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(KNUHUKO-NCUXONAMONOruU4YecKue achekmbi)
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IIpedcmasaeno onucanue pedko2o KAUHUYECKO20 CAVHAs amunu4noi gopmul cunopoma Pemma y desouxu-nodpocmra. Ocobennocms
3a001€6aHUs1 3AKNI04ANACH 8 NO30HeM 0eBrome KAUHUHeCKUX CUMRIMOMOG (8 sospacme 6 1em), K0e0a nOA8UAUCH AYMUCMU1ecKoe nogede-
HUe u peepecc 6 pazgumui, a makKice pedKie cmepeomuntvle 08UNCEHUsl PYKAMU, ¢ XAPAKMEPHLIMU USMEHEHUAMU HA INeKmpodHyedhano-
epamme 6 guoe 000pOKauecmeeHHbIX INULNMUGOPMHBIX nammepHos demcemeéa. B nodpocmxosom éo3pacme (6 12 nem) 603HuKAU S5NU30-
Obl eunepeeHMuUNAYUY U 3A0ePIHCKU ObIXAHUS, OeopmMayus CRUHbL, HeadeK8amHubli cmex U NpoH3umensHole Kpuxu. Memodom npsmoeo
asmomamu4eckoeo cexeeHuposanus 6 eene MECP2 (3x30ubl 1—4) Obiaa viséieHa Mymauyus 8 2emepo3ueomuom cOCMosaHul (8apuanm
¢.674>G/N).

Karoueevie caosa: amunuunas gpopma cunopoma Pemma, aymucmuueckuii peepecc, 0o6pokavecmeentble Snusenmugpopmusie nammepHsl
demcmea, npsmoe agmomMamu1ecKoe CeK6eHUpOBaHue
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RETT SYNDROME: DIFFICULTIES OF DIAGNOSTICS (CLINICAL AND PSYCHOPATHOLOGICAL ASPECTS)

E.V. Malinina, 1.V. Zabozlaeva
South Ural State Medical Academy, Ministry of Health of Russia; 64 Vorovskogo St., Chelyabinsk, 454092, Russia

Showed a rare case of atypical forms of Rett syndrome in girl adolescent. The peculiarity of the disease was in the late manifestation of clini-
cal symptoms (6 years old), when there was autistic behavior and regression in development, as well as rare stereotypical hand movements,
with characteristic changes in the EEG as benign epileptiform patterns of childhood. In adolescence (12 years) there were episodes of hyper-
ventilation and arrest breathing, deformation of the back, inappropriate laughter and screams. Was found mutation in the heterozygous state

(5.674>G/N) in the gene MECP2 (exons 1—4) by the method of direct automatic sequencing.
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Cunapom Perra (RTT, MIM 312750) — opdan-
HOE MpOorpeccupyloniee HacaeICTBEHHOE 3a00IeBaHUE,
OOBIYHO CMOPAINYECKOE, CBSI3aHHOE C HAapyUIEHUEM
Pa3BUTUSI LIEHTPAIbHOW HEPBHOW CUCTEMBI. DTO CaMblil
pacnpoCTpaHEHHBI U COLIMATbHO 3HAYMMBIA TEHETH -
YeCKