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BBEJEHUE

PaccrpotictBa aytuctnueckoro criekrpa (PAC) —
3TO MHOTOKOMIIOHEHTHOE, IOJINKay3ajJbHOe Hapy-
[IeHHe TICHXHYECKOTO Pa3BUTHSA, MPOSBIIIONIEECS
BBIDOXKCHHON COLMAIBHOM JAe3afanTanuei. ITo
HapylieHne npuoOpeno TII00aIbHBIA XapakTep, O
YeM CBHJETENBCTBYET PacTyIas ero Jacrora. Tak,
B 1995 r., PAC Bctpewanocy y 1:5000 nereit, B
2009 r. y 1:110, B 2012 r. —y 1:88, B 2014 1. — y
1:63, B 2017 r. — y 1:50. YcraHoBieHO, 4TO Kax-
nele 20 MUHYT pErucTpUpyeTcss HOBBIM cCilydait
PAC. U ceronng mamenToB ¢ PAC HacuuThIBaeTcs
6onee 70 muH. CormacHo OQUIIMATBFHBIM CTATHC-
tndeckuM nmaHHeiM MO3 Vipawssl, 3a 5 met (c
2009 mo 2013 rr.) 3aboneBaemocts PAC BhIpOCIa
Ha 194% — ¢ 17,0 mo 48,2:100000 nmerckoro
HaceneHus. [IpoOnemaM mMHMPOKOTO pacmpocTpa-
Hennss PAC mocBsieHbl MHOTOYHCICHHEIE HCCIIe-
moBanus (Fombonne E., 2003; Baxter AJ, et al,,
2015; Christensen et al., 2016), HO, HecMOTpsI Ha
OONBIIIOE  KOJMYECTBO TMPOBEACHHBIX TIYOOKHX
uccnenoBanuit, npuuunel snuaemun PAC ocra-
IOTCS JINIIb TIpeArnonaraeMbiMi. Cpean HUX Here-
HETHYECKHE COCTOSHUS — MH(EKINH, BaKIMHALINS,
AHTHOMOTUKOTEpAIus, KypeHue, YIoTpebiieHue
AJKOTOJIS, HAapKOTUKOB, CHJIBHOJCHCTBYIOIINX
MIperapaToB, ayTOMMMYHHBIE ITPOIECCH, AUCPYHK-
U KUIIEYHUKA, AUCOMO03, TIEpPUHATAIbHAS TAaTO-
norus. ['eHeTHueckue MPUUUHBI — XPOMOCOMHEIE,
MOHOTEHHBIE (TyOepO3HBIN CKIepo3, (QEeHUIKETO-
Hypusi, HeHpoduOpomaro3, TOMOIUCTHHYPH),
snureHeTHueckue Oonesnm  (cuHapoM  Perra,
vepocratounocth MTHFR, ¢pa-X). Cosepmierno
OUYEBUIHO, YTO yKa3aHHBIE COCTOSIHUS SBIISIOTCS
HACTOJILKO PAa3HOPOIHBIMH, YTO HUKAKOE U3 HUX HE
MOXET MPETEHAOBATh Ha €IUHCTBEHHYIO IMPUUUHY
pazButus PAC. OtcyTcTBHE €OUHOTO MPEACTaB-
JieHusl B 3tuojoruu U martorenese PAC Ha done

cnekmpa;  Memabonusm;  HOAUMOPHbIE

pacTy1ieil HeoOXOJMMOCTH YTOUYHSIOIIEH JUarHoc-
TUKH, JICYCHUs, peabwinTauud W MpOoPHIaKTHKH
aytuzmMa OBUIO MOTHBaUMed Ui pa3paboTku
ITOPUTMA.

HEJb

W3ydeHrne KIMHUYECKUX M TapaKkIMHHYECKUX
xapakTepucTuk nanueHToB ¢ PAC u ux cemeit st
OMpeeICHHs] BO3MOKHOTO MEXaHU3Ma, TPUBE/IIIIC-
ro K ero manugecranuu. B ocHOBY uccrienoBaHuit
OBUIO TIOJOXEHO KJIACCHYECKOe MPEACTaBICHHE O
CaMOM TMOHSTHU TCUXHYECKOTO W (PH3MUECKOTO
3I0pOBBSl KaK CHHOHWMAa TE€HOMHOTO 3I0POBBS,
KOTOpO€ TIPEACTaBIsIET COOOH  COIVIACOBAaHHOE
B3aUMOJICHCTBHE SACPHOTO U MHUTOXOHJIPHAIBHOTO
Te€HOMA, B3aMMOJICHCTBUS T€HOB, SITUTEHETHIECKUX
(hakTOpOB W OKpy’Kalolmlel cpeasl B IpoIecce
peanu3anuy MporpaMMbl HHIUBUYATLHOTO Pa3BU-
THA YEJIOBEKA.

MATEPUAJIBI U METO/bI

Jlns peanu3aiy MMOCTaBJICHHON IEH TPOBe-
JeHo Oe3BeIOOpOYHOE oOcimenoBanne 378 ceMei,
O6paTI/IBIIII/IXCSI C YCTaHOBJICHHBIM TMICUXUATPOM
muarHozoM PAC. Jlnsg OIeHKM KIMHHYECKOTO U
OMOXUMHYECKOT0 (PEHOTHIA, M3YUYCHUS] TCHOTHIA U
OLICHKH (DYHKIIMOHATBEHOTO COCTOSIHUSI Pa3lIMIHBIX
OprafoB M CHUCTEM HCIIOJIB30BAHbI KIMHUKO-I'CHECTU-
YecKHe,  OWOXMMHUYECKHE,  HWMMYHOJOTHYECKHE,
[UTOTCHETHYECKHE, MOJICKYJIIPHO-TEHETHYECKHE
(onpeneneHue CriekTpa MOJUMOP(HBIX BapUAHTOB,
TIOUCK OJTHOTO T'€Ha, TIOJIHOTEHOMHOE U MOJTHOIK30M-
HOE CEKBCHHPOBAHHE), HEHPOUMUIKUHT, YIbTPA3BY-
KOBEIC, TUCTOJIOTHUYCCKHUEC u TUCTOXHUMHUYCCKHUEC
METONIBI HMCCIENOBaHMs. Permaroriee 3HaueHUE B
OTPENICNICHUH  HATPaBJICHUS  OOCIEIOBAHHUS MBI
NPUIABAIH, TIPESXKIC BCEro, TIIyOOKOMY H3yUYCHHIO
aHamMHe3a 0OJILHOTO M CEMBU C aKIICHTOM HE TOJBKO
Ha HACICJCTBCHHYIO TMATOJOTMIO, HO W Ha BCE
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BO3MOJKHBIE (DaKTOPBI PHCKA, TPUITEPHI, KOTOpHIE
MOTJIU 3aITyCTUTh TpoliecC OOIe3HH.

PE3YJBTATbBI U UX OBCYKJIEHHUE

3HAKOMCTBO C aHAMHE30M JKH3HU U 0O0Je3HH
MAI[UCHTOB IMO3BOJIWIO YCTAaHOBUTH KOHKDPETHBIC
(haKTOPHI-TPOBOKATOPHI, UMEBIIHE MECTO y 3Ha-
YUTETHHOTO YHciia 00cieoBaHHbIX. Tak, crpecc y
MaTepu 10 W BO BpeMs OEpeMEHHOCTH, MH(EKIH-
OHHBIe 3a0o0JieBaHWS BO BpeMs OepeMEeHHOCTH,
AHTHOMOTHKOTEpaIus, HeageKBaTHOE BBICOKOOEI-
KOBas Harpyska B TNHUTaHUH, ObUIM OTMEUCHBI B
MepUHATANBHOM IIEPUOJe OHTOTeHe3a y abCOoIIOT-
HOTO OONBIIMHCTBA NAleHToB. [lociie poxneHus u
B paHHeM JeTckoM Tmepuoge y 33% mMmanueHToB
3a00JI€BaHUIO MPEIIECTBOBAI0O HTHOPHPOBAHHE
cocTosiHHS peOeHKa BO BpeMs BaKIWHAIMH, Halld-
YHe Y HEro NpoTHBOINOKAa3aHU Ha TOT MOMEHT. Y
17% wuH(peKIMOHHbIC 3a00JCBaHMUsI U AHTUOUOTH-
KOTepamnusi OTMEUEHBl HE3aJ0NT0 10 TOSBICHUS
PAC. BseneHme B pamuoH  BBICOKOOCITKOBBIX
MPOIYKTOB MUTaHUA oTMeueHbl y 3%, ctpecc y 2%.
Hamu oTMeueHO, YTO 4YacToTa MEPEUYHCIICHHBIX
TPUITEPOB TP ITOBTOPHOM OIPOCE CEMBU DPE3KO
M3MEHSJIaCh B CTOPOHY TIOBBIMIEHHS. JTO MOXKHO
OOBSICHUTH paclIMpeHHeM HHQopMalu o 3aborne-
BaHWM, KOTOPOE CEMbsl IONy4yania TpH MeIUKO-
TEHETUYECKOM KOHCYJIFTHPOBAaHWH. TpHBHAIBHOCTH
NEPEUMCIICHHBIX ~ TPUITEPOB  JlaJla  OCHOBAaHHE
yTBEpXKIaTh, YTO TPHUITEp — BCErJa TPUITEP, HE
TOJBKO JUIS 3allycka JAEHCTBUS MYyTallid MOHO-
TeHHOro 3a00JIeBaHUs, HO WM JIsI TaKOM MYJBTH-
(axTopranbHON MaTojaoruu, kotopoi seisercs PAC.

Ocoboe BHUMaHHE MBI 00OpaTWIIM Ha XapakTep
TE4YeHUsT OEPEMEHHOCTH U POJIOB y MaTeper neTei ¢
PAC. Tak, y 76% oTmeuancs paHHUN TOKCHKO3,
MIPUMEHSIIACH COXpPaHAOMIAs TOpMOHAJbHAS
tepanus (y 49%), uHbEKIHs MONIOBBIX IMyTeH — y
52%. Ponmbl OCHOXHHIUCH CIA0OCTBIO POIOBOM
nestenpHOCTH Yy 66%. Kak BuaHO W3 mpeicTas-
JICHHBIX JAaHHBIX, MPAKTUYECKH BO BCEX CEMBSIX
BbIHaIIMBaHHe OepeMeHHOCcTH pebeHkoM ¢ PAC
COTIPOBOXKIAETCS JEHCTBHEM TEX WM HWHBIX
TpurrepoB. llomydennas unpopmanus OblIa HaMU
WCTIONb30BaHa I pa3pabOTKU CTpaTerHyl TepH-
KOHIICTIIIHOHHOW MpodUiIakTUku. st Toro, 9To0kI
BBIPa0OTaTh WHAMBHUIyalbHBIE METOABI IIEpPHHA-
TaJILHOTO IPOTPaMMHUPOBAHUS HOPMAIBHOTO pa3-
BHUTHS TIOCIEIYIOIIUX JIETe B CeMbe U BBIICHEHUS
XapakTepa TpUITepa, ICHCTBOBABIIETO B IEpHUHA-
TaTbHOM TIEpUOJIE OHTOTeHe3a y oO0ciemryeMoro
MalMeHTa, Mbl HE TOJBKO U3ydYalld TeueHHe
OEpEeMEHHOCTH W POJIOB, HO W TPOBOIIIIN TIOJHOE
obcnenoBanme pomutene mpobanma. [lpm >ToMm,
MoJTydaeMble JIaHHBIE TIO3BOJWIM YOCIUTHCS B
BBICOKOM puricke pa3Butus PAC y pebeHka B cirydae
Hamuuyus OaKkTepuallbHOW WH(QEKIHH BO BpeMs
O6epemeHHOCTH. lIpaBMIIBHOCTH HAaIIero MpeAro-

