAaHHSA NMPOMEHEBOi MU(EPEeHIIHHOI qIarHOCTHKH B YMOBAX pi3HOI JIOKami3alii «BakyyM-(eHOMEHY» B
3aJIeXKHOCTI Bix #foro mpmumH. [TokasaHi MOXJIMBOCTI peHTreHorpadii, koM rotepHoi ToMorpadii Ta MarHiTHO-Pe30HAHCHOI
ToMorpacii B AiarHOCTHUIII.

KunrouoBi cioBa: «BakyyM-heHOMEH», «BaKyyM-e(eKT», OCTEOXOHPO3, peHTTeHorpadis, KOMII IoTepHa ToMorpadis,
MarHiTHO-pe30HaHCHa TOMOTrpadis.

«Bakyym-penomen» (BP) € aHaTOMiYHMM Cy0'€KTOM MOXIJIMBHX IOMHJIOK B JiarHOCTHII Ta
OIHIN TATOJIOTii MDKXPEOIEBUX IUCKIB uYM Cyrio0iB. Crocrepiratd Iie SBUIINE MOJXKIHMBO IPH
npoBeneHHi penrrenorpadii, KT ta MPT. HesBaxaroun Ha Te, mjo B® HaiiuacTime acoliroeTscs 3
JISTCHEPATUBHUMH 3aXBOPIOBAHHSMU JIUCKIB Ta CYTJIO0iB, BiH CIIOCTEPITa€ThCS 1 MPU iHIIMX CTaHaX Ta
naTojorisx. J[Ba mpoOjeMHi CIieHapii MOXXYTh BHHHUKHYTH IIPH aHaJi3l pPe3y/bTaTiB MOCIHIIKCHHS:
MTOMMJIKOBO-TIO3UTHBHUN JiarHO03 CeprHO3HOI MaToJOrii 3aMicTh T0OposiKicHOTO XapakTepy B® i mceBmo
HEeTaTHBHUHU JiarHo3 JoOposkicHoro xapaktepy B® y Bumagkax Oinbll cepHO3HHX OCHOBHHX
MaTOJIOTIYHUX TIporieciB. He3paskaroum Ha 1110 MOKITUBICTh TIOMUJIKH, Y BITUM3HAHIN JIiTepaTypi BiACYTHI
YiTKO O3Ha4eHi Kpurepii pospisHeHHs B® mpu pisHux npuuunHax 000 B cyrimobdax (mmckax). Mu
cnpoOyBajid TPOBECTH OIJISA JITEpaTypH, 00 BH3HAYMTH OCHOBHI MEXaHI3MH BUHHUKHEHHS,
CHUMIITOMATHKY, OCOOJIMBOCTI CKiaJIOTi4YHOI KapTHHU NPH Pi3HUX MATOJNOTIAX, a TAKOXK KITiHIYHE 3HAUCHHS
B®.

3aHMKEeHHS 3HAYEeHHS [[bOTO SBUIIA CBIIYHUTH MPO BiJCYTHICTh YCBiIOMJICHHS BaxJuBoCTI BO 3
Ooky JsikapiB. BusBnstoun cnpasxHio npuuuHy BD, MU MokeMO 3amo0irTé KoL BiJl HEONTHMAIBHOTO
JIIKYBaHHS XBOPHX.

VY BciX TKaHMHAX OPraHi3My € Tasd, a iX PO3UYMHHICTh Y HABKOJHUIIHIX CEPEIOBHUINAX 3aJICKHUTH
Big THCKy. Lle n00pe MoxHa YSBHUTH Ha NpPUKJIaAi KECOHHOI XBOpoOW abo MpH MONBOTI JIOAWHH Ha
mitaky. THCK 3MIHIOETBCS pa3oM 31 CKIAIoM KpoBi 1 Tra3y. Mik Cyriio0OBHMH IOBEPXHSIMH XpeOTa
(cyrmo6iB) i 3B'I3KOBUM amapaToM € Jeska KiabKicTb remo (pimmuu). IIpy HaCHIBHOMY PO3TATYBaHHI
IILOTO TIPOCTOPY, O0OCAT PiAMHYU MparHe 30UTBIIUTHCS 1 TUCK Maja€e, BHACIIAOK I[bOTO PO3YMHHICTH a30Ty
SHUKYETHCS, 1 a3 BHBUIBHAETHCS B MOPOKHHHY cyrioba [Ommoka! MCTOYHMK CCBUJIKH He
Ha#aen.9, 12, 17].

Ha 95% uweit ra3 — azor, mo Oymno nokazano dopmom Ta iHII. MpH TPOBEACHHI ra3oBOi
xpomarorpadii [1400mmoka! McTOUYHMK cCHIKH He Haii/leH.].

VY MonomoMy Billi B HOPMi AMCK € TYrOl0 aMOPTH3aliiHOI0 MOAYIIKOIO, IIO CKIAaJaeThes 3
MIIIHOTO (hiOPO3HOIO Kijblisd, BCEPEIUHI SIKOTO € IMYJbIO3HE SIpo. 3 BIKOM a00 IpH 3aXBOPHOBAHHIX
xpebTa Kinblie cirabinae, pyXoMiCTh Y CETMEHTI 30UTBITY€EThCSA, IO CKIIAae MePeayMOBH I MOXKIUBOI
nosiBu rasy [1, 3, 29].

CkymueHHs Ta3y B 3aKpUTOMY IIPOCTOPI Ma€ Ha3By «BaKyyM-(eHOMEHY» ab0 «e(eKTy KaBiTamii»
[ 21].

3arajgpHO TPUHHSATUM MEXaHi3MOM BHHUKHCHHS B® BBakae€ThCs BUHUKHCHHS I[HOTO SBUINA
BHACJIIZIOK HETATUBHOTO TUCKY, CTBOPIOBAHOTO B MeXKaX CYrjao00BOi MIIJIMHU YU MiKXpeOLeBOro AMCKY,
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