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PaccrpoiicTBa aytuctuaeckoro criekrpa (PAC) — onna
13 HarboJIee 3araIouHbBIX TIPOOJIEM COBPEMEHHO Heliporte-
nuatpuu. B rocieaHee necstuiieTre naHHas podsieMa He
repecTaeT MpUBJIeKaTh BHUMaHUE CTIEIUAJINCTOB Pa3HbIX
npodumireir. Tor ¢akT, 4To AeTCKME HEBPOJIOTW B HaIlei
CcTpaHe MPOSIBISIOT BeICOKUI mHTepec K PAC, Henb3s He
pacleHUBaTh Kak TO3UTUBHBIN. Haxosch paHee NCKITIOUM-
TEJIBHO B chepe KOMIIETEHIIMM AETCKHUX IICUXUATPOB, AyTU3M
WMeJl CTOMKYIO PeIyTalvio TICUXMYECKOTo 3a00eBaHus,
YTO B HEMAJIOM CTEMEeHMN CITOCOOCTBOBAJIO CTUTMATU3AIINN
MaIIMEHTOB C 3TUM IMAarHO30M, a TaKXKe TOPOXKaaao MUud o
€ro TIOJTHOI HEU3JIeUNMOCTH.

Ha ceropusmnamii nens PAC onpenesnsaioTces Kak retepo-
TeHHas TpyTIa HapyIIeHW pa3BUTUST HEPBHOM CUCTEMBI,
KOTOpPBIE UMEIOT pa3HOOOPA3HYIO 3THOJIOTHIO, HO XapaKTe-
PU3YIOTCS OOIIMMY CUMIITOMAaMU, CBSI3aHHBIMU C HapyIle-
HUSIMM COLIMAJTLHOTO B3aMMOACUCTBUS, KOMMYHUKALIMK 1
MoBeIeHUsT (B YaCTHOCTH, CTEPEOTUITHOCTh U OTpaHUYEH-
HOCTh OEMCTBUI miau mHTepecoB). TakuM obpaszom, PAC
paccMaTpuBaroTCs Kak IMoBeIeHIeCKoe HapyIlleHe, OTHAKO
B OCHOBE €T0 JIS)KHUT B3aMMOJeCTBIE MHOXeCTBa TeHeTH -
YecKUX (HaKTOpOB M OKPYKAIOIIeH Cpeabl, MPUBOIAIINX K
HapyILIeHUIO Pa3BUTHS HEPBHOI cUCTeMHI [ 1].

Pacmpocrpanennocts PAC B Mupe ¢ KaXabIM romoM
CTPEMUTEJIBHO YBEIMIMBACTCSI, YTO TIPUBEJIO K TIOSBICHUIO

BoIpaxkeHus «armaeMusi PAC». [1o mocennuM nanHbM LeH-
Tpa o KOHTPOJTIO ¥ IpodmiakTrke 3aboaeBanumii (Centers for
Disease Control and Prevention, USA), pacripocTpaHeHHOCTh
PAC cpenu neteii cocrasiser 1 : 68, BT.U. cpeiy MAJIbYMKOB —
1:42 (14,7 na 1000 mereit B Bo3pacte 8 jer), uto Ha 30 %
oombie, yeM B 2012 romy (1 : 88) [2]. B KOx#oit Kopee pac-
npoctpaneHHocTb PAC cpenu gereli B Bo3pacte ot 7 1o 14 et
OLIEHMBaeTCs Kak cooTHoureHue 1 : 38 [3].

B xmunauKe nerckoii ncuxoneposorun I'Y «MHCTHTYT
nenuaTpuu, akyuepcrBa u ruHekonorun HAMH Ykpan-
HbI» Mbl HaOMonaeM mnaiueHTos ¢ PAC, B Tom uucie co-
YETAIOIIMMUCS C SMWISNTUIECKUMU TipucTtynaMu. PaHee
MBI yXKe oOpalmainch K mmpobieMme B3aumocBsa3u PAC u
SMUIETITUYECKUX dHLIe(haTONaTUIi, BHIpA3UB MHEHUE, YTO
B OOJIBILIMHCTBE CITy4aeB y AeTeil paHHEro BO3pacTa UMEHHO
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PE3UCTEHTHbIE MUJIENITUYECKUE MPUCTYIIbI MO0 Tepcu-
crupyouas snuaenTudopMHas aKTUBHOCTb MPUBOIAST K
dopmuposanuio PAC [4].

Ha ceropHguiHuii 1eHb MHOTUE MCCJIEIOBaHUS TIOA-
TBEPXKAAIOT HAIMYME B3aUMOCBSI3U MEXIy SMUJIeTITUYC-
CKMMU TIPUCTYNAMU, SMUICNTU(POPMHBIMU U3MEHEHUSIMU
Ha aekTposHuedarorpamme (DDI') u paccrpoiicTBamu
AyTUCTUYECKOTO CIEKTPa, OIHAKO €€ MEXaHU3Mbl OCTAIOTCS
JI0 KOHIIA HE MMOHATHBIMU. BbIcOKas pacrnpocTpaHEeHHOCTh
SMWIENITUYECKUX NPUCTYIOB cpenu neteir ¢ PAC, kak u
3HAUUTEIbHBIN ypoBeHb 3ab0oneBaemoct PAC cpenu ma-
LIMEHTOB C MUJIENTUYECKUMU TTPUCTYNaMU, YKa3bIBaeT Ha
BO3MOXHOE CYIIECTBOBAHME OOIIMX MPUYMH, JIEXAIIUX B
OCHOBE 3TUX JABYX MAaTOJOIMYECKUX MPOLIECCOB.

ITo maHHBIM MeTaaHaiM3a UCCIEeIO0BaAaHU, TPOBO-
muBIrxcst ¢ 1963 mo 2006 ., cpeaHsis 4acToTa pa3sBUTHS
SMUIETITUYECKUX MPUCTYTIOB cocTtaBuia 21,5 % y i ¢ PAC
NP HaTMIMK HU3Koro 1Q u 8 % y malreHTOB ¢ COXpaHHBIM
MHTeJIIeKTOM [5]. XOTs BbICOKAs YaCTOTa MU TUYECKUX
npucTynoB cpeau 6oabHbIX ¢ PAC xapakTepHa mperumylie-
CTBEHHO JUIA JeTeil CO CHUXKEHHBIM MHTEJIJIEKTOM (4acTo
VMEIOIIMX BbIPAKEHHbIE CTPYKTYPHBIE U3MEHEHM S TOJIOBHO-
ro MO3ra WIM FeHeTUUYECKYIO MMaToJIornio), y aeteii ¢ PAC u
COXpaHHbBIM UHTEJIJIEKTOM PUCK PAa3BUTHUS MU TUYECKUX
MPUCTYNOB B 8 pa3 BbIlIE, YeM B TOMYJISLINU. YCIOBHO MOX-
HO BbIICJIUTD JIBE TPYIIIbI IETel C HAJIMUKMEM STMUIENTUYE-
ckux npuctynoB 1 PAC: 1) maiyeHThI ¢ 3NWIeNTUIECKUMU
MOPUCTYIIaMM WM TePCUCTUPYIOIIEeH SMUIeNTU(POPMHOMK
aKTUBHOCTBIO Ha DDI, y KOTOpBIX pa3BUBAETCs perpecc
KOMMYHUKATUBHbIX U COLIMATbHBIX HABBIKOB 110 ayTUCTUYE-
cKkomy tuily; 2) naueHTsl ¢ PAC, y KOTOpBIX CO BpeMeHEeM
Pa3BUBAIOTCS SMUJIENITUYECKUE TTPUCTYIIbI.