JOKEHUS MBI Hauuid Takke B pabore Dikran
Richard GuissoFadi m S. Saadeh (2018) [2]. B
YaCTHOCTH OKa3aJloch, YTO MH(EKUNH, TUArHOCTH-
POBaHHBIE BO BTOPOM TPHUMECTPE OEpPEeMEHHOCTH
OBLIN CBSI3aHBI C TPOCKPATHBIM TIOBBILICHUEM PHCKa
aytuzma. CHCTEMHOE BOCHAJCHHE B OpraHU3MeE
OepeMeHHOH (MapKepoM SBJSICTCS TOBBIIICHHBIN
ypoBeHb C-peakTHBHOTO Oellka) — TIO CBHJIE-
tenscTBy O. Zerbo, M. Traglia (2016) accouuu-
pyeTcs C HOBBIILIEHHBIM PUCKOM Pa3BUTHA ayTH3Ma
y pebenka [1]. Yaanock yCTaHOBUTH THOBBIIICHUE
pucka pasputusa PAC, ecnu Oymymiast MaTh TIEpeHO-
cuna rpunn wim OPBU Bo Bpemsi GepeMEeHHOCTH.
Amnanoruunble gaHHble TpuBeneHsl Patterson P.H.
(2011), kotopsle Hamau 1,6-KpaTHOE yBETHMYEHUE
pUCKa ayTUCTUYECKOTO CIEeKTpa M 2,3-KpaTHbIH
PUCK  pa3BUTHS AETCKOTO ayTu3Ma Yy Marepen,
nepeHectiux OPBU Bo Bpemsi OGepeMeHHOCTH.
[lony4yeHHBIe NaHHBIE TO3BOJWIN IPEIIONIOXKUTH,
41O OHONormuecKkue (akTOphl OAKTEPUATBHOTO U
BupycHoro pucka PAC cBsi3aHbl C MMMYHHBIMH
HapyLEHUSAMH U ayTOMMMYHHBIMH HOBPEXICHHS-
MH  KEIYJOYHO-KHIIEYHOTO TpaKTa, HEPBHOU
CHCTEMBI U TEHOMA IUIOAA, O YeM CBHIETEIbCTBYET
takoke Ousseny Zerbo, Ana-Maria losif (2013) [3].
Ocoboe BHUMaHHE OBUIO OOpalleHO Ha XapakTep
neyeHnss MHQEKIUOHHBIX TIPOLIECCOB BO BpEMs
0epeMEHHOCTH U TNPHEM HEKOTOPBIX JIEKAPCTBEH-
HBIX cpelcTB. Mcnonb3yst BO3MOKHOCTH CpaBHEHUS
HaIMX JaHHBIX C OMyOJMKOBaHHOW paHee MHQOP-
marein  Hjurdis  Ysk  Atladyttir, Tine Brink
Henriksen (2012) [4], MBI OTMETHIM OTCHIIHAIHHO
HEraTHBHOE BIIMSHUE TIPUMEHEHHS CyJb(aHuIamMu-
JOB M NEHHIWUIMHOB BO BpeMsl OEpEeMEHHOCTH,
KOTOpbIE, 10 JaHHBIM aBTOPOB, MOBBIMIAIOT PUCK
pasButusi PAC y pebenka Ha 50%, a MakpoauaoB B
2,2 paza. YrmybrmenHoe oOcIeOBaHHE HaIINX
NAlHMEHTOB IO3BOJIMJIO TAaKXKE OTMETUTH IPHEM
AHTUJCTIPECCAHTOB 1O HACTYyIUICHUS OepeMeH-
HOCTH, a 3HAKOMCTBO ¢ MHQpopmanuerr Dheeraj Rai
(2017) [5] mposicHHIIO HETaTUBHOE BIHAHHE HEKO-
TOPBIX U3 HUX. Tak, 0Ka3ajaoch, YTO UCHOIb30BAHUE
CENICKTUBHBIX HWHTHOUTOPOB OOpaTHOTO 3axBara
CepOTOHHHA OEpPEeMEHHBIMH CONPOBOXAAIOCH 2-3-
KpaTHBIM yBEIIMYEHHEM pHCKa 3a00JieBaHHs JeTel
ayrmsmoMm (Kobayashi T, et al, 2016) [7].
YCTaHOBJEHO TakXe, 4TO MpueM OepeMEeHHBIMHU
INPOTHUBOCYAOPOKHBIX IpenapaToB (BaJbIpPOATOB)
NpUBOAMT K puCKy pa3Butusi PAC y pebGenka
(Jakob Christensen, 2013) [6]. OtMmedeHO, YTO
TUTIEPTIINKEMHAS Y OEpPEeMEHHONW ¥ TeCTAIlMOHHBII
caxapHbli 1ua0eT TOBBIIACT PHUCK pPa3BUTHSA
aytn3ma y pebenka Ha 63%. (Xu G, et al., 2014) [9]
XpOHHYECKHH CTPEecC U ACTIPECCHUBHBIE COCTOSHUS
COITyTCTBOBaJ M OepeMeHHOCTH B 72% ciydaeB
oOcnenoBaHHBIX HaMu cemeld. Ha 3To xe oOpamaer
BHuManue u Angelica Ronald et al. (2011) [10]. ITo
JaHHBIM aBTOpA, BBIPAKEHHBIA WM JIUTEIBHBIHA
CTpecc BO BpeMsl OEpEeMEHHOCTH IOBBIIIAET PUCK
poxneHust pedeHka ¢ ayTu3MoM B 2 paza. OcobeH-
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HO ONAacHBIM MEPUOJOM SBIAETCS CPOK IecTalluu C
24 no 28 nHepemo. Kpome TOro, BaXKHBIMH TPHT-
repaMy HapylIeHUs COLMANM3allMd U KOMMYHH-
KaluK y peOEHKa SABISIOTCA:

