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[Tox mMackoii ayTnamMa CKPBIBAIOTCS PAa3TUIHBIE CHHAPOMBI. KaskIbIil CHHAPOM BBI3BAH OINpeeeHHOI Te-
HETUYECKOIl MTOJIOMKO1, HapylIaloleil pa3BUTHE TOJOBHOTO MO3Ta U MPUBO/IAIIEH K Ay TUCTUYECKUM IIPO-
sBeHUAM. [IpaBUIBHO TIOCTABJICHHBIH TEHETHUECKUI AMArH03 ayTH3Ma MOMOTaeT mogo6parth JeyeHne u
usbesxkarh omuboK. B crarbe paccMarpuBaeTcs BApUAHT PACCTPOICTBA ayTUCTUYECKOTO CIIEKTpa — CUH-
npom Denan-Maxnepmua. [Ipusogurcsa kamandeckuii mpumep (ucropust Camm): KakuM oOpa3oM usMe-
HUJICS TIOJIXO[T K €T0 JICUEHUIO TI0C/Ie YTOUYHEHUS TUArHo3a.

Kntoueswvte cnosa: aytusm, pacCTPONCTBA ayTUCTUYECKOTO ciiekTpa, cunapom Deman-Makgepmun, cun-
npom seneruu 22q13.3, reneTuvyeckue uccae0BaHus.
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YTH3M TIPEJCTaBJIsIeT 000N BPOXKIEHHOE

PACCTPOIMCTBO Pa3BUTHS TOJIOBHOTO MO3Ta,
Xapakrepusyroiieecs: JeUITMTOM COIUATBHOTO
B3aVMOJICHCTBHUST U OOIIEHNs], OrPaHIICHHBIMI
nHTepecamu u puryasiamu. VM xotd aytusm 1mo-
paskaeT MY>KUYMH 1 JKEHIITUH Pa3HbIX HAITMOHAJTb-
HOCTeH, KyJbTYp, PeJIUTHI U CTaTyca, JIOIU C
paccTpoiicTBAMU  AyTUCTUYECKOTO CIIEKTPa BO
MHOTOM TIOXO3KH, 1 BCE OHU HY>K/IAIOTCS B CIIEIN-
AJIbHOW KOPPEKTUPYIONIEH MCUXOCOIUATBLHON 1
nearornyeckoit momoru. [Ipu aTom yem panb-
111€ OKa3bIBAETCS TTOMOIIIb, TEM JIy4llle Pe3yJibTa-
Thl. PaHHSS IMarHOCTHKA TTO3BOJISIET POUTEISIM
BBIPAOOTATD TIPABUJILHYIO CTPATEIHIO CBOETO T10-
BEJIEHUSI C TAKUM OCOOEHHBIM PEOEHKOM, IOMOTa-
€T OTTPEIENTUTHCST ¢ HAOOPOM KOPPEKTHPYIOTHX 1
TICUXOCOITNATbHBIX BMEIIATEBCTB.