ITo MHeHUIO 3apyOexXHBIX MCCAeaoBaTesieil, He MeHee
30 % nereit ¢ sanwiencueit umeror PAC [6]. TIpoBeaeHo
TakKe JBa KPYMHbIX MMPOCIEKTUBHBIX UCCIEI0BAHUS, MO~
CBSIIIIEHHBIX U3y4yeHHUI0 pacrpocTtpaHeHHocTu PAC cpenu
NIeTeH C 3MUIETICUE, KOTOPbIE BBISIBUJIM €€ HA YPOBHE
npumepHo 4—5 % [7, 8]. HaubGosiee BBICOKUIA PUCK pa3-
Butusa PAC mpu snuiencum MMeroT AeTU C YMCTBEHHOM
otcTasiocThio. OIHAKO AaXe MPU OTCYTCTBUM YMCTBEHHOM
otcranocTtu puck PAC npu anuiencuu 3Ha4ynuTeIbHO BhIIIIE,
YyeM B OO0IIEeN MOMYJ/IsSIINN.

AHau3 1mokasaTesieil YacTOThl coueTaHus (KOMOpPOuUI-
Hoctu) PAC u snuiencum mo3BoOJUA CO3AaTh TMIOTE3Y
OOIIHOCTH MAaTO(PU3NOJIOTMYECKUX MEXaHU3MOB JIBYX Ta-
Tojoruii. MUcciaenoBaTensiMu B 001aCTU HEMPOGDU3NOIOTUI
BBICKA3aHO IpearnojoxeHue, yto rene3 PAC u anunencun
MOKET ObITh OOBSICHEH C TOYKU 3PEHUS HAPYLLIEHU I CUHATT -
TUYECKOM MIIACTUYHOCTU, KOTOPBIE MPUBOAUT K TUCOATAHCY
BO30YXJEHUSI U TOPMOXKEHUS B pa3BuBatoiemMcs mosre [9].

CuHanTuyeckasi MmjiacTU4HOCTb — 3TO BO3MOXHOCTb
U3MEHEHMS CUJIbI CUHAarca (BeJIMYUHbI U3BMEHEHUS TPaHC-
MeMOpaHHOIO IOTeHIIMalla) B OTBET Ha U3MEHEHUE ero
akTUBHOCTH [10]. DTO yHMKaIbHOE CBOMICTBO MO3Ta MJIEKO-
MUTAIOLIUX JIEXKUT B OCHOBE Pa3BUTUSI CIOXKHbBIX (POpM T10-
BEJIEHUs1, OCHOBAHHbBIX Ha YCBOEHHOM OIIbITE, MBIIILICHUH,

namsitu, amoiusx. Kpome Toro, cuHantuyeckas rjaiacTuy-
HOCTb UTPAET BAXXHYIO POJIb B pAHHEM Pa3BUTUU HEPBHOU
CHUCTEMBbI, a HapylUIEHUE MEXaHU3MOB IJIACTUYHOCTHU BCE
yalie CBSA3bIBAIOT C BOSHUKHOBEHUEM Pa3JIMUYHBIX HEPBHO-
TNCUXUYECKUX PACCTPOMCTB.

Ilatonoruyeckure M3MEHEHUs B MO3re, NMPUBOASIINE
K pa3Butuio PAC u snuierncuu, xapakTepHbI 111 TeHe-
TUYECKUX 3a00JIeBaHUIi, TaKMX KaK TyOepO3HbI CKIepOo3,
CUHIPOMBI X-JIOMKOI XpoMOCOMBI U PeTTa, a Takke mpu
BO3HMKAIOLIMX de Novo peqKuX Bapualusax yuciaa KOmui
reHoB (copy number variants (CNVs), HanmpumMmep, MyTalluu
HeiipoauruHa/HeiipekcuHa uiu mytanuu SHANK3, a tak-
K€ UHTepHEMHpONaTUsX, BbI3BAHHBIX MyTalMsiMu reHa ARX
(Aristaless related homeobox) nin HeiiponuarHa-2 (NRP2),
U APYTUX MyTanusx [8].

Bapuanus yucna xkonuit reHoB (CNV) — BuI reHeTH-
YeCcKOro nojuMopdusma, K KOTOpOMY OTHOCSIT pa3indus
WHAWBUAYATIbHBIX TEHOMOB 10 YMCTY KOMU I XPOMOCOMHBIX
CEerMEHTOB pa3MepoM OT | ThIC. 10 HECKOJIbKUX MUJLINO-
HOB Tap OCHOBaHMWil. BriepBble cBeleHUSI O HOBOM TUIIE
Bapualuii B reHoMme yenoBeka — CNVs — omy0aMKoBaHbI
R. Redon u coaBr. B 2006 rony B xypHane «Nature». Ha
CETOOHSIIIHUMI AeHb N3BecTHO, yTo CNYV cBsg3aHbI ¢ 17 3a-
0oJIeBaHUSIMU, B TOM YMCJIE€ U SHAOTEHHBIMU MICUXUYECKUMU
[11]. CNV Bo3HMKAIOT, KaK IMPaBUJIO, B pe3yabraTe MyTalluii
de novo, TakuX Kak JeJeuu, TyrianuKalui, UHBEpCUU WU
TPAHCJIOKALIUU.

Ponp CNV B atnonoruu PAC Oblia ycTaHOBJIEHA B
2007—2008 rr. B paMKax KpYITHOIO McCilenoBaHus Autism
Genome Project, B mpoliiecce KOTOpOro ObUIN MpoaHaIU3M-
poBaHbI reHOMEBI 2611 cemeit marmenTos ¢ PAC.

Opnnoit u3 Takux CNV, npusBopsimux K pazsutuio PAC
U TIWIIETICUH, IBIIsIeTCs 2pl6 — menenus B reHe 2-i Xpo-
MOCOMBI, KOTOPBI KogupyeT 0enoK HelipeKcuH (NRXN1).
NRXN1 B3auMoaeicTByeT ¢ HEHPOJIUTUHOM — OEJIKOM
KJIETOYHOU anre3nu, o0ecreuyrnBalolliiM KOMMYHUKAIIUIO
HelipoHOB. B3aumoneiicTBue HelipeKcrMHa M HeMpOJIUTMHA
1o3BosisieT hOPMUPOBATH HEMPOHAIbHBIE TTYTH B TOJJOBHOM
Mo3re. Kpome Toro, KomIuieKc HeipeKCHUH-HeHpOJIUTMH
BaXXeH JJi1si GYHKIMOHUPOBAHUS TIyTaMaTHBIX CUHATICOB,
aHoMaJibHasi paboTa KOTOPBIX paccMaTpUBAETCsl KaK OJHA
u3 npuuuH pa3putus PAC [10]. K mogo6HbIM U3MEHEHUSIM
B IIHC Ttaxke mpuBoaut nenerus 22q13.3, mpu KoTopoit
OTCYTCTBYeT T'eH, Koaupytomuii mporeuH SHANK3, ko-
TOPBII UTPAET BAXXHYIO POJIb B pa3BETBICHUU JIEHAPUTOB U
¢dopMupoBaHUM CUHAIICOB [12].