* KypeHHE BO BpeMs OEpeMEHHOCTH YyBEIH-
YMBAET PHUCK Pa3BUTHUA BBICOKO(YHKIHOHAIBHOTO
ayTM3Ma, B YacTHOCTH, cHHApoma Acmeprepa
(Rosen BN, et al., 2015) [8]. Ilo Hamm™M JaHHBIM
14% matepeii Bo BpeMst 0epeMEHHOCTH KypHII;

e opaHod u3 npuunH pa3Butusi PAC cuuraercs
paHHEEe M 4YacToe YJbTPa3BYKOBOE HCCIICIOBAHHE BO
Bpemsi O6epemennoctu (Ilacko Paxwu, 2006) 3a cuér
KaBUTALMH, & TAKXKE 3BYKOBBIX M TEIUIOBBIX 3((EKTOB
(Int J Hyperthermia 18(5), 2002);

* BCE MHIYCTpHUAIbHBIC CTPaHbl UMEIOT 3Ha-
YUTENBHO OoOjee BBICOKMH IPOLIEHT AyTUCTOB H
BCEX MX OOBECOMHSIET YacToe PYyTHHHOE HCIIOJIb30Ba-
HHE TPEAPOJOBOrO YIbTPa3ByKa IUIsi OEpeMEHHBIX
eHIIH (ocobeHHo 3D 6e3 YETKUX TIOKa3aHHH );

e Hapsny ¢ PAC, yabpTpa3BykoBOE CKaHHPOBa-
HHE SMOpHoHa (0COOCHHO BardHAJIHHBIM JTATIYUKOM)
u mona ysenuuuBaeT puck BIIP u Hespoilo-
rMyYecKux 3a0o0JIeBaHUM; HampuMmep, Mocje Hadana
LIIMPOKOTO HCIIONBb30BAaHUS YIbTpa3BykKa B aKy-
LIepCTBE, KOJNYECTBO 3apeructpupoBanHbix BIIC
yBeamauinoch Ha 250%;

* COrjlacHO HaONIONEHHAM O3KCIIEPTOB, >KEH-
LIMHBl C 3aBBIILICHHBIM YPOBHEM (DOMEBON KHC-
JOTHl U BUTaMuHA B12 B KpoBHW poxaiu JeTeil ¢
PAC B 2 u 3 pa3a yame cOOTBETCTBEHHO. [Ipu
OJHOBPEMEHHOM IIOBBIIICHUU YPOBHA (posneBoi
KHCIIOTHI M BHUTaMHHa B12 3TOT puck yBemudu-
BaJics 10 12-KpaTHOTO YpOBHSL.

[To mammm manabeiM 90% MaTepsiM AeTei C
PAC npoBoauioch ynbTpa3ByKOBOE HCCIEAOBAHUE
IJIOTHOTO STHIIA B TIEPBBIC 5 HEIETh OEpEeMEHHOCTH
BarMHAJIBHBIM JaTdukoM. [lpu omeHke ocoOeH-
HOCTEH TEYeHHs] MepHona HOBOPOKAECHHOCTH MBI
o0paTH/M BHUMAaHHE Ha BBICOKYIO 4YacTOTY
KOHBIOTAIMOHHOH xkentyxu (34%), CymopOXHOTO
curapoma (13%), mucnencun (43%), BRIpaKeHHBIX
onpenocteit (11%), aTo camo mo cede yke TOBOPUT
O BBICOKOM YJENbHOM Bece MeTabOIMYECKUX
HapyIICHUH, Ha OCHOBE KOTOPHIX pPa3BUBAETCA
ayTucTH4YecKui criekTp. [lepeuncieHHble MpU3HaKN —
9TO KJIAaCCHKa PaHHEH KIMHUYECKOM TUarHOCTHKH
HACJICICTBEHHBIX OoJie3Held OOMeHa, OTMedeHHas
emie B 1991 r. Ha VIII MexxnyHapogHOM KOHIpecce
[0 TeHeTuke B BamumHrrone. OTu naHHBIE CTaIH
O00BEKTUBHOW MOTHBalUMEd Al Moucka MeTrabo-
JUYECKUX HapyLIEHUH IpoBeleHHOro Hamu y 378
nanuenToB ¢ PAC.