[Ipn paccrpoiicTBax ayTUCTUYECKOIO CIEeK-
Tpa BCTPEYAIOTCSI CaMble Pa3IMYHbIe CUH/IPOMBI,
U KQK/IBIII CHH/IPOM MIMEET CBOIO TeHETHUYECKYTO
MOJIOMKY, HApYIIAONIyI0 Pa3BUTHE TOJIOBHOTO
MO3ra U MPUBOJAIIYIO K IIPOSIBJICHUAM ayTH3-
Ma. K aytuamy moryt mpuBecTH M3MEHEHUs B
rene FMR1 na X-xpomocome (CUHIPOM JIOMKOI
X-XpoMOCOMBI, W1 cuHIpoM MaptuHa-berr), B
rene MECP2 Takke Ha X-xpomocome (CUHAPOM
Perra), ree TSC #a 16 xpomocome (TyOepo3HbIit
CKJIEPO3) U Jpyrue TeHeTW4YecKue HapylleHus],
MOBPEXK/IAIONe KaKONH-TO KOHKPETHBIN Mexa-
HU3M Pa3BUTHS TOJOBHOTO Mosra. Makcumasib-
HO PaHHSIS TeHeTHYeCKast TUarHoCTUKa ayTU3Ma
BJIMSIET HA BBIOOD MEIMIIMHCKUAX BMEIIATE/bCTB.
Yro MOKeT TOMOYb peOeHKY — BOCCTAHOBIIE-
HUe (POTATHOTO IUKJIA, CHUYKEHUE TJIyTaMaTHOM
TOKCUYHOCTHU, TIPUMEHEHe KOHKPETHOTO Heo-
CTAIOIIETO MeTaboJNTa WK BJIMSTHIE Ha OajlaHC
CEPOTOHMHA U KAaTeXOJIaMUHOB? 3Hasi KOHKpeT-
HYIO TIOJIOMKY, MO’KHO OCO3HAHHO TOAXOIUTH K
BBIOOPY JIEKaPCTBEHHOTO ITperapara, OnoJorndie-
CKM aKTUBHOI 100aBKI, BATAMUHOB U ITPOYKTOB
nuTtanus. [IpaBUsIbHO 1MOCTaBIEHHBIN TeHeTnYIe-
CKUI JIMarHO3 ayTu3Ma MoMoraeT moao0paTh Jie-
UeHune 1 130eKaTh OIMUOOK.

Cunzpom Denan-Makaepmus

Cunnpom Denan-MakaepMug — OAWH U3
cungpomoB nipu PAC. K coxanenuio, Ha ce-

TO/IHSTIHUM JIEHb O €T0 PaCIIPOCTPAHEHHOCTH B
Poccun roBoputhb elre paHo n3-3a OTCYTCTBUS
TAHHBIX, HO U3BECTHO, YTO OH C OJIMHAKOBOI Ya-
CTOTOM BCTPEYAETCS 'y MYKUUH, U Y JKEHIIINH.

Cunapom @Denan-Makaepmun sBIsSeT-
Csl pe3yJibTaTOM TEPMHWHAJbHON, W WH-
TEePCTUIUATBHON XPOMOCOMHOM JleJIeluu
22q13.3. B 6osiee pegkux caydasx OH pa3BU-
BaeTCs BCJENCTBUE MYTAIlUil, TPUBOASIINX
K XPOMOCOMHOMW IepecTporiKe WM Hapyle-
nuaM B remax SHANKS3, ACR, RABL2B.
BriepBbie aTa XpoMOCOMHast aHOMaJIust OblIa
onucana B 1985 romy, cBoe HazBaHue OHa
MOJIy4nja 1O MMeHaM 3aHMMAaBIIUXCS €10
yueHbix — qoktopa Katu Denan u qoKkTOpa
Xuzep Mapaepmu.

Pannee pa3Burue

Y HOBOpPOXIEHHBIX /leTeil C CUHIPOMOM
Dean-MakaepMuL 9acTo BCTpedaeTcst 00mast
MbIliedHast TuoToHus. OHa COMPOBOKIAETCS
TUXHUM TLJIaueM, cJIa0bIM y/iepsKaHieM FOJIOBKH,
CEPhE3HBIMU TPYAHOCTSMHU C COCAHUEM, TJIO-
TaHUeM, TTPUKJIaIbIBAHUEM K TPYH, TIPUBOIS-
UMUK JePUIUTY Macchl Tesia. Y GOJIbIIMH-
CTBa JIeTeil MPOUCXOAUT rytodaibHast 3aepKKa
Pa3BUTHUS: OHU TI03KE CBEPCTHUKOB HAUMHAIOT
nepeBOpaunBaThCs, MOJ3aTh, X0aAUTh. [loxo-
Ka y JleTell 4acTo HeyBepeHHasi, OHU ObIBAIOT
HEYKJIIOKUMKU B UTPaX U B OBITY, UX CJIOKHO
IPUYYUTH K TyaseTy. /leTckuil jerner 10 Tpex-
JIETHETO BO3PACTa Y MHOTUX HE CJAUIITKOM OTJIN-
YaeTcs OT JierieTa 37I0POBBIX CBEPCTHUKOB, HO
K YEThIPEM TO/IaM MOKET HACTYIUTh perpecc
PeYeBOro pa3BUTHS, U OTCTaBaHNE CTAHOBUTCS
3aMeTHBIM Ha (hoHe OYPHOTO PasBUTHUS APYIUX
neteit. [Ipu cBoeBpeMeHHOM TMarHOCTUKE CUH-
poMa creruasbHas (husndeckas U pedeBast
MO/IFOTOBKA TIO3BOJISIIOT 3HAUMTENBHO YIIyd-
IITUTH U MBITIIEYHBIN TOHYC, U Pe4eBO€e Pa3BUTHE
pebeHKa.

Ilcuxodusnyeckoe pa3puTue

Jletsim ¢ cunapomom Deman-Makaepmug
Jlerye BOCIPUHMMATh UyKMe YyBCTBA W IIO-
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HUMaTh IOMOp, 4eM caMuM (OHTAaHUPOBATDH
AMOIMAMU M 3aKUTaTh JPyrux Jioaeil (pe-
IENTUBHAS O9MOIMOHAIBHOCTh Y HIUX PAa3BUTA
3HAUMTEJIBHO JIydllle 3KCIpeccuBHOi). OHM
JIEMOHCTPUPYIOT 3aMe/JIEHHYIO PeakIuio Ha
BepOasibHble CTUMYJIbI, UM TPYIHO pasrpaHu-
yuTh peub U (HoHOBBIN 11yM. Co3maercs Bile-
JaTJIeHue, YTO JeTH He CJBIIAT coOeceTHIKA.
[Tpu atom Gostee 80 % meteit, mo nanabiM Katy
Phelan, nmetor HOpMaIbHBIN CIIyX.

[ToBeerueckre MpoOOGIEMBbl BKJIIOYAIOT B
cebOs1 TUIEPaKTUBHOCTh, HEYCTOMYMBOE BHM-
MaHue, 6eCIOKONCTBO, HEYKJIIOKECTh, JIETKO-
BECHOE OTHOIIIEHWE K TOCJECTBUSIM CBOUX
MOCTYIIKOB, TIPOOJIEMBI ¢ BOCIIPUSITHEM BCETO
HOBOTO. /leTsIM B 3HAUYUTEJIBHOU CTEIIEHU CBOII-
CTBEHHO TOBTOpSsIIoleecs 1oBejenue. Jpyrue
BU/IBl aHOMAJIBHOTO TTOBE/IEHNs, KOTOPbIe Ha-
6monatorest ipu curapome Meman-Makzep-
MW/, BKJIIOYAIOT B cebst OPYKCH3M, IPUBBIUKY
MIOCTOSTHHO YTO-HUOY/Ib JKeBaTh M 00CAaChIBATh.
Taxke JeTH UMEIOT cepbhe3Hble MPOHIEMBI CO
CHOM. B He3HakOMOU CJIMIIKOM IIYMHOW WJIN
JIIOIHO# 0OcTaHOBKe et ¢ cuHapomom MDe-
JaH-MaggepMui MOTYT HepeBO30YANTHCSL.
B yactu ciryyaeB MosKeT HaGJIFOAThCS arpec-
CHsST KaK B OTHOIIEHUH ceOst, TaK 1 K OKPYy Ka-
oM. Cpeu IposBJIEHNI arpeccun yKYyChl,
BBIJIUPAHUE BOJIOC, ITUTIKU U T.]I.

Dusnyeckoe pasBUTHE [eTeil ¢ CUHIPO-
Mom Deman-MaknepmMui MHOTIA HOPMaJIb-
HOe, HO Jalie MPeBbIIIaeT BO3PACTHYIO HOPMY.
OGBIYHO omepeskeHre B (GU3NYECKOM Pa3BH-
TUW OCTaeTcsl B mpefenax 2—3 CTaHAapTHBIX
OTKJIOHEHMI OT cpexHeil HOpMmbl. Bec nereit
[P OTCYTCTBUM MeTabOJMYECKOTO CUHPO-
Ma BCJIEJCTBUE TIpHeMa HEWPOJIENITUKOB U
MPerapaToB BaJIbIIPOEBOI KUCIOTHI OCTAETCS
HOPMAJIBHBIM, TTO9TOMY YacTo /eTH Ha (oHe
CBEPCTHUKOB BBITJISA/ISAT BBICOKUMU U XY/BIMU.
Pa3mep roJioBbl, Kak 1paBUJIO, COOTBETCTBYET
BO3pACTy, MeHee 4eM B 3% CJIy4aeB JMarHo-
cTupyercd Muxkpoiiedanus.