Mpyranusa rena ARX, koaupymomiero X-cuernieHHbI
npoteuH aristaless-related homeobox, OTBETCTBEHHBIN 3a
tpanckpunuuio JIHK B IIHC, npuBoaut K coxpalieHnIo
KOJIMYECTBA MHTEPHEUPOHOB KOPHI MOJYLIAPUMA U TUIIIIO-
KaMIIa, YTO BbI3bIBACT TSKEJIbIe SMUIETTTUYECKUE TTPUCTYTIBI
C paHHUM /1e0I0TOM (uallle B BUae MHMaHTUIBHBIX CITa3MOB)
u PAC [13].

Heitiponmunun-2 (NRP) mpeacraisieT co0oii peLentop
IIJIST aKCOHaIbHOTO Meauaropa cemadopuna-3F (SEMA3F).
[Monmumopdusm rena NRP2 MoxxeT mpuBoauTh K pa3BUTUIO
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snuiienTudeckux npuctynoB u PAC. MiaMeHeHuUs1 B MO3re
MpY 3TOM MyTallMU BKJIIOYAIOT U3MEHEHUST KOJUUYecTBa
MHTEPHENPOHOB TUIMIOKaMIIa, HapyleHue GyHKIMOHUPO-
BaHMS MapBaJibOyMUHa U HeliponenTtuaa Y 1 COKpalleHue
IJIMHBI ASHAPUTOB MpaMUIaibHbIX HeiipoHoB CAl [14, 15].

ITo MHEeHUIO aMepUKaHCKOTO crieruaircta B cepe PAC
u anmiencun Amy Brooks-Kayal, «...He3aBuCHMMO OT U B
JOTIOJTHEHUE K TeHETUYEeCKU 00YCIIOBJIEHHBIM HapyIIEHUSIM
CHHANTUYECKOM TUTACTUYHOCTU B Pa3BUBAIOLIEMCS MO3Te
MOTYT BO3HMKATh U3MEHEHMS, OOYCIOBIEHHBIE STUJIETI-
TOreHEe30M, KOTOPbIe MOTYT NMPUBOIMTH K HApPYIIEHUSIM
CUHANTUYECKOM TIACTUYHOCTH U CIIOCOOCTBOBAThH Pa3BH-
1o PAC». [Ipoucxoasiiye B MO3re MIIeNTOIeHe3 1 311~
JIETITUYEeCKHEe MPUCTYITBI HApYIIAlOT HOpMaJbHOE TeUeHNe
MPOIIECCOB PAa3BUTHS B MO3Te, BKJIIOYAsT CUHANITUYECKUI
TIPYHUHT, UCTOHUEHKE AEHIPUTOB U aKCOHOB Y CO3pPEeBaHME
pelIeNTOPOB MOHHBIX KaHAJIOB [8].

OaHUM U3 HeTaTUBHBIX 3(h(HEeKTOB AMUICIITOreHe3a Ha
MO3T SIBJISIETCST HapyIlIeHHe pabOThl HEIPOTPAHCMUTTEPHBIX
cucTeM. B yacTHOCTH, TIO/I BAMSTHAEM paHO BOZHUKIITMX BITH -
JIENITUYECKUX ITPUCTYTIOB IIPOMCXOANT U3MEHEHME NEHCTBUS
ramMma-amuHomacsiHo KucaoTel (TAMK) Ha HeiipoHBI
runmokamiia CAl ¢ nenosasipusyoiiero (MHrMOupyIoIiero)
Ha runepnojsipusupytoniee. Jemnomnspusyioliee aeiicTBue
TAMK xpuThyecku BaxkKHO IJIsI MHOXKECTBAa HOPMaJIbHBIX
MPOLIECCOB Pa3BUTHSI, BKJIIOYas Mpoiudepalinio Heipo-
HOB, MUTPAIIMIO, TAPTETUHT U CMHAINTOreHe3. Bo3MoxHO,
YTO M3MEHEHHEe BO30YKIAIOIINX U TOPMO3HBIX TIPOLIECCOB
B CMHAIICaX TaKXe MOXET CITOCOOCTBOBATh Pa3BUTHUIO AT -
nentuyeckux npuctyroB U PAC B co3peBaloliiemM Mo3re.

Takum 006pa3oM, BO MHOTUX CJTydasix UMEHHO SITHJIeTI-
THYecKas sH1edanonaTus (AnuaenTudopMHast aKTUBHOCTD
1 SMWJIETITUYECKKE TIPUCTYIIBI ), Pa3BUBAIOIASICS B TEHETH -
YeCKU CKOMITPOMETUPOBAHHOM MO3Te, SIBJISIETCSI (haKTOPOM,
KOTODBII MPUBOIUT K TSKEJIBIM KOTHUTHBHBIM U TTOBEIEH-
YeCKMM HapylneHusM u popmuposanuio PAC [16—18, 30].

KoHuenuus obiero naroreHesa, jexaliero B OCHOBE
smmienicud U1 PAC, nmeer BaxHoe 3HaYeHUE IJIs1 pa3pa-
OGOTKY MTPUHIIMIIOB JIEYEHM ST, OTHAKO /IO KOHIIA MEXaHU3MBbI
HapylIeHni paboThl MO3Ta MPU STUX COCTOSTHUSIX HE SICHBI.

[Ipumepom snmaenTUUeCKON sHIIe(aTonaTuu, mpu-
Benei K pa3putuio PAC y pebGeHKa C reHETUUEeCKOM
MaTOJIOTHEN, MbI XOTEJIN Obl TIOJETUTHCS B TaHHOI paboTe.

Cunapom XXYY 6bu1 BoepBboie onucaH Sylfest Muldal
u Charles H. Ockey B 1964 rony B Manuectepe (Benuko-
OpuTaHusl) Ha IIpuMepe 15-JIeTHEro yMCTBEHHO OTCTaJIOTO
Manbumka ¢ KapuotunoM 48, XXYY. [lauueHT umen peHo-
TUIIMYeCKMe Mpu3Haku cuHapoma KisitHgenbrepa, oqHako
BMECTO XapaKTePHOTO JIJIsl 5TOTO CHHAPOMa XPOMOCOMHOTO
Habopa 47, XXY ucciaenoBaHue KapuoOTUIIa BBISIBUIO YBe-
nuyeHue KonmdectBa xpomocoM — 48, XXYY. I[Toatomy
cuHapoM XXYY nepBoHauaaIbHO CYUTAJICS BAPUAHTOM CUH-
npoma KnsitHdensrepa [19]. CoaBTop nepBoro onuvcaHust
cunapoMa XXYY, Sylfest Muldal, mpu3HaH OqHUM U3 TTHO-
HEpOB B 00J1aCTU TeHETUYECKMX MccenoBaHuii B Bennko-
opurtanuu. Ponusiimcs B Hopseruu, oH B 1946 1. mepeexan B

Bpuranwuio, roe Hayan HayuyHbIi myTh B John Innes Institute
(r. Yum0bamon) noxa pykoBoacTtBoMm mnpodeccopa Cyril Dean
Darlington, maTpuapxa OpUTaHCKOM I'eHETUKU, OTKPBIBIIIE-
r0, BYACTHOCTH, MEXaHN3M XPOMOCOMHOTO KPOCCUHTOBEPA
(mmporiecc oOMeHa yyacTKaMU TOMOJIOTMYHBIX XPOMOCOM BO
BpeMsl KoHblorauu B mpodase I meiiosza). [Tosxe Sylfest
Muldal nmepeexan B Manuectep, rae eMy ObUIO IIPEIIOKEHO
€03/1aTh J1ab0paTOPUIO IUTOJIOTUN U TEHETUKHU ISl hUCClie-
JIOBaHUSI XPOMOCOMHBIX aHOMAJIMi C LEJIbI0 JUArHOCTUKHU
cneurduueckux TUIoB paka. OH TakKe BOCIIUTAI LIETYIO
IJIesI1y TEHETMKOB U KJIMHULIMCTOB, HauboJjiee U3BECTHBII
un3 KoTopbeix — oHKouor Sir David Philip Lane, mepBoot-
KphIBaTeJIb MPOTeMHA — CYIpeccopa pocTa oImyxoseit pS3.

YacroTa Bo3HUKHOBeHUs cuHapoMa XXYY cocTaB-
qstet ipumepHo 1 Ha 18 000—50 000 auir My>KCKOro moJia
u 3aHuMaet npumepHo 0,08—0,33 % cpenu Manb4MKOB
¢ yMCTBeHHOMI oTcTanocthio [20, 21]. Ha ceromnsiHumit
JIeHb B Hay4YHOI JuTepaType omnucaHo okoyio 100 ciaydyaeB
cunapoma XXYY, KOTOphIii paHee CUYUTAICSI BapuaHTOM
cunapoMma Knstitndensrepa (47, XXY) 6aarogapsi CXoxKeMy
(heHoTUITY 1 HATMUUIO SHIOKPUHOJOTUUYECKUX PACCTPOCTB.
XapakTepHble [IJIs 3TUX CUHIPOMOB MPU3HAKU BKJIIOYAIOT
BBICOKUI POCT, MUKPOOPXUIU3M, TUIIEPrOHATOTPOITHBINA
runoroHanusm [22]. Xots rnepBbie COOOIIEHNS O CUHAPOME
XXYY He moka3bIBaJi CYIIECTBEHHBIX Pa3INIUi MEXIY
HUM 1 cuHapoMmoMm KustitHgensrepa [23], ceromHs oOlie-
MPU3HAHHBIM (PAaKTOM SIBJISIETCS Cy11I€CTBOBAaHUE CUHIpOMA
48, XXYY Kak oTaebHOM HO30JIOTUYECKUX SANMHUIIBI, T.K.
00JIe3Hb XapaKTepU3yeTCsl COOCTBEHHBIMU OCOOEHHOCTSIMU
HEPBHOM U 9HAOKPUHHOM CUCTEM, a TAKXKE MOBEICHYECKHU -
MU paccTpoiicTBaMu [24].

JlomoHUTEIbHBIE XPOMOCOMBI TIpU Kapuotume XXYY
MOYTHU BCETAA MPOUCXOAAT OT CIIEPMATO30UIOB C TpeMsi
MMOJIOBBIMU XpoMocoMaMHu (ogHa X-XpoMocoMa U JIBe
Y-XpoMOCOMBI). DTO ClIydaeTcs 13-3a HEPaCXOXKISHUSI XPO-
MOCOM BO BpeMs 1-ro u 2-ro aeneHuii Meiioza. Kapuorun
48, XXYY B HEKOTOPBIX CIydyasX BOZHMKAET B pe3yJIbTaTe
HePacXOXIEHUSI XpPOMOCOM IMPU MUTO3€ 3UTOTHI C HOPMaJIb-
HbIM KapuoTturom 46, XY [25].

IMamuenTsr ¢ cunapomom XXYY uMeroT (peHOTUII, Ha-
nomuHapmui cuapom KisitHgenasrepa: BBICOKUI POCT,
TUIIOTOHAIN3M, TUHHEKOMACTUSI. DHIOKPUHHbBIE Hapylle-
HUSI CTAHOBSITCS] BBIPAXKEHHBIMU B ITyOEPTATHOM TIEpUOJIE,
KOr/Jia BOBHUKAET 3aep>KKa PA3BUTUSI BTOPUYHBIX ITOJTOBBIX
MPU3HAKOB: CHUXEHUE OBOJIOCEHUSI Ha JINLIE U TeJie, ThHe-
KoMacTus, ci1aboe pa3zBUTUE MYCKYJaTypbl. B HEKOTOPBIX
cJlyyasix OrucaHbl TUIEPTEIOpU3M, BaprycHas nedopma-
1IMS JIOKTeBOTO CycTaBa, MJIOCKOCTOIME, KOCOJAIOoCTh,
KJIMHOOAKTWINS U cKono3. [IpumepHo y 71 % nauneHTOB
HaOJI0AaeTCs TPEMOP, KOTOPbII YCYTYOJISIETCSI C BO3PACTOM.
Y MHOTMX MAallMEHTOB TaKXe BbISIBJISIETCSI HEBPOJIOrnyecKast
CUMTOMAaTHKA: SMUJENTUYECKUE MPUCTYIIbI, MbILLIEUHAS
TUTIOTOHUS, TUKMU.

Ha MPT 4acTo BHIABISIOT CTPYKTYpHBIE HAapYyIICHMS,
TakMe Kak areHe3usi MO30JIMCTOro Tejia Uiu aTpodus 1006-
HO-BUCOYHBIX 10J1e# Mo3sra [26]. [Tpumepro y 50 % nHa MPT
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BBISIBJISTIOTCS HeCTIeLIM(UUECKe U3MEHEHMSI B BUIE TUTIep-
MHTEHCUBHOIO CUTHajia oT 6ejoro BeiiecTBa Ha T2/Flair,
menkue (1—2 Mm) wim 6osee KpymHbie (4—5 MM) JT0KaJIbHbIE
ouaru B 0es1oM BeliiecTBe. Takske 0KoJI0 8 % MallueHTOB UMe-
10T BpOXKAEHHBIE TIOPOKU CepIilia, Takue Kak TeTpana dao,
CTEHO3 YCThsl JIESTOYHOM apTepuu, MPOJarc MUTPATbLHOTO
KJanaHa WiM aedeKkThl reperopoaok. Cpeau COmyTCTBY-
IOIIMX 3a00JIeBaHUI M CUMIITOMOB OMKMCaHbI KOcorasue,
MaxoBasl IpbiKa, KPUIITOPXU3M, aCTMa, PELIUANBUPYIONIIE
pecrnupaTopHble MH(EKIIMK, HapylIeHe pocTa 3y0oB. Y
B3pOCJIBIX HEPEIKH CIydar TpoMO03a ITyOOKMX BeH HUKHUX
KOHEYHOCTe. YIIOMMHAETCsI TAaKKe MOBBIIIIEHHBIN YPOBEHD
CMEPTHOCTU OT HEXOKKUHCKOM JIUMGbOMBI.