Tak, B mpouecce o0cieqoBaHUs AWATHOCTH-
POBaHBI:

e HapyllIeHue
mukia (312 — 82,5%);

® MWTOXOHIpHWANbHAss JuchHyHKIHS (Jare
6e3 myTanwii B ssneproii u MT/JHK) (236 — 62,4%);

(h0JIaTHO-METHOHMHOBOTO

e Hecnenudpuueckue aMUHOAIUIOTIATHH
(214 — 56,6%);

e HapylIleHne oOMeHa HEeHpOTPaHCMHUTTEPOB
(98 —25,9%);

e HapylIeHHE ITUKIA MOYEBHMHOOOpa30BaHUA
(43-11,4%);

® BTOPUYHOE HAPYIICHWE OKHUCICHHS JKUPHBIX
kuciot (19 — 5,0%).

OOpamaer Ha ce0s BHMMaHHE HauOoJee
YacTasi BOBJICUCHHOCTh B MATOJIOTHYSCKUH MPOIECC
(hepMeHTOB (OIATHO-METHOHMHOBOTO IWKIAa. B
9TOM HET HUYEro HeOXKHJAHHOTO, TOCKOIBKY yCTa-
HOBJICHHBIC HAMU PaHEEe MOIMYJISIIIMOHHBIC YaCTOTHI
MOMUMOPGHBIX BapUAHTOB TEHOB (OJIATHO-METH-
onmHoBoro mwkima (E.S. I'pevanwna, R.Matalon,
2008) ompenensioT MOTEHIMAIHHO BBICOKYIO Hac-
TOTY COYETaHHs JIF00OW HACICICTBEHHOW IaTOJIO-
TUH C JIOOBIMH HACIIEJICTBEHHBIMH COOBITHSMHU.
IToaTBepkIeHHOE yYacTHE DMUTEHETHYCCKUX Map-
KEPOB B peaiM3alliy TCHHON YKCIPECCHUH HH Y KOTO
HE BBHI3BIBAET COMHEHHH, a (hepMeHTHl ¢oJaTHO-
metronuHOBorO 1HKna MTHFR u SAM sBnstoTcst
KIIOYEBBIMU B (DYHKIIMOHAJIBHOM  HApyIICHUU
metunupoBanus (Grafodatskaya D, et al., 2010)
[11]. ®onmaTHO-METHOHMHOBBIN ITUKII BMECTE C €ITIe
npumepHo 30 BapuMaHTaMu TE€HOB APYTHUX IMOJH-
MOp(hHBIX (EPMEHTOB HECOMHEHHO NPUHUMAIOT
AaKTUBHOE y4YacTHe B T€HHOU 3Kcrpeccuu U (hopmu-
POBaHMM HOPMA&IBHBIX W TATOJOTHYECKHUX TPH3HA-
koB. OO0 3TOM CBUAETENBLCTBYIOT jaypeaTsl HoOe-
neBckoii npemun ([xeiimc Porman, Perau 1llekman,
Tomac 3romod; 2013) u Hamr ckpomHBIH 20-TeTHHIMA
onbIT. [IpUYacTHOCTh Pa3IUYHBIX MOJUMOPHU3MOB
kK passutuio PAC cranoButrcs Bce Ooljee
OYEBUIHOM.

B mocnegaue Toapl MOSBIINCH OKA3aTEILCT-
Ba cBi3u PAC u aedunura ButamuHa [, o uem
omHUM u3 mepBeix coobmmmu (Wang T, et al,
2016) [12].

dakTopamMu, TOBOPSIIUMHU B TOJB3Y CBS3H
PAC u ButamuHa /| SIBISIOTCS:

* gacrota PAC Beitie B
HHU3KOM MHCOJISAIIHCH;

e yaenbHas nong nauueHToB ¢ PAC cpemu
TEMHOKOXEW TOMYyJSIUN  BBIIIE, YeM Cpeau
CBETIIOKOXKEH

e wManudecranus PAC — okono 1-1,5 rner, He-
PENKO COBIAJAET C IIEPUOIOM OTIYUEHHS OT TPYIH;

* mpeobiajaHWe MalbYUKOB, Y KOTOPBIX
0ojee HU3KAN YPOBEHB 3CTPOT€HA HE KOMIIEHCH-
pyeT ACQUIUT CEPOTOHMHA B TOJIOBHOM MO3I€;

* OompmmHCTBO neteid ¢ PAC poxparorcs
3UMOH WU B MapTe;

* JIETH C PaxUTOM BsUIbIE, allaTHYHBIC, MaJIO-
KOHTAaKTHBIE, JIeTH C CHHIpOMOM Bmmbesmca (y
KOTOPBIX Ha TMEPBOM TOAY JKHU3HU XapaKTepeH
TIOBBIIIICHHBIH YPOBEHb BUTaMUHA J| M rumepkaib-

IOy JIALUAX C
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OUeMHUs) — 4Ype3MepHO KOHTaKTHBIE, OO0JagaroT
MTOBBIIIIEHHOHN OOIUTENHFHOCTHIO;

* TpuntodaH (MPEIINIECTBEHHUK CEPOTOHH-
Ha) TIPOHMKAeT depe3 TreMaTo-dHIeaTnueCKHi
Oapbep C MOMOIIBI0 AMUHOKHMCIIOT C Pa3BETBIEHHOM
ueneto (B 2014 1. nokazaHa 3(h(heKTHBHOCTH
neuennss BCAA mnpu neuenun PAC (Dora C.
Tarlungeanu, 2016) [13].

Jns yrmyOneHust vccnenoBaHUi, HaNpPaBICHHBIX
Ha TOMCK TIPHYIAaCTHOCTH MeTa0OTMIeCKX HapyIeHIH
k pazsutmio PAC, C.B. benenkoil mpoBeneHO u3y-
yeHune ydactus aedwuimra ButammHa D B Qopmupo-
BauwH npu3HakoB PAC (tabm. 2). I3yueHHBIH ypOBEHD

aKTHBHOTO MeTabonuTta BuTamuHa D (25-OH-D) B
kpoBu zereii ¢ PAC Obin cHkeH B 88,8% citydacB B
OCHOBHOH TpyTIIie, B KOHTPOJIBHOM — B 56,4%; ypoBEeHb
TOMOIIMUCTEMHA B KPOBU Yy JETE OCHOBHOM TIpyMIIbI
0511 ToBBIIIEH B 98,65% ciryyaeB, B KOHTPOJIBHOM — B
45,62% (Tadm. 1).

Uzyuenne aMUHOKHCIIOTHOTO po s
MO3BOJIMIIO HAWTH CYIIECTBEHHBIC KOJIHMYSCTBCHHBIC
OTKJIOHCHHS B YPOBHE aMHHOKHCIOT (Taodm. 2). U
MPEXKAEe BCEro, METHOHWHA, TJIIOTAMHHOBOW KHC-
JIOTHI, acTIaparuHOBON KHCIOTHI, TaypHUHA, BaJHHA,
JIeHIMHA, N30JICHITMHA 1 aJITaHWHA.

Tabauya 1

Yactora mommmopduzma Bsm I rera VDR u nmomumoppHBIX BapraHTOB
TeHOB (DePMEHTOB (POJTATHO-METHOHHHOBOTO ITUKIIA

TTonynsmmonnas yac-tota (E. 5. I'peuannna,
OF (n=74) KT (n=46) "R Matalon, 2008, 51=193813
VDR Bsm I BB 21 (28,38%) 19 (41,31%)
VDR Bsm I Bb 40 (54,05%) 26 (56,52%)
VDR Bsm I bb 13 (17,57%) 1(2,17%)
MTHEFR 677 CC 32 (43,24%) 25 (54,35%) 48,0%
MTHEFR 677 CT 35 (47,30%) 17 (36,95%) 43,3%
MTHER 677 TT 7 (9,46%) 4 (8,70%) 8,7%
MTRR 66 AA 20 (27,02%) 10 (21,74%) 21,2%
MTRR 66 AG 30 (40,54%) 23 (50,00%) 41,8%
MTRR 66 GG 24 (32,44%) 13 (28,26%) 37,0%
MTR 2756 AA 35 (47,30%) 31 (67,39%)
MTR 2756 AG 32 (43,24%) 12 (26,09%)
MTR 2756 GG 7 (9,46%) 3 (6,52%)
Tabauya 2
Hapymenne o6mena amuHokucnot y aereit ¢ PAC
AMHHOKHCJIOTA IMoBbiienne, % Cuumxkenne, %
JInzun 0 75,7
T'nctuaun 1,43 11,43
ApruauH 5,71 429
OpHuTHH 31,43 429
AcnaparmHoBasi KHCJI0Ta 55,71 0
TpeonnH 1,43 48,57
Cepun 4,29 7
['myraMuHOBast KHCIOTa 61,43 0
[Iponun 1,43 32,86
I'mume 12,86 21,43
AnaauH 1,43 55,71
ucTun 10 25,71
Banun 2,86 81,43
MeTruoHuH 48 35
JletinynH 0 74,29
Tupo3un 0 54,29
W3oneinyn 1,43 60
denunanaHuH 1,43 51,43
['myTamun 0 62,86
Taypun 56 0
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IMpoBenensr uccnenoanusi (Novarino, G. et
al., 2012), cBuzmeTensCcTBYIOMME O ponu Aeduiura
AMUHOKHCIIOT C Pa3BETBIEHHOW IENbI0 B PAa3BUTHHU
aytu3Ma. beima BeisaBiena mytanus B reHe BCKD
(meruzmporeHasa o-KETOKHCIOT C pa3BETBIEHHON
nenplo). TecTupoBaHWe IMOKa3amo, 4YTO Y BcexX
WCCIIeyEeMbIX NIeTei TOcie enbl B KPOBH OYEHBb
HUBKHM YPOBEHb aMHUHOKHCIOT C Pa3BETBICHHOMN
nenelo. Kpome Toro, JeWIUH CIIOCOOCH CHIKATh
YpOBEHb TIYTAMHHOBOH KHCIOTBHL. MexaHU3M
JCWCTBUS 3aKJII0YaeTcss B aKTHBAaUWMU (epMeHTa
[IyTaMaTJeruAporeHassl, JIe3aMUHHUPYIOIIETO
[IIyTaMmar JI0 0.-KeTOTIYyTapoOBOI KHUCIOTHI — OAHOTO
13 KOMIIOHEHTOB [IUKJIa TPUKAPOOHOBBIX KHCIIOT.

Cpemu oOciemoBaHHBIX JeTell  oOparmano
BHUMaHUE MPAKTHYECKH TOTAJbHAS BOBJICUYEHHOCTh
B 3a0oneBanue XKKT:

*  PacCTpOMCTBO MUINEBAPUTEIBLHON CHCTe-
MBI BOILIIO B CIIMUCOK Haubojee 4acTO COIYTCTBY-
rorux PAC 3a0oiieBanumii;

* BEpPOATHOCTh XPOHHYECKOH [uapen WiIH
3amopa y JeTeit ¢ ayTu3MoM Oosee yem B 3,5 pasa
MIpeBbIIIalia AaHAIOTUYHBIN MOKa3aTellb y HEHpOTH-
MTTYHBIX CBEPCTHUKOB;