13-3a mOBBIIIEHHOTO (O0JIEBOTO OpOTa
JIETH He MOHUMAIOT, YTO UCIBITHIBAIOT OOJIb,
JIOTIyCKasl CaMOIIOBPEXAEHUs, Y HUX 4acTo
BCTPEYAIOTCS MOPE3bl, TIYyOOKUe TaparuHbl
U Jlake MepesioMbl. YTIHbIE U KeJyOUYHbIe
nH(EKIUN, TOBbINIEHUEe BHYTPUYEPEIHOTO
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NaBJIeHUsT U Apyrue GOJIe3HEHHBbIE COCTOS-
HUSI MOTYT IEPeKMBaThCcst UMU 0e3 MOHU-
MaHWsI MCTOYHWKA (DUBUIECKOTO UCKOM-
dbopra, 4TO MOKET MPUBOAUTH K TSIXKEIbIM
MOCJIE/ICTBUSIM.

[Tpu Bu3yasu3ammu roJOBHOTO MO3ra MO-
ryT ObITh OOHApPY/KEHBI apaxXHOWIAJIbHBIE
KHUCThI, (DPOHTAJIbHASI TUIIOIJIA3KS, HEI0Pa3-
BUTHE MO30JIUCTOTO TeJa, PACIIUPEHIE JKeTy-
JIOYKOB, 0011[ast aTPODUA KOPHI.

Ot yeTBEPTH /10 MOJOBUHBI JIET€l C CUH-
apomom Deman-MakaepMus MMEOT CYI0-
POJKHBII CUH/IPOM.

YV GosblIMHCTBA JAeTell 3peHue HOPMaJib-
HO€, XOTsI B HEKOTOPBIX CJIydasiX MOTYT Ha-
OJTII0IATHCST KOCOTJIa31e, TUIIEPOTTHsI, MUOTIVS,
KOPTHKAIbHAST CJIENOTa, HECITOCOOHOCTh BU-
JIeTh TPEXMEPHBIE MTPEIMETHI I OTCYTCTBUE
BOCTIPUSITUST TJTyOUHBI.

[Toukn dare Bcero GyHKIUOHUPYIOT Ge3
HapylIeHn .

Yactp gereit ¢ cunapomom Deman-Mak-
JEPMUJL CTPAZaeT OT HOUYHBIX alTHO?.

Y 30 % nereit ¢ cunapomom Desran-Mak-
JepMUJL IMATHOCTUPYETCSI TacTpod3odareasinb-
HBII pedJIoKC, BEI3BAHHBINA 00IIEN BAIOCTHIO
MBI, 3aTPYAHSIONIEN MEPUCTATbTUKY -
EeBO/a, y 25 % neTeil — nepuogndecKue mpu-
CTYIIBI PBOTHL. JlJIsT HEKOTOPBIX jeTeil cyiie-
CTBYET PHUCK IMOJABUTHCS KYCOUYKAMU THUIIIH,
UX MPUXOAUTCS KOPMUTH ITPOTEPTON IMHUIIIEI.
C BO3pacToM MpobJIeMbl ¢ KOPMJIEHUEM CIJIa-
JKUBAIOTCSI.

Yacrto BeTpeyaroTcest mpoOIeMbl ¢ 3yOaMu:
CKYYEHHOCTb 3yOOB ¥ HEIPABUJIbHBIA IPH-
Kyc. HenpaBuibHBII TPUKYC MOKET BBI3BATH
po0OJIEMBI C TJIOTAaHUEM, CJTFOHOOT/IEJICHUEM
CJIOKHOCTH C apTUKYJISIIIAEH.