IIpaktuuecku y Bcex aeteid ¢ cuHapomoM XXYY ot-
MeyJaeTcs 3a7epkKa TICUXUIeCKOro U peyeBOro pa3BUTHS,
KOTOpasi 3aTeM MepeXouT B PACCTPOMCTBO ayTUCTUIECKOTO
CIIEeKTPa UJIM YMCTBEHHYIO OTCTAJIOCTh. XapaKTePHbI TAKXKe
HapyllIeHUsI TOBEIEHNSI B BUIE CUHAPOMA TUTIEPAKTUBHOCTH
¢ eI TOM BHUMAHUSI, UMITYJIbCUBHOCTb, arpeccusl, Ha-
pyiieHust HacTpoeHus. Takxke 10 3 1eT 3aaep:KaHo pa3BUTHUE
CTATOKMHETUYECKUX PyHKIMIA [26, 27].

IMpeamnonaraercs, YTO BBICOKWUI POCT MAllMEHTOB C
cuHapoMoM XXYY cBs3aH ¢ MOBBILIEHHON 3KCIIpeccueit
reHa SHOX, 4To criocoOCTByeT M30BITOYHON aKTUBHOCTU
POCTOBBIX TUIACTUHOK TPYOUAThIX KOCTE U YCKOPEHHOMY
CO3pEeBaHMIO KOCTHOI TKaHU [28].

B kauecTBe WILTIOCTpallK MPUBOAMM KJIMHUUYECKOE Ha-
OJII0IeHUEe COYeTaHNs SMUIENTUIECKOM SHIIe(aTonaTuy u
PAC y pebeHka ¢ AMarHoCTUpOBaHHBIM CUHAPOMOM XXYY.

Manpuuk P. BriepBble IOCTYIIMI B KJIMHUKY AETCKOM
nicuxoHeBposioruu I'Y « AHCTUTYT neauaTpuu, akyIiepcTsa
u ruHekonoruu HAMH Ykpaunbl» BecHoit 2012 1. B Bo3pac-
Te 2 sieT. [Tpu MOCTYIUIEHUU POAUTENSIMU TTPEIbSBISINCH
2KaJ100bl Ha HAJIMYKE y peOeHKa SMIIESIITUYECKUX IIPUCTYTIOB
B BUJIE TOHMUYECKOTO HAMPSIKEHUSI U MUOKJIOHW I KOHEUHO-
CTell U TYJOBMINA JUIMTETBbHOCTBIO 2—3 MUHYTHI, KOTOPbIE
BO3HUKAJIM TOJBKO B HOUHOE BpeMsl. [IprcTyIbl conmpoBo-
KIAIUCh BOKATU3alUMSIMM (3ByKaMM, HAaITOMUHAIOIUMU
peruaHue). Takke y pebeHKa oTMedanach 3aaepxKa IICUxo-
9MOILIMOHATBLHOTO Pa3BUTHS: TTPAKTUYECKU OTCYTCTBOBAJ
KOHTAKT C OKPYXaIOIINMU, OTCYTCTBOBAJIAa SKCITPECCUBHAsI
peub, afeKBaTHas peakiivs Ha OOpallleHHYIO0 pedb, He BbI-
TTOJTHSITUCH TIPOCHOBI POUTENECH.

W3 anamHe3a ObLI0 U3BECTHO, YTO PEOEHOK POIUIICS OT
2-11 0epeMeHHOCTH, KOTopas ITpoTeKaa 6e3 rmarojoruu. Ot
1-11 6epeMeHHOCTH y MaTepU €CThb 3M0POBbII MAIbUMK 5 JIET.
Martp 10 nepBoii 6epeMeHHOCTH MepeHecIa YeperTHO-MO3-
TOBYIO TPaBMY, BCJIEICTBHE YETO KaK MepBbie, TaK U BTOPHIE
POIBI TPOBOAWINCH TTyTeM TIJIAHOBOTO KecapeBa CeUeHMS.
Pebenoxk poauics Ha 40-i1 Henee 6epeMeHHOCTH ¢ MacCoit
2500 r (1-11 pebenok — 2270 r), nuHoii Tena 47 cm. [Tocie
POXIEHUS OTMEYasCs IMaHO3 KOXKHBIX TTOKPOBOB, 3aKPH-
yaJ IocJie CaHalMK AbIXaTebHbIX myTei. [1o mkane Anrap
nosxyuwa 7 6amnoB. OTMedanach He3HaYMTeIbHas XKeJITyxa
2—3 Hen., ounMpyOuH ObLT MakcuMalibHO 108 MMOJIB/II.
Boinucan u3 pongoma Ha 9-ii ieHb. [0710By Hauas nepxarb

¢ 3 Mec., cuaeTb — ¢ 5 Mec., xonuth — B 1 . 5 mec. BoBpems
HauaJj CJIeIUTh 32 UTPYILLIKOI, SMOLIMOHATIbHO pearupoBaTh
Ha OKPYXKaIOIIUX, YIbI0AThCS.

B 9 Mec. Ha ¢oHe MOTHOrO 310POBbsI MaMma 3aMeTuJIa
y pebeHKa MPUCTYIbI B BUJE CrMOaHMs U MPUBEIEHUs KO-
HEYHOCTe, crubaHus TyjaoBuila. [Ipuctymnsl oTMeyanuch
2—3 pa3a B AeHb, cepusiMu (MakcuManbHO 10 mpucTynoB B
cepun). Bo BpeMs mpucTynoB pedbeHOK 3aCThIBAI, CMOTPEIT
B omaHy Touky. [lo mMecTy xxuTenbcTBa peOeHKY ObLI Ha-
3HaueH genakuH (20 Mr/kr), Ha (oOHe IpreMa KOTOPOTo
JTHEBHbIE MTPUCTYIIbI UCUE3JIU, OJTHAKO MOSIBUIUCH B HOUHOE
BpeMsi, TIpU 3TOM peOeHOK MPOCHINaJCcs, MiaKajl, TakxKe
MPU MPUCTYIAX OTMEYAIMCh BOKAIU3AMU B BUJIE 3BYKOB,
HarnmoMMHaroumx peryanue. Kpome reHepaau3oBaHHBIX ITPU-
CTYIIOB B HOYHOE BpeMsl TAKXKe MepUoANIEeCKU OTMEeYaTUCh
MUOKJIOHMY MBIIIIII TYJIOBUIIA X KOHEYHOCTe. CeMelHbIN
aHaMHe3 CO CJIOB MaTepu He oTsroiieH. Takxke ¢ 8§ mec. y
pebeHKa HECKOJIBKO pa3 B T0Jl BOSHUKAIU 3MU30/Ibl PBOTHI,
KOTOpPBIE PACLIEHUBAJINCH MeAuaTpaMu Kak MpOsiBICHUS
alleTOHEeMUYECKOTO CUHAPOMA.

