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AnHOTanusi. B maHHOU cTaThe PaCKpPHIBAIOTCSI OCHOBHBIE MOMEHTHI 9THOJIOTHH, ITaTOTeHe3a U
OUATHOCTUKY BPOKAEHHOM reHeTUUYeCKON aHOMauu - CHHIOpoMa AHTrejibMaHa, 00yCJIOBJIEHHOTO
XPOMOCOMHEBIMU HapyIleHUusMH. VX cyliecTByeT HECKOJIBKO BApUaHTOB M BCE OHU CBSI3aHHI C
XpoMOCOMHEIM cerMeHTOM 15g11-ql3. OCHOBHBIMU NIPOSBIEHUAMU JAaHHOTO CUHAPOMaA SBISIOTCS
3amepikKa GU3NUECKOT0 Pa3BUTHS, TAXKesasd YMCTBEHHAs OTCTAJIOCTh, HEMOTUBUPOBAHHLIN CMEX U
MPoOIeMEl C PeUbIo.

KnioueBnie cjioBa: CUHOPOM AHTelIbMaHa, TeHeTUYeCKUM CUHAPOM, xpoMocoMel 15g11-ql3.

Muorue 3a601eBaHNS, TPUIYNHON KOTOPHIX SBJISETCS TeHeTUYeCKass MyTallusi, IIPOSBIISIOT Ce0sT yKe
B PaHHEM [eTCcTBe. HapyIllleHusT MOTYT BBEITBUTH CPa3y IIOCJIe POKOEHUS, U eIle B ITpeHaTaIbHOM
repuome, Ho HEKOTOPhIe ITPHU3HaKK 3a00JIeBaHUHM BO3MOXKHO 3aMETUTh TOJIKO BO BpeMSs
IMOCTHATAJIBHOTO Pa3BUTHs. K TakKuM, HallpuMep, OTHOCUTCS CUHIPOM AHTeJlbMaHa.

CunppoMm AHTeNTbMaHa - HacJIeACTBeHHOe 3a00JieBaHMe, XapaKTepu3yIlolleecs: 3aAePKKOM Pa3BUTHS,
YMCTBEHHOM OTCTAJIOCThIO, TAXKEJION 3afepKKOM pPeueBOro Pa3BUTHUS U aTakcueil [2]. [lanHoe
3aboyieBaHNEe UMeeT MHOTO CHHOHUMOB: €r0 Ha3kIBalOT “cuHApPOMOM [leTpymiku”, “CHHOAPOMOM
CYaCTJIMBOM MapHOHETKU” - 3TO Ha3BaHUe Hajl 6puTaHckuil neguatp ['appu AHTebMaH, KOTOPHIN
BIIEPBHIE COMOCTABUJI CUMIITOMEI PA3HBIX “MeTel-KyKoJj” 1 omucan ux 3aboseBanue. [TallieHTOB C
9TUM CHUHOPOMOM OYE€Hb JITaCKOBO HA3hIBAIOT «IETH aHTEJIbI» - 3a CYACT/IUBYIO YIIBIOKY U
0COOEHHOCTH BHEIIIHOCTH.

IeTtu c cuHOApOoMOM AHTrenIbMaHa POXKOAIOTCSA C YaCTOTOM OnuH pebeHoK Ha 12-20 THICSY YeloBexK.
Ho HyKHO YTOYHUTB, YTO [JIsI IOCTAHOBKY AMArHO3a He0OXOOMMO ITPOBeAeHNe MOJIEKYISIPHO-
IIUTOTeHEeTUYECKHUX MCCIIeIOBAaHUM, IT09TOMY OBIBAIOT CJIy4al, KOTfa CHHIPOM He BBISIBIISIETCS, a
meTu HaOJIIOOAaI0TCs Y HEBPOJIOTA C 3aePKKOM pPedYeBOr0 PAa3BUTHUS, HAPYIIEeHUEM ITOBEIeHUS U
smusnencuei [1].