OnHy u3 mpobJieM TIpe[CTaBiIsieT CHUXKe-
HU€e TIOTOOTAENEeHNS, U3-32 9eTO CYIIECTBYeT
PHICK TeperpeBa, 0COOEHHO TIPU JIUTETHHOM
HaXOXK/JIEHUU Ha COJTHIIE.

Buennuii Buj
Cpean  ocobGeHHOCTE BHENIHEro BHJA:

KpYIIHbIE MACUCTbBIE JIa/IOHU, JAUCILIIa3uA HOT-
Tel Ha HOorax (HOI‘TI/I TOHKHUE, CJIIOATCA, paCTyT
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OYeHb ME/IJICHHO), YIJTMHEHHBIH Yepertt, Upo-
Kue OPOBH, YILIONIEHUE CPEHEN YacTh JINIIA,
OTTyIIIeHHBbIE WJIN TPUTTYXIII€e BeKHU, YIATMHEH-
HbIe PECHUIIbI, ITUPOKAsT IEPEHOCUTIA, ITyXJIble
IEKH, KYPHOCBIII HOC, OCTPBI MOAO0POIOK,
KPYITHbIE MJIV OTTOTIBIPEHHbBIE YIIT.

®ororpadun Caiin

Jleuenue

Cungpom Denan-Makaepmuga — HacJe-
CTBEeHHOE 3aboJieBaHKe, MIPU KOTOPOM Hapy-
I1aeTcsl yTUIN3aius TIIyTaMUHOBON KUCTIOTHI,
pa3BUBaETCs IIyTaMaT-UHTOKCUKAIUS, CTpa-
JTaeT HOPMaJbHOE Pa3BUTHE U (PYHKITMOHUPO-
BaHUe TOJIOBHOTO MO3ra.

16

[Tocsie ycranoBeHMs [uaruosa camoe IJjiaB-
HOe — MUHMMHM3UPOBATh TOKCUYECKOE BO3-
NeiicTBHE TJIyTamara ¢ TTOMOIILIO TIPABUJIBHO
000PaHHOI AWETHI U TPUMEHSST CIIEIaIb-
HbIe JieKapCTBeHHbIE TIperaparsl. B aTom ciry-
Yae TOJIOBHOIM MO3T Gy/eT pa3BUBaThCst HoJiee
rapMoHUYHO. Ecin aHTUIICUXOTHMKHU 3a cyer
6J10KazIbl  I0(aMIHOBBIX PEIENTOPOB yBEJIH-
YUBAIOT AKTUBHOCTH TJIYyTAMAaTHON CHCTEMBI,
TO B CJlyyae JAMarHOCTUPOBAHHOTO CUHpOMaA
Deman-Makaepmui HazHadeHre GJOKATOPOB
nodamuHa (HEHpPOJIENTHKOB) Helerecoobpas-
Ho. Ha ceropnsaminumii ieHb paccMaTpuBaeTcst
crneruyecKkoe JieueHre 3TOro CUHAPOMA WH-
CYJIMHIIONOGHBIM (hakTOpoM pocTa 1.

Kiaunnyeckuii npumep
Hcmopusa Cawmu

B Hayunblii 1eHTp NepCcOHATN3NPOBAH-
HOI TICUXUATPUU HA KOHCYJIbTAIUIO MTPUeXas
30-yeTHuiT AjleKcaHip, BTOpoii peOeHOK B ce-
mbe. IlepBbiii pebenok 310poB. Ha ectecTBen-
HOM BCKapMJIMBaHUU PeOEHOK HAXOIUJICS 10
TBYXMECSYHOTO BO3pacTa, TPU ITOM COCAT
TPY/Ib C TIepepbIBaMU Ha OT/BIX, YACTO CPbITHU-
Bas. B pambHeliem ObLT IHArHOCTUPOBAH Ta-
cTpoa3odareasbHbIN pedIIioKc.