* KOMMYHHKaTHBHBIC HApyIICHHs y JeTeH ¢
JUarHO30M ayTU3Ma U JAUCTCTICHYECKUX SIBICHHUH
BCTPETWJINCh B 6 pa3 yamie, 4eM Yy JeTeu, y
KOTOPBIX TUArHOCTUPOBAH TOJIBKO ayTH3M;

e nucOMO3 KUIIEYHUKA,

* (yHKIMOHANbHAS TAHKPEATOIATHS;

* (epmeHTONATHH;

* XPOHHYECKHH BOCHAIMTEIBHBIN MpoIecc, B
psane ciydaeB BupycHoiu stumonmoruu (Wakefield et
al., 2000);

* ayTOMMMYHHBIC PEaKInHy;

* HecOalaHCUPOBAaHHOE MUTAHUE;

* KOHTaMHHAIUS TT1aPa3UTOB;

* CHIWKCHUE (YHKIMA METAUIOTHOHEWHA B
KHIICYHHKE;

* HapylIeHHWE pereHepal CIU3UCTOU KH-
[IeYHNKa BCIIEACTBHE FWCTOIIEHHUS 3aracoB CYIb-
¢aroB (Alberti et al., 1999).

[lo coOCTBEHHBIM NAaHHBIM, CPEAH TAIMEHTOB
¢ PAC Bcrpevanmuch clenyroniie HapyIICHUS:
yactas pBota — 21%; n30bupaTenbHOCTh B TUTaHUU
(kaK KaTeropuyeckuii OTKa3 Tak M MPHCTPacTHE) —
78%; HapylieHHe cTyja (3amopbl, CKIOHHOCTH K
noHocaM, MeteopusM) — 79%; B 38% ciydaeB ycuie-
HHE HEBPOJIOTUYECKOH CUMIITOMATHKH TECHO CBS3aHO
¢ 000CTpeHNEM AUCTICTICHIECKUX HAPYIIICHHUH.

W3menenuss B kane Ha AMCOAKTEpHO3 BHISAB-
nensl 'y 86%, B kxomporpamme — y 59 %; mpu
MPOBENEHUH Ta30BOM Xpomarorpaduu/mMacc-CcreKT-
POMETPHH MOYH BBIABIEHBI METAO0OIHUTHI AUCOMO3a,
a TaKkKe TPHOKOBOH M IpOoXiKeBOH HHDEKIUH y
32%; Y3U BHYTpEeHHUX OPTaHOB — relaTOMETalus
BeIsiBIeHa B 40% ciydaeB, NMpHU3HAKU MaHKpea-

tonnatin — B 31%, mpusnaku JIKBIT — B 38%
Clly4yaeB; HENEpEeHOCUMOCTh TIoTeHa — 68%);
HEMEpPeHOCUMOCTh KazenHa — 48%; makTa3zHad
HegoctaTouHOCTh: C/C — 32%, C/T — 44%; u3meHe-
HUsS B Kalie Ha AUCOAKTEepHO3 BHISBICHBI y 86%, B
Konporpamme —y 59 %.

Hamm paspaboran anroputM o00cCIeIOBaHHS
neteit ¢ PAC (puc. 1).

Crnenyer OTMETHTB, 4TO J00ast AueTa Tpedyer
TIIATEIHHOTO KOHTPOJS Tepe] Ha3HAaYeHHEM U B
mporecce Tepanuu. Hopmanmzanus cryna (d
Jpyrue TMOJOXHUTENbHbIe YPQeKThl) Ha (poHe cob-
JIOZICHNS OE3TIIIOTEHOBON 0e3Ka3eMHOBOW JUETHI (Y
21,5% neteii ¢ PAC) Mornu OBITH CIeICTBHEM:

- HETIEPEHOCUMOCTH  TJIIOTE€HA,  JIaKTa3HOM
HEJOCTaTOYHOCTH, HETIEPEHOCUMOCTH Ka3eHHa;

- ACKITIOYEHHUST  JIPOMOKEBOTO  TECTa,  UTO
MPEMATCTBYET pPOCTy TpHOKOB U APOXKEH B
KeNyJOYHO-KHIIEYHOM TPaKTe;

- CHWKCHHS Harpy3kd Ha TOKEIyJOYHYIO
Kelesy.

Onnako cnemyeTr MMETh B BUAY, 4To Oec-
KOHTPOJIbHOE M HEOOOCHOBaHHOE HWCKIIOYCHHE W3
panpoHa TIIOTEHa W Ka3eMHa MOXKET MPHUBECTH K
PpALy HapyILIEHHMN:

* pa3BUBaeTCA
MUHEPAJIOB;

* HEpeaKo yCHIMBAaeTcs OeNKkoBas Harpyska
3a cuéT Msca, UL, PeIObL, COH;

* JeQUIHT CIOXKHBIX YTIIEBOIOB MOXET MPH-
BOJIUTH K Pa3BUTHIO KE€T03a, BTOPHYHOMY HapyIie-
HUIO OKUCIICHHS )KUPHBIX KHCJIOT B MUTOXOHIIPHSX;

* BBICOKHH yJIEIbHBIN BEC Kpaxmala U pacTH-
TENBHBIX JKAPOB B TOTOBBIX OE3TIIFOTEHOBBIX
NPOAYKTaX YCHUJIMBAeT HArpy3Ky Ha IOKely-
JIOYHYIO JKeJe3y.

B 2010 r. mpakTukyomue Bpauud NporpaMMbl
Autism Treatment Network wuccrnemoBamu npume-
Henne BI'BK nuersl u oOHapyXuiau, 4To HaIM4uue
nonie3Horo 3¢ dekra oT e€ NMpPUMEHEHUs HEe UMEeT
MoJT COOOM AOCTATOYHBIX JIOKA3aTEIbCTB.