9THOJJIOTHS U IIaTOreHe3

CI/IHJIpOM AHTenbMaHa SBJISIETCS TeHeTUYeCKUM 3&60J'IeBaHI/IeM, CBA3aHHBEIM C XPOMOCOMHBIMHA
aHoManusaMu. CyIiecTByeT HECKOJIBKO BapHUaHTOB HapyIIeHN!, KOTOPhIe IPUBOIAT K IIOSBIEHUIO
cuagpoma. Haubosee 9acTo BcTpedaromuiicsa medeKT - BIepBble BO3HUKINAS [eIelUs B JIOKYCe
15g11-q13. C menemnuei poxKaaoTcs IT0 pa3HbIM HcTouHUKAM 0T 70% mo 80% meTeit ¢ CHHOPOMOM
AHrenbMaHa. BTOpEIM BapuaHTOM HapyLUIEHUN SBISETCS OTIIOBCKAas JUCOMUS II0 XpoMocoMe 15, HO
BCTpeYaeTCs OHa ropasfo pexe - B 3-7% cnydaeB. Cnenyouiyuii BO3MOXKHBIN BapHUaHT - 9TO e eKT
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[leHTpa UMIIPUHTHUHTA, 94aCTOTa BCTPEeYaeMOCTA KOTOpPoro meree 3%. B 10% cnydaeB cuEOpOMa

AHTenbMaHa HapyIlleHUEeM SIBIISIOTCS MyTalluu reHa youksutuHnura3bsl UBE3A. Takxke y HEKOTODPBIX
meTel He yOaeTcs UOeHTUPUIINPOBATh MOJIEKYIISIPHYI0 aHOMaJHIo.

Tab6auua 1.

YacToTa BCTPEYAEMOCTH PAa3/IHYHBIX TeHeTHYECKHUX Te(deKTOB y 00JIbHBIX C CHHIPOMOM
AHresnpMaHa [2]

Krnacc leneTnueckuy gedexT YacToTa BCTpeda
la De novo genenus 15ql1-ql3 pervoHa Konuyu MaTEPUHCKONW XPOMOCOMEI 70-75%
Ib Hecb6anarcupoBaHHas TPAHCIOKAIMS XPOMOCOMBI < 1%
ITa OTIIOBCKas OuCOMHUS IO Xpomocome 15 3-7%
ITb OTII0BCKasi AMCOMMUSA IO XpoMocoMe 15 ¢ TpaHCIoKaluen < 1%
ITla Ilenenyss UMOPUHTUHTOBOTO IIEHTPA 0,5%

IITb Hapyiienve UMIOPUHTUHTA - 3TIUMYyTallusd 2,5% TIPOIIEHTOB IIa
medheKToM UMIIPU
I\ Mytanun UBE3A-rena =~ 10%
\Y MorsekynsgpHble aHOMaJIuu He NOEeHTUPUITUPYIOTCS 10-15%
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PllC_yHOKI. I'enemuueckue HapyuieHusi npu cunﬂpome AHz2e/1bMaHa

Mopdonoruueckue i QyHKIIMOHAIbHBIE HapyIlleHus jJokyca 11-ql3 Konuu MaTepuHCKOU
xXpomMocoMkl 15 o6ycrioBnuBaloT moTepio akcnpeccuu reia UBE3A B HelipoHaxX TOJIOBHOTO MO3ra.
Hedurut nporernna UBE3A mpuBOoauUT K U30LITOYHOMY COOEPKAHUIO €T0 1IeJIeBHIX ITPOTENHOB.
N36sTOK mpoTenHoB ARC, adekcrHa-5 00yCIOBIMBaEeT HaAPYIIEHUS IIUTOCKEIeTa OeHAPUTHBIX
IINIIOB, YTO CHUIKAET CUHANTUYECKYIO IIJIJaCTUYHOCTh U IPOSIBISETCSI KOTHUTUBHBIMU U
nmoBefgeH4YeCcKUMU paccTporictBaMu, REST-acconnupoBaHHas AuCPYHKIHS PEeLlelITOPOB raMMa-
aMHUHOMACJISHON KHUCJIOTH 00YCIIOBIIMBAET ITOBHIIEHHYIO CYIOPOKHYI0 TOTOBHOCTE, @ U30OBITOUHOE
cogepxkaHue nporenHa BMAL1 npuBOOUT K HapyLIeHWIO CHa U TPOohUuKH [2].