Y Camu ¢ poskaeHust HabJI0IaI0Ch CHHU-
JKeHUEe MBIIIIEYHOTO TOHYCA, YTO OTIYIIAJIOCh B
00111e#l BSIJIOCTH, B TOM, YTO OH BBITJISIZIEN, KaK
«merouek». Takke ¢ POKAEHUS MPOSIBUJICS
TPEMOpP PYyK, mogbopoaka. PebeHok mmossan
XOPOMIO, XO/IUTh Hauas B 1 Tox 2 Mecsiia, ya-
cto nagai. Joaro yunsics XoauTh Mo JeCTHU-
nie. He sro6u GeraTh, TpbIraTh, KPYsKUTHCS.
[IpeamoynTan MajsomMOABUKHBIE UTPHI, HO HE
MOT JIONITO CTOATh Ha OJHOM MecTe. Masib-
YUK HE CMOT OCBOUTH CJIOKHBIE IBV)KEHUS] —
X010y Ha TISITKAX, BIPUCSIKY, HA KOPTOUKAX,
MIPBIKKYU Yepes MPersiTCTBUSA, €3/1y Ha BeJIOCH-
neze. EMy ciioskHO OBLIO cOBepIIaTh MEJIKUE
MOTOPHBIE [IBV;KEHUS, TO9TOMY OH HY K/AJICS
B [IOMOIIHU [TPU COOJTIOIEHUN HABBIKOB JIMIHOM
TUTHEHBI, TIPU O/IEBAHUM, HEKOTOPBIX HMTPax
¢ urpymkamu. Caie TpygHO OBLJIO YUCTUTH
3y0BI, MOJIOCKATh POT, MHUPOKO €0 OTKPHIBATH
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U JIOJITO y/IEPsKUBATh OTKPBITBIM. [locse roma
y pebeHKa MOSIBUJIMCH MTPEIIIOYTEHHUST B UTPaX,
OHU TPUOOPEIN CTEPEOTUITHBIN XapakTep |
HEe MEHSUIUCh HAa TPOTSUKEHUNW MHOTUX JIeT.
br1o 3ameTHO HapylieHne apTUKYJISITUN: TO-
soc Carti 6611 c/1abOMOTY T POBAHHDII, OH HE
MOT OTUYETJIMBO TPOU3HOCUTH cJioBa. /[0 1ByX-
JIETHETO BO3pacTa ObLIO MOBBINIEHO CJIOHO-
otaenenue. Y Camu Obin 0coOble MUIIEBBIE
IPETIOYTEHNS: OH OTKA3bIBAJICSI OT JIUIIKOM,
pacchlnaonielicss NN, a TBEPAYIO IHIILY
MIPOTJIATBIBAJI TIETUKOM, He TPosKeBbIBast. Jle-
dyeHue 3y60B MPOBOMIIOCH TOJIBKO O] OOIINM
napkosom. C gercrsa y Camm OblIu Hapy1ie-
HBI IOTOOT/IEJIEHIE, OOOHSHIE, OCS3aHUE, TaK-
TUJIbHAsE 1 O0JIeBast UyBCTBUTEIBHOCTD. B 1mo-
cJIelHUe JIBa TOJla MOSIBUJINCH HOYHBIE alTHO?,
13-32 KOTOPBIX HAPYIITUJICS HOUHON COH.

B ob6uiennn Camra mpuaepKuBajicst KOH-
KPETHBIX JKECTKUX YCTAaHOBOK, 4TO 3aTpPy/l-
HSLJIO KOHTAKT co cBepcTHukamu. C ByX 10
CeMM JIET OH Ttocena o01eobpa3oBaTeIbHbII
NETCKUIA Ccajl, TPOrPaMMy YCBaWBaJI 4aCTUYIHO.
B 6-seTHem Bodpacte Cartire IMarnocTUPOBAIIH
YMCTBEHHYIO OTCTaJOCTh B CTEIEHU JeOUIb-
HocTH (celiyac IPUHST UarHO3 «yMCTBEHHAs
OTCTAJIOCh JIETKast» ), U OH OBLI OIpe/esieH B
mrkoary VIII Buma, kyna momren B 8-jieTHeM
Bo3pacre. B 1kosie Hauammuch mpoOIeMbl ¢ To-
BeJIeHNEM, MaJIbu4iK ObLJI BbIBEJEH Ha JOMAIIl-
Hee 0OydeHNe, ¥ ¢ 9TOTO BPEMEHH yCTaHOBJIE-
HbI IMaTHO3bI — ayTHU3M, TTporpImun3odpenns.
Carrty akTUBHO JIEYWJIM AHTUIICUXOTUKAMHU,
HOPMOTUMHKAMU KaK KOPPEKTOpaMU TTOBejie-
nust. C 9 10 15 s1eT oH HAXOIUJICS IOMa, 1 KPYT
ob1eHyst ObLI OrpaHuYeH OJU3KUMU JIIOAbMHU.