HeoOocHoBaHHOE TNpHUMEHEHHE KETOT€HHOMU
JTUETHl MOKET UMETh HETaTHUBHBIC ITOCIEACTBUS B
BUJIE XKHUPOBOTO Teraro3a, HedpomaTHH, HapyIlie-
HUS OOMeHa WypWHOB, HApPYyIIEHUS JUIHIHOTO
npoQuis, 0CTEONnopo3a, BTOPUYHBIX MeTaboamyec-
KUX HapylIeHUuH (TUIeproMOIMCTEHHEMIs], BTO-
pUYHOE HapylleHHe OKHUCICHHS JKUPHBIX KHCIOT U
T.J.)

Hcxonss w3 mMONyYeHHBIX JaHHBIX, pa3pada-
THIBACTCS UHOUGUOYATIbHAA MeEpanusa HA OCHOBE
HCXOJHBIX METa0O0JIMYECKUX XapaKTEPUCTHK Tallu-
€HTa, JIEYEHHWE TPOBOJUTCS TOJ KOHTPOJIEM
OMOXMMHYECKUX TIOKa3aTele KpPOBH W MOYH U
BKJIIOYAeT B celsl:

* KOppPEKUUS MUTaHHUS;

* Kko(akTopHas Teparnws;

,E[G(i)I/ILII/IT BHUTaMHUHOB u
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* CcHUMTOMaTHuYecKas Tepamus (TMPOTHBOAIH-
JICTITHYECKUE Tpenaparbl, (QEepMEeHTHI, Tpe- |
MPOOMOTUKHU, TeMaTONPOTEKTOPHI, aHTHOAKTEPH-
aNbHas ¥ MPOTUBOBUPYCHAS TEPAIs U T.1.);

* paboTa ¢ TICHUXOJOTOM, KOPPEKIHMOHHBIM
MeIaroroMm, JIOTONeaA0M, Ae(eKTOI0roM, aHHUMAaJo-
tepamus, ABA-tepamus, wurnopediexcoreparms,
Tomatuc-Tepanus u T.1.

bnaronapss Bcemy BBILICTIEPEUHCICHHOMY C
y4eToM BceX (DaKTOpOB, HAIIUMH pPe3yIbTaTaMu
CTaIu:

e yiyumenne noseneHus (92%);

e BO3HWKHOBEHHWE WM yIydIleHHue
(45%);

e YMCHBIICHHE WU HCYC3HOBEHHE CTEpEo-
tunuit (21%);

® JICYE3HOBCHHE
(5%);

® pacmipeHue panuoHa THUTaHUA (paHee
0TMEYaJIOCh U30UPATENBHOCTD B efie) (49%);

e HopmMmanm3anus cryna (26%);

® JICUC3HOBEHHE WJIM CMATUCHHE MPOSBICHHUH
atonuueckoro aepmarura (9%).

peun

CHCLII/I(I)I/I‘-ICCKOFO 3amaxa

BbIBO/JbI
1. PaccTpoiCTBO ayTHCTHYECKOTO CIEKTpa
SBISIETCS ~ IOJIMKAy3albHOM  MaTojorueil, B

[IaTOT€He3¢ KOTOPOro HMMEET 3HAuCHHE COYETaHHE
ocoOeHHOCTeH TeHeTndeckoro (oHa, BO3IEHCTBUS
npoBoLUpyomero (akropa ¥ MeAuaToOpa B BHIAC
OMOXMMHYECKHX HapyILCHHUH.

2. YuutbIBas OTCYTCTBHE €IWHOTO ITHOMATO-
reHeTHYecKoro Mexanmsma pasputusi PAC, HeT u
HE MOXET OBIThb €IUHOI CXEMBbI JIeYeOHBIX MEpo-
HOpUATHH, BKJIIOYash JAUETO- U KO(PAKTOPHYIO
Tepanuro.

3. JleyeHne OOMKHO TPOBOAUTHCA CTPOTO
WHAUBUAYAIbHO TOA KOHTPOJIEM OMOXMMUYECKUX
IoKasaTeJieil KpOBU U MOYH.
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I0.F. I peuanina
PO3JIAIM AYTUCTUYHOI'O CHHEKTPY SIK METABOJIIYHA ITPOBJIEMA

Pe3rome. V cmammi posensnymi 0cHOBHI NAmo2eHemMudHi MeXaHizmMu po36umKy posnaoie aymucmuyHo2o
CNeKmpy, NpOaHANi308aHi GIACHI OAHI CUHOPOMONOSUYECKO20 AHANIZY, pesyibmamu OioXiMiuHo20 ma
MOAEKYNAPHO-2EHEMUUHO20 MemOo0i8 O0CNIONCEHHs, 6nepuie pO3pOOAEHUl ANCOPUMM OOCTNEINCEHHS.
dimeii 3 0aHOK NAMOLO2IEI0

KurouoBi ciioBa: posziadu aymucmuuno2o cnekmpy,; memaboonizm, noiimMopgui eapianmu 2enis.

Yu. B. Grechanina
AUTISM SPECTRUM DISORDERS AS A METABOLIC PROBLEM

Summary. The main pathogenetic mechanisms of the development of autism spectrum disorders are
analyzed in the article. We show the own data of the syndromological analysis, the results of the biochemical
and molecular genetic methods of the investigation and create the algorithm for the examination of children
with this pathology

Key words: autism spectrum disorders,; metabolism, polymorphic variants of genes.
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