KnuHundyeckasi KapTHHa



YacTo meTu ¢ reHeTHYeCKUMH 3a00JIeBaHUSAMU UMEIOT O0IIre YePTH BHEITHOCTH. TakK U IeTH C
CUHOPOMOM AHTeIbMaHa ITOX0XKHK. Y OOJILIIMHCTBA U3 HUX MAJIeHbKUH Yeper, TUIIOIIa3us CpemHel
YaCTH NI, TOAO0POIOK 3a0CTPEH, HUIKHSS YeJIIOCTh BEICTYIIAET Blepe, O0IbIIre MPOMEXKYTKHI
MeXkay 3y0aMu U IUPOKUHM POT, a Tila3a IMoCaxkeHH I'ITy00KO0, eCTh Kocoria3ue. Y pebeHKa MOTYyT
OBITH “@aHTeIbCKHEe” YePTHI JTNIIA - TOJTyOble TJ1a3a, BOJIOCH CBETJIBIX OTTEHKOB, O1egHast Koxa. Takue
MIPU3HAKU MOTYT MOSBUTHCSA HECMOTPS Ha TO, UTO Y POOUTENieN Opyrou GeHOTUN, 3To IprU3HaK
Oejlelud B XpOMOCOME.

CunpgpoM AHresbMaHa MPOSBIISAETCS YKe B IIE€PBHIE MOJITO/la JKU3HU, HO OKOHYATEIbHO CTaBAT
OUarHo3 ropasfo mo3xke. Kak mpaBuiio, pOOUTENIM TaKUX AeTel BIepBhle oOpaIaloT BHUMaHUe Ha
3aMIepPKKYy Pa3BUTUSA, HAITPUMED, Ha MaJbId IIPUPOCT OKPYZKHOCTHU T'OJIOBE. KpoMe 3T0T0, pebeHoK
1M032Ke mpuobdpeTaeT HEOOXOOUMEBIE HaBLIKM, TAKHE KaK IeprKaHue TOJI0OBKHU, CUOeHue. YeM cTapiie
OH CTQHOBUTCSI, TeEM 00Jiee 3aMEeTHHI OTKJIOHEeHUs. [[0SIBISIOTCS IOOepPTrUuBaHusI KOHEYHOCTEH,
pe3Kue, HeyKITI0XKKUe OBUKEHUs, Cyqoporu. C pa3sBUTHEM XOXKOEHUSI CTAHOBUTCS 3aMeTHa
aTakKCHYeCcKas ITOX0IKa C TUIePKUHe3aMu, KOTOPhIe IOMOTal0T IMOAIePKUBATh Tejlo. Takke
MTOSIBIISIFOTCSI SMUIENITUYECKHe IIPUIIAJKH, ITNK KOTOPBIX IPUXOOUTCS Ha TeTCKUM BO3pacT.

Peub y meTelt ¢ cuHOpoMOM AHTeNlbMaHa HauWHaeT MOSBIAThCS 0YeHb II030HO, HO JaXKe B CTapllieM
BO3pacTe CJIOBApHBIM 3arac He IpeBhHIaeT 5-6 MPOCTHIX CI0B. PopuTenu oTMe4aloT, YTO OeTH MOTYT
IIOHUMAaTh oOpallleHHYI0 K HUM pedb U pa3NInyaioT SMOLMOHAJIbHOEe COCTOssHUe cobecenHuka. [Ipu
HEeBO3MO2KHOCTHU OTBETUTH CJIOBAMHU OETHU Yy4HATCSA O6H.[HTBC5{ ZKeCTaMy, Y HUX XOPOIIIO pa3BUTaA
CI0COOHOCTH K HeBepOabHOM KoMMyHUKaluu. ObpailaeT Ha ce0si BHUMaHUe BceTa CYacT/INBOe
BBIpaXKeHUe uila pebeHKa M 4acThIi HEOOOCHOBAHHBIM CMeX. DTO SIBJIAETCS MPU3HAKOM IMOPaXKEeHUS
CTBOJIa MO3ra U He BCerga oTpakaeT SMouuu pebeHKa.