[Ipu ocmoTpe pebeHka obpaliago Ha ceOs1 BHUMaHME
HaJlM4yMe HapyUIEHUS TCUXUYECKOTO Pa3BUTHUS IO TUITY
paccTpoiicTBa ayTMCTUYECKOro CIieKTpa. PebeHok mpak-
TUYECKU HE pearnpoBajl Ha OOpalleHHYIO peub, HE BbI-
MOJIHSI UHCTPYKIIUU poAuTeSieil. XapakTep MOBeIeHUs
ObLI TUTEPAKTUBHBIM, OECILIeIbHBIM, C YaCThIMU CTEPEO-
TUTMHBIMU IBMKEeHUsIMU pyK. [leproauyecku pearnponai
Ha cobctBeHHOe MMs. CroxkeTHasl Urpa OTCYyTCTBOBaJja,
MPeANoYnTA UTPYLLIKAM HEUTPOBBIE MPEAMETHI (HaITpumep,
nocyny). OKpyXHOCTb royioBbl 47,4 cM (3-i1 IepLEHTUID).
Poct 95 cm (50-i1 nepuenTuinn). Bec 12,5 kr. 3y0bl, sI3bIK,
He00 He u3MeHeHbl. [unepTenopusm. BeipaxkeHsl mposiBiie-
HUS AUCIUIa3UU COETMHUTETbHON TKAHU (TUTIEPMOOMIbHBII
CYCTAaBHOUW CUHAPOM, MpPOJANCc MUTPAJIbLHOTO KJjallaHa,
TUIOCKOCTOIINE, KpUIITOPXU3M). KOXHBIE ITOKPOBBI CYyXHE.
Cuaout caMoCTOSITeIbHO, OepeT IpeaMeThl B pyku. [loxonka
HeyBepeHHasi, C JIeMEHTaMM 11aTKocTu. [1aTonorust uepern-
HbIX HEPBOB OTCYTCTBYET. MbIILIEUHbBII TOHYC HECKOJIbKO
cHuxeH. CyxoxXuibHble pedIeKChl C KOHEUHOCTE KMBBIE.
D = S. bprouHbie pedieKCchl MOJI0XUTEIbHbIE.

[Ipu npoBenenuu MPT rosoBHOro Mo3ra BBISIBJIEHBI
MPU3HAKU TUIIOIUIa3UM TOJIOBHOTO MO3ra B JIOOHBIX 00-
JIacTsIX.

Ha D3I BoIsiBIeHA MPOOOLKEHHAsI, C TIPOSBICHUSIMU
OuaTepaibHON CUHXPOHU3ALMU SMWIeNnTU(GOopMHas aK-
TUBHOCTb B BUJIE TeHEPATIM30BAHHBIX Pa3PsiI0B KOMILIEKCOB
ocTpasi-Me/UIeHHasi BOJIHA, MUK — MeJUIeHHAasl BOJTHA Ya-
croroii 1,5—2,0 Ii1 B coyeTaHn ¢ BEICOKOAMILIATYIHBIMU
MeUIEeHHBIMU BOJIHAMM, C aMIUIUTYIHBIM TIpeobiaiaHueM
B 3a/IHEJIOOHBIX, LIEHTPAJIbHOBUCOYHbBIX OTBEICHUSIX CJIeBa
(puc. 1, 2). O6cnenoBaHKe TPOBOAUIOCH Ha 16-KaHAIbHOM
anekTposHuedanorpade «HelipoH-criekTp».

C yuyetom HalmMuus y peOeHKa CoueTaHUs Pe3UCTEHTHBIX
K Tepanuu 3MWIeNTUYECKUX TTPUCTYINOB U pacCTpoiCTBa
AYyTUCTUYECKOTO CIEKTPa OBbLIO CIETaHO TPEATOIOXKEeHUE
0 HelipoMeTaboIMYecKOl 3THoN0orumu 3adoneBanus. le-
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PucyHok 2. 33l nayneHTa c cuHgpomom XXYY
(dporocTumynsauuns)

HETHMKOM ObLT Ha3HAUeH aHajlu3 Ha OMpejeSieHue YPOBHSI
MOJIOYHOM U MUPOBUHOTPAHON KUCJIOT B KPOBH.

[1pu npoBeaeHn 1aboOpaTOPHOTO UCCAEAOBAHMS B Chl-
BOPOTKE KPOBU OTMEUATIOCh YBETUUEHUE COAECPKAHUS MO-
JiouHoi (2,07 mmodb/a (N 1,0—1,7 MMoJIb/JT)) U TUPOBUHO-
rpagHoii kucsioTsl (0,22 Mmob/a (N 0,09—0,11 Mmosb/i)).
Ha ¢doHe cTaHaapTHOTO I1I0KO30TOJIEPAHTHOTO TecTa
YPOBEHb JIaKTaTa MOBBICHIICS 10 3,86 MMOJIb/J Yepe3 2
yaca. YpoBeHb nupyBara uepes 2 4 goctur 0,28 MMouib/J1.
CozepxkaHue aMUHOKUCIOT B MJla3Me KPOBU HAXOAWJIOCh
B Ipe/iesiax HOPMbI.

PesyibraThl OCTaIbHBIX TAOOPATOPHO-UHCTPYMEHTAIb-
HBIX METOJIOB UCCeN0BaHUs (00U 1 OMOXUMUYECKU I
aHaJu3 KpoBH, obumii aHanus mouu, DKI, DxoKI, Y31
OpraHoB OPIOUTHON MOJOCTU, OCMOTP OKYJIMCTA) MaToJ0-
IMYECKUX U3MEHEHU I He MOoKa3aiu.

KoHcybranmu necuxuarpa u METMIMHCKOTOo TICUXoJiora
MOATBEPIMIN HAJTMUKe Y peOeHKa pacCTPONCTB ayTUCTUYE-
CKOTO CIEeKTpPa B COOTBETCTBUU ¢ Kputepusimu DSM-V. Tak
KaK BBIPaXKEHHOCTh ITPOSIBJICHUIT KOTHUTHBHBIX HAPYIIICHMIA
yCyryoJisiiach 4acTbIMU SMWJICNTUYECKUMU MPUCTYaMU,
COCTOSIHME peOEHKA ObLJIO PACLIEHEHO KaK 3MUJIeNTUYeCKast
sHUedaronaTusl.