C 15 ner Cama crai nocemarb Kypuatos-
CKUI peadMINTAIlMOHHBIA LEHTp s AeTei
U TIOJIPOCTKOB € OrPaHUYEHHBIMU BO3MOKHO-
CTSIMM, YIaCTBOBAJ B PA3JUYHBIX Pa3BUBAIO-
VX, TIO/JIEP;KUBAIOIINX W TePAeBTUIECKUX
MporpamMmax.

PesysibTaThl ObLIM, HO OHU OrpaHUYNBA-
JIUCh HEJIOCTATOYHO PAa3BUTBIMU YMCTBEHHBIMU
CIIOCOOGHOCTSIMU, MOTOPUKOM, 0COOEHHOCTSAMM
OOIIIEHNST ¢ OKPYKAIOTIMMHU, HHOT/[A arPeCCUB-
HBIM U ayTOArPECCUBHBIM TTOBEIEHUEM.

B03MOKHOCTH COBMECTHON WIPbl ObLIN
OTpaHWYeHbl TpaBuiIamMu, KoTopbiM Caria
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ciefoBasl OykBasbHO. B cirydae ux Hapyime-
Hus urpokamu Caina pasapaskaics U Tpebo-
BaJI BO3BpallleHUs K IpaBuiaM. Takoe mose-
JeHue coxpanusuoch y Caim u Bo B3pOcCJoit
KUBHU.

[Tcuxuyeckoe cocrosinne Caimu ocraBa-
Joch HecTabmabHbIM. Ha done aHTHIICHXO-
TUYECKOU U HOPMOTUMUYECKOU Teparuu pas-
BUJICST METAOOJTMYECKUI CUHIPOM.

Pe3yabrat reneTH4€CKOroO
HCCJIeJOBAHUS

[Tocnre  mpoBemeHHOTO  TEHETHUYECKOTO
uccjaeoBanns  Oblja  OIpejesieHa TeTepo-
3UTOTHAsI JieJIelUsl JIBYX Tap OCHOBAaHWI B
sk3one 22 rena SHANK3 (22 xpomocoma:
55159860-51159861delAC), koTopas 1mpuBo-
JIAT K CABUTY PAMKHU CYMTHIBAHUS U OCTAHOBKE
cunresa 6enka SHANKS nocire 94 amuHOKMC-
JIOTBI. BBIJI BBICTaBJIEH [UAarHO3 — PacCcTPOli-
CTBO ayTUCTUYECKOTO CIEKTPA: CHHAPOM
Denan-Makaepmua. B pesysibrarte pekomeH-
JIOBaHbI /U€Ta C OrpaHUYEeHNEM HCII0JIb30Ba-
HUST TIUIIEBON 00aBKM — YCUJIMTENST BKyca
riyTamMaTa HaTpus, OTMeHa HEWPOJIENTUKOB,
3aMeHa HOPMOTMMUKa Ha Apyroi (1o cuje
BJIMSIHUS HA TJTyTaMaT-TOKCUIHOCTD ).

Nsamenenne sevennsi Camm B COOTBET-
CTBUU C Ppe3yJbTaTaMH TeHEeTUYECKOTO HC-
CJIeIOBaHMs, B COYETaHUU C OOyYeHUEM U
KOMILJIEKCOM KOPPEKIIMOHHBIX MEPOIPUATHH,
MIPUBEJIN K YIOPSJIOYNBAHUIO €TO TIOBEIEHUS:
CHUJKEHUIO arpecCcuw, YJy4IleHUI0 3MOIHO-
HAJTBHOTO KOHTAKTA C CEMbEii 1 TIOCETUTEISIMU
KypuaToBckoro meHTpa, k 60Jee JIerkoMmy Bo-
BJIEUEHUIO B COBMECTHYIO JIESITEIBHOCTb.

B ko-Tepanuu ¢ 9HIOKPUHOJIOTOM ObLia 3a-
MJIAHUPOBAHA BO3MOKHOCTH TIPUMEHEHUST H-
cymHII0100Hor0 (hakTopa pocra 1.

K coxanenuio, Caira He c¢MOT BBIUTU U3
00111eT0 HApKO3a 1Py JiedeHnn 3yOoB, ero yxe
¢ Hamu HeT. MbI He yCIiesin ¢/ieJiaTh BCe 3arljia-
HUpoBaHHOe. Ho cumTaeM, 4TO ONMMCAHHBIN
MPUMEP MOKA3bIBAET BBICOKYIO MPAKTUIECKYTO
IEHHOCTh MPOBEJIEHNST TeHETUUECKUX HCCJe-
JIOBaHU MPK ayTH3Me, U eCTh OOJIbIast Ha-
ek /IA, 4TO HEOOXOMMOCTH TeHETHYECKIX HC-
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cae0BaHuil Ipu ayTusMe OyIeT IpUIaBaThCs
Bce OoJIblllee 3HAUCHMe.

3akiaouyeHue

Ha mnpumepe cunapoma @enan-Mak-
JEePMUJI aBTOPBI TIOCTAPATUCh MOKA3aTh, Ha-
CKOJIBKO BQ)KHO TIOHMMATh TPUYUHBI U CYTh
M3MEHEHUN, KOTOpble HeCyT KOHKpPETHBIE
reHeTu4YecKre IOJOMKHU TIPU ayTu3dMe. ITU
3HAHUS JIAIOT TIPe/ICTaBJeHne O MeXaHM3MaxX
HapylleHN!l Pa3BUTUS TOJOBHOTO MO3ra y

18

KOHKPETHOTO YeJIOBeKa W MO3BOJISIOT TIep-
COHAJTM3UPOBAHO TOXOIUTH K MEAUITUMHCKUM
BMEIATEIbCTBAM, YTO B KOMILIEKCE C JAPYTH-
MU MEpPONPUATUIMU TOBbITIaeT 3P PeKTuB-
HOCTD JIEUEHUSI Ay TU3MA.

Ha cezo0us neckonvko poccuiickux podume-
netl demeii ¢ cunopomom @Denan-Makdepmud
obvedununucy, na Deiicoyxe cosdana epynna
«Cundpom Penan-Mardepmuo» (https:// www.
facebook.com/groups/755372414572077/), a
marce YCmanoBIeHa C8sI3b ¢ MEHOYHAPOOHBIM
coobuecmeom cemell ¢ OemoMil, UMEOUUMU
cunopom Denan-Marxdepmuo.
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The role of genetic research in autism treatment
Phelan-McDermid syndrome: Sasha’s story

N.V. Solovyeva*,

Scientific Center for Personalized Psychiatry, Ltd.
Moscow, Russia

drsno@yandex.ru

N.S. Kizul**,

Head of the Kurchatov Reabilitational Center for Children
and Adolescents with Disabilities,

Kurchatov, Kursk region, Russia

kicul-n@yandex.ru

Different syndromes hide under the mask of autism. Each is caused by a certain genetic fault disturbing the
development of the brain and leading to symptoms of autism showing. A correctly done genetic diagnosis helps
to avoid mistakes when choosing a way of treatment. The focus of this article is Phelan-McDermid Syndrome,
an autism spectrum disorder. The clinical example provided is Sasha’s story: how his treatment changed after
specifying the diagnosis.

Keywords: autism, autism spectrum disorders, Phelan-McDermid Syndrome, 22q13.3 Deletion Syndrome,
genetic research.
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