OTHenbHO BHIOEJISIETCS ellle OgHa 0COOEeHHOCTD 3TUX AeTeH - Majas HoTPeOHOCThb BO CHe. 3a HOUb
pebeHOK MO3KeT CIIaTh 1o 4-5 4acoB, pexke mo 6 yacoB. Yallle BCero COH IPEPBIBUCTHIH, C
mpoOyKoeHreM u 6eCIIOKOUCTBOM. [ITHEM OeTH YYBCTBYIOT COHJIMBOCTDL. POIUTENISIM TsiXKeJjlee BCero
maeTcs XKUTh [0 TaKOMY I'paduKy C OeTbMU, II0O3TOMY HapPYIIEeHUS CHa SIBIASIOTCS OOHOM M3 CaMbIX
TJIaBHBIX KaJ100.

IduarHoCTHKaA

[IrarHoCTHKa CHHOpPOMa AHTeIbMaHa O0BIYHO ITPOXOOUT B HECKOIBKO 3TAIOB. M3-3a CIIOKHOCTH
9TOT MPOIIECC YaCTO 3aTSITUBAETCS Ha HECKOIbKO JIeT, @ B HEKOTOPHIX CIyYasiXx Bpadyu B MIUATHOCTUKE
TaK ¥ He JOXOOSAT OO0 UCTUHHON NPUYUHEI HAPYIIIeHUH.

[TepBbIM ¢ peGeHKOM BCTpPeYaeTcs nefuaTp, KOTOPEIHM IPK 00HAPYKEeHUM Pa3IUnYHEBIX
HEBPOJIOTHYECKUX HAaPYLUIEHNUH HAIpaBIseT NalreHTa Ha KOHCY/IbTAluio K HEBPOJIOTY. JTOT
CIeIMaJIuCT, B CBOIO 04Yepedb, IPOBOOUT 0OCIeqoBaHUe [OJIsI TOWCKA IPUYUHEL 3a6oieBanus. ECTh
MHOZKECTBO TEHETUYECKUX 3a001€BaHNM, KOTOPHIE MPOSIBASIOTCS IMTOX0KUMU CUMIITOMaMHU, ITO3TOMY
TaK BaXkHa U HeoOxomuMa auddepeHunanbHas qUarHocTuka. Jlamnee ¢ pefeHKOM 3HAKOMUTCS Bpad-
TEHETHUK, KOTOPHIM U JOJIKEH MMPOBECTH BCE HYXKHBIE 00CIENOBAaHUS U MMOCTABUTh OKOHYATETbHBIN
muarHo3. B xome uccimenoBaHus pebeHKY Ha3HavaloT 9JIeKTPodHIledanorpaduo, MaTrTHUTHO-
Pe30HaHCHYI0 TOMOTPaduio, a TaKXkKe MOJIEeKyISIPHO-IIUTOTEHETUYECKUEe UCCIeIOBAHUSI.

Hay4HO-KOHCY/IbTaTUBHBEIM KOMUTET (PoHAa cuHApoMa AHrenbMaHa (Angelman Syndrome
Foundation) B 2005 rony BeImenus KINHUUYECKHEe KPUTEPUHU OJI OIMAarHOCTUKHU CUHApoMa. Bce
IIpU3HaKu OBUIM pa3fesieHbl Ha YeThIpe I'PYIIE 10 YacTOTe BCTPeUYaeMoCTH V O0bHEIX. [TepBas
TpyIna - CHMIITOMEI, II0JIE3HEIE B Ka4eCTBe MOAePKUBAIOIINX KPUTEPUEB, HO OTCYTCTBUE UX He
HMCKJII0OYaeT OuarHo3. Bropas rpymna - o6s13aTenbHble IPU3HAKU, KOTOPhIe BcTpedaioTcst y 100%
6ombHBIX (CM. Tab. Ne2). TpeThsa u YeTBepTasi IPYIHILl - COOTBETCTBEHHO YaCTO BCTPEYAIOIIHUECS
npu3Haku (IpucyTcTBYIOT y 605ee 80% OOJIBHBIX) M OOMOTHUTEJIFHBIE TPU3HAKK (MX uMeioT oT 20 oo
80% OomnbHBIX) [3].

Tabauua 2.