C yyeToM Hauuus y pebeHKa Mpru3HAKOB MUTOXOHIPU -
aJIbHOM HEOCTATOUHOCTH (JIaKTaT-alKa03) ObLIO MPUHSITO
penieHue MpoBeCTU 3aMeHy JieNakruHa, Kak rnpernapara, He-
TaTUBHO BJIMSIOLIET0 Ha SHEPreTUYeCKUii 0OMeH, Ha JieBe-

THpaueTam (Kernrpy) B cyrouHoii no3e 40 mr/kr. Kpome Toro,
MTPOBOIMIIACH KOPPEKITUS JTAKTAT-aIM103a U KOTHUTUBHBIX
HapyIIEHMIA C TTOMOIIIBIO TIPENapaToB aIUTUBHOTO (HEHPO-
MeTabOoIMUEeCKOr0) e CTBYS: IMTUKOJINHA, L-KapHUTHHA,
TJIMIHA, STHTAPHOM KMCIIOTHI, MarHUs CyJbdaTa, BUTAMHU-
Ha B,. PeOeHOK BbIMCaH C IMarHO30M: PAHHAS OIHU-
JlenTudeckasi HeiipoMeTabonndeckast aHIlehaaonaTus ¢
BBIPaKEHHBIMU TICUXO3MOIIMOHATBHBIMU HapYIICHUSIMU B
BUJIE PACCTPOMCTBA ayTUCTUUECKOTO CIIEKTpa.

C 1167110 ITOTEHLIMPOBAHMSI AHTUKOHBY/ILCUBHOTO 3(heKTa
Tepanuy W JalbHEUIel Tepanuu SHiledaaonaTiu K jJede-
HMIO OBbLT T06AaBIeH METWIIPETHU30I0H B 103e 1 Mr/Kr/cyT
Ha CpPOK 2 MecsIa, ¢ MOCTEITeHHBIM CHIXKEHUEM TO3HbI.
TTIpomonkanoch TakKe JieueHWe, HaIpaBJIeHHOEe Ha KOp-
PEKITMIO0 MUTOXOHAPUATBHON TUCHYHKIIMU: L-KapHUTHH,
KooH3uM-Q10, BuTaMuHBI IpymIibl B, sHTapHas KuciaoTa.
IMpu ocMmoTpe uepe3 2 Mec. BhISIBJIEHA MTO3UTUBHAST TUHA-
MHKa COCTOSTHMSI B BUIC OTCYTCTBUS SIMICTITUICCKUX ITPH -
CTYIIOB, YJIy4YIIeHUs peakiuy pebeHKa Ha OKPYXKAIOIINX,
60oJiee YITOPSIIOYeHHOTO TTOBEICHMSI.

Pomurtenu mo coOCTBEHHOW MHULIMATUBE TIPOIILIA 00-
cienoBaHue B MHCTUTYTe TeHETUKM YeloBeKa UM. JlaHeka
Ieptaepa (M3pauib), B Xoae KOTOPOTO ObLTN MCKITIOYEHBI
CUHIPOM X-JIOMKOI XpOMOCOMBI, a TAKXKe MTaTOJIOTHs TeHa
ARX. Taxxe ObLIO IIpeNIIONOXEeHO HaIWdMe y peOeHKa
kapuotuna 47, XXV, I yTodHeHUsI PEeKOMEHIOBAHO
onpeJesieHre KaproTUIla B YKpauHe.

Pemuccus amuaenTUIeCKUX MPUCTYIIOB COXpaHsIach
oKoJ1o | roma, Tmocjie 4ero BO30OHOBWIIMCH ITPUCTYIIBI B BUIE
KUBKOB TOJIOBBI, paCIIUPEHUST 3payKOB, OTCYTCTBUS CO-
3HAHUS B TeYeHUE HECKOJIbKMX CEKYH]I. PeOEHOK BTOPUIHO
TTOCTYTIWIT Ha 0OCJIeIOBaHKE U JIeUeHUE B KITMHUKY JETCKOM
ricuxoHeBpoJioruu ['Y « MTHCTUTYT IeauaTpum, akyIepcTa
u ruHexojoruu HAMH Ykpaunsr». [IpoBenena Koppek-
LMl aHTUKOHBYJILCUBHOM Tepamnuu: 1o6aBIeH K JeUeHUIO
arocykuumug (20 Mr/Kr/cyT) B COYeTaHUM C TIperapaTaMu
HepoMeTaboIMUeCKOTo NeCTBUS (LIMTUKOJIMH, ITUTOMIIa-
BUH, INIMLIMH, BUTaMUHBI rpyrmbl B). B 10 ke Bpems mpo-
BeJICH aHaJIM3 Ha oTpeie/icHe KapuoTHIia B 1abopaTopun
kmuHuK «Mcupa» (r. Kue) metonom GTG-6sH1MHTa, B
pesyJbTaTe KOTOPOTO MOIyYeH pe3yJIbTaT 0 HATMIUU Y pe-
6eHKa xpoMocoMHoro Habopa 48, XXYY. [1oce momyueHms
pe3yJIbTaTOB aHaIM3a Ha KapUOTHUIT ObUTM 0OCIeTOBaHbBI
ponuTenn pebeHKa, OTHAKO MATOJOTUIECKUX OTKIIOHEHU I
XPOMOCOMHBIX Ha0OpOB Y HUX BBISIBIIEHO He ObI10. Takum
00pa3oM, Ha OCHOBaHWY TaHHBIX aHAMHe3a, KITMTHIIECKOTO
OCMOTpa 1 pe3yJbTaToB JJAb0PaTOPHO-UHCTPYMEHTATbHBIX
METOIOB 0OCIeT0OBaHNUS HaMU OBbIT YCTAaHOBJICH JIMATHO3:
cuHapoM XXYY Kak mpuMep codeTaHUs METa0OIMISCKOM
SIUJICTITUIECKOM HIIe(haTONIaTUN ¥ pacCTPONCTBA ayTUCTH -
YECKOTO CIEeKTpa C TeHETMUECKOM IeTepMIUHAIICH.

TTpuBeneHHBIN BHIIIIE CTyIail HATISIHO WUTIOCTPUPYET
BCIO CJTOXHOCTh NMAarHOCTUYECKOTO MOMCKa MPU pac-
CTPOMCTBAX ayTUCTMUYECKOTO CTIEKTpa y JAeTeil. Y TaHHOTO
pebeHKa MBI HAaOJTIOMAIM COYeTaHUe TSKENTBIX (hapMakope-
3UCTEHTHBIX SMWIETITUIECKUX TTPUCTYITOB ¢ PAC, 1 TOJIBKO
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HUCTIOJIb30BaHUE TEHETUUECKUX UCCIIEIOBAHUI TTO3BOJIMIIO
HaM BbISIBUTb 3THUOJIOTUIO KIMHUYECKUX CUMITOMOB —
XPOMOCOMHBIN cuHApoM. [1y0nuKyst naHHOe HaOIIoAeHHE,
MbI XOTeJIU ObI clIeIaTh aKLIEHT Ha BaXKHOCTU 00CIeI0BaHUS
HeBposiorom neteii ¢ PAC. OTcyTcTBue TIIATEIHLHOIO 00CIe-
JIOBaHUSI YBOAUT HAC OT MMOUCKA 3TUOJIOTUU 3200I€BaHUS Y
KOHKPETHOTO MalMeHTa, a 3HaYUT, BO MHOTMX CIyJasix He
Ha3HayvaeTcs aiekBaTHOE JieueHue. Mbl cCYuTaeM, 4yTo akTy-
anbHoe npenacrapieHue o PAC Kak o pe3ynbraTe HapyleHuUs
Pa3BUTHSI MO3Ta JIeJIaeT HEAOMYCTUMbIM CUTYallMIO, KOTaa
obcnenoBaHue pedeHka ¢ PAC 3akaHunBaeTCsI Ha KOHCYJIb-
Tauuu ncuxuarpa. Ocoboe BHUMaHMUE CIEAyeT YACIUTD
Pa3BUTUIO B HAIIEH CTpaHE MAaTEPpUATbHO-TEXHUYECKOM
0asbl st obcnenoBaHus nereit ¢ PAC: reHeTUUECKUX U
OMOXMMUYECKNX METOJIOB 00caeaoBaHus, DOI, MarHuTHO-
Pe30HaHCHOI ToMorpaduu.

OTnenbHO ClIeAyeT OCTAaHOBUTBLCS Ha IPOOJIeMe Jieue-
Hus geteit ¢ PAC. Mb1 cuuraeM, 4To moadop Tepanuu B
KaXJI0M cJjlyyae A0JI)KeH OCYIIECTBASAThCS UHAMBUAYATb-
HO, C YYE€TOM PE3yJIbTaTOB KIMHUKO-UHCTPYMEHTAIbHOTO
obcnenoBaHus. B mpuBeaeHHOM Bblllle KIMHUYECKOM
npruMepe IMoKa3aHo, KaK OMOXMMUYECKIEe 00CIea0BaHMS
(ompeneneHue YpOBHS JlaKTaTa M IMpyBaTa) MO3BOJWIN
BBISIBUTb MUTOXOH/IPUAJIBHYIO HEOCTATOYHOCTD Y peOeHKa
U, KaK pe3yJibTaT, 3alo/l03pUTh FreHeTUYecKoe 3a0oieBa-
Hue. PaHee B Hamiell paboTe, MOCBSIIEHHON TSKEIOMY
MUTOXOHAPHUAIbHOMY 3a00JI€eBaHII0 — CUHAPOMY Jlest, Mbl
yXe OCBellay MPUHLMIIBI KOPPEKIIMU MUTOXOHIpUAJb-
HOI HEOOCTaTOUYHOCTHU y AeTeil. HazHavaloT mpenaparsl,
crumyaupytomne cuHte3 AT® B MUTOXOHIPUSIX U CHU-
JKalolllne YpoBeHb JlakTaTa: KooH3uM Q10 (4 mMr/Kr/cyT),
putamuH E (200—400 mr/cyt, ¢onueBas kuciaora (0,5—
2,5 mr/xr/c), L-apruaun (500 mMr/Kr/cyT, BHYTpUBEH-
HO KaIleJIbHO), TUaMMH U pubodaaBuH (rmo 50 mMr/cyr),
L-xapuutun (30—50 mr/kr/cyT) [29]. BaxeH Takxke
WHAWBUAYAJTbHBINM TTOA00P aHTUKOHBYJbCUBHOM, a TIpU
HEOOXOAMMOCTU — IICUXOTpOoIHOU Tepanuu. CiemgyeT
MOMHUTb, YTO Ha3HAYEHUE MCUXOTPOITHBIX MpernapaTos,
Haxosleecs B KOMIETeHIIMU IeTCKUX [ICUXUATPOB, BO3-
MOXHO JIMIb ¢ 5 JieT. J1o 3Toro Bo3pacra U3 MeJIMKaMeH-
TO3HBIX [PeNapaToB B HallleM apceHalle OCTalOTCS TOJbKO
AHTUKOHBYJIbCAHTBI U TIpeTiapaThl HEHPOMETAOOTNYECKOTO
U HEMPOIPOTEKTOPHOIO NEUCTBUS.
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AY «HCTuTyT Neaiarpii, akylwepcTsa i rirekonorii HAMH
YipQiHu», M. Knis

CUHAPOM XXYY 9K MPUKAAA NOEAHAHHS
METABOAIYHOI EMIAENTUYHOT EHLEEDAAOTATII
TA PO3AAAY AYTUCTUYHOTO CIMEKTPA
3 FTEHETUYHOIO AETEPMIHALIEIO

Pesiome. CraTtst pucBsiueHa nMpooieMi po3iaiiB ayTUCTUIHOTO
CIIEKTPY Ta iX B3aEMO3B’SI3KY 3 €ITIIENITUYHUMHU HaTlaIaM¥ Ta eTTijIer-
TrOPMHUMU 3MiHAMM Ha eleKTpoeHIIedaorpami. 3a pe3yJsraraMmu
OIJISITy 3aKOPIIOHHOT HAYKOBOI JTiTepaTypH IpeACcTaBIeHi CyJdacHi naHi
11IO/IO €Ti0JIOTii, MaToreHe3y Ta JiarHOCTUKM PO3JaliB ayTUCTUYHOTO
CIIEKTPY, MOETHAHNMX 3 ENUIENITUYHUMU Hanagamu. HaBeaeHo omnuc
KJIIHIYHOTO CMOCTEPEXKEHHSI TUTUHU 3 PiIKICHUM T€HETUYHUM 3a-
XBOPIOBaHHSIM — cuHApoMoM XXYY, pe3yibTaTd reHETUUHUX Ta
KJTiHIKO-iHCTpYMEHTAIbHUX JOCTiIKeHb. OCOOJIMBICTIO TaHOTO KJTi-
HIYHOTO BUTIANKY OYJIO MOETHAHHS B IUTUHU PO3JIaJLy ayTUCTUUHOTO
CITeKTpY 3 (hapMaKOPEe3UCTEHTHUMU eTICIITUIHUMU HaraaMHu.

Kimouosi cioBa: curnpom XXYY, posiiaau ayTUCTUIHOTO CIIEKTDY,
eITiJIeNnTUYHA eHIledaTomnaTis.
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Kirillova L.H., Miroshnikov A.A., Lisitsa V.V,
Grabovenskaia I.Ye., Mikhailets L.P.
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Gynecology of National Academy of Medical Sciences
of Ukraine», Kyiv, Ukraine

XXYY SYNDROME AS AN EXAMPLE OF A COMBINATION
OF METABOLIC EPILEPTIC ENCEPHALOPATHY AND
AUTISM SPECTRUM DISORDERS WITH GENETIC
DETERMINATION

Summary. The article deals with autism spectrum disorders and
their relationship with epileptic seizures and epileptiform changes
in electroencephalogram. Based on a review of foreign scientific
literature, the authors presented modern data on the etiology, patho-
genesis and diagnosis of autism spectrum disorders in combination
with epileptic seizures. The clinical observation of a child with a rare
genetic disease — XXYY syndrome, the results of genetic, clinical and
laboratory studies are described. The peculiarity of this case report
was a combination of autism spectrum disorders with drug-resistant
epileptic seizures in a child.

Key words: XXYY syndrome, autism spectrum disorders, epileptic
encephalopathy.
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