HexkoTopble KIMHHYECKHE KPUTEPHUH [IJIsI THAarHOCTHKH CHHAPoOMa AHrenbMaHa [3]

O6s13aTeNnbHBIE TPU3HAKU e BripaxkeHHas 3ameprKKa IICUXUIECKOTO PAa3BUTHS;



(Bctpeugatorcss 'y 100 %
HaIXeHTOB C CHHIPOMOM
AHTenbMaHa)

PeueBrie HapyIieHUs (OTCYTCTBUE PeYU UJIU MUHUMAJIBHOE UCIIOIb3
CJIOB);

HeBepbanbHble KOMMYHUKATUBHEIE HABBIKYA PA3BUTHI JIyYIlle, YEM BE
OasibHEBIE;

ATakcus UM IOKadYWBaHUS BIepel, HeYyCTOUYUBOCTD, HEYKITIOKECT
TOXOJKY, OBICTPHIE, Pe3KNE IBUIKEHUS;

TpeMop KOHEUHOCTEU;

Crnenududeckue 0CO6OeHHOCTU MOBEeIeHUS (4acThIi HEMOTUBHUPOBAH
cMmex, O6picTpas BO30YIMMOCTD, TUTIEPPEAaKTUBHOCTD, CTEPEOTUTINY B
pa3MaxuBaHUs pyKaMu).

YacTo BCcTpevaruuecs
Ipu3HaKu (BCTpedaroTcs 6osee
yeM y 80 % nmanyeHTOB C
CUHOPOMOM AHTelIbMaHa)

3afepkKKa MIPUPOCTAa OKPYKHOCTHU TOJIOBHI, B pe3yIbTaTe KOTOPOH
bopmupyeTcst abcosTIoTHASA UM OTHOCUTEIbHAsT MUKPOIledanus K
OBYXJIETHEMY BO3PaACTY;

dnunercus, MOsBIIEHNEe CYIOPOKHOT0 CUHAPOMA, KaK IIPaBUJIO, C
TpexJieTHero Bo3pacTa. TsaKeCTh CYIOPOKHOT0 CUHAPOMa yMeHbIIIa
BO3PACTOM, HO MOXKET MPOSBIISATHCS Ha IIPOTSIKEHUU BCEH XKU3HU;
99rl-maTTepH B BUIOE BHICOKOAMIIIUTYOHBIX Pa3pPsIO0B MeIIeHHBIX
KOMTIJIEKCOB OCTpasi-MeIJIeHHast BOJTHA 94acToTou 2-3 I'll, HepeaKo
MPOBOLIMPYyeMasi 3aKPHIBAHUEM TJI1as3.

TakuM 06pa3oM, CBoeBpeMeHHas reHeTudeckKas OIUarHOCTUKA IJIA MallieHTOB C CHHIPOMOM
AnrenpMaHa MMeeT OYeHb 00JIbIIoe 3HaUYeHWe OJIs UuX OyayInel Ku3Hu. BoBpeMs HalileHHas
[IaTOJIOTHS maeT OOoJIbIle MIAHCOB AJIsl YCIEIIHOM aganTanuy pebeHKa B o0IIecTBe: feTel C TaKUM
CUHIPOMOM 00ydYaloT SI3BIKY XKEeCTOB, TaKxKe 3aHMMAIOTCS KOPPEeKIHel uX CHa ¥ peXuMa, 94TO
0COOEHHO BazkHO [JIsT BCEH CEMbU B IIEJIOM, C HUMHU 3aHUMalTCs Bpaun-JI®K, moromens! u opyrue
cuenuanucTtel. CylieCTBEHHBIN BKJIA[ B JKU3Hb CeMeU C TaKUMHU IeTbMU IPUHOCAT Pa3IudHbIe
671aroTBOPUTEIbHBIE OPTAHU3ALNHY, HATPUMEP, POCCUNUCKUY 6JIarOTBOPUTENBHEIN GoHA “CHUHIPOM
Anrena”, KOTOPHIM He TOJMBKO 3aHUMAaeTCs (PMHAHCOBLIMU BOIIPOCAMU, HO U OKA3bIBAIOT MOPAJILHYIO
U IICUXOJIOTUYECKYI0 ToMoIb. Kpome 3TOro, mognepKuBaeT HaydHbIE UCCIIENOBaHMUA 10 IIOUCKY
JleKapCTBa IJisd OeTel C CHHOIPOMOM AHrebMaHa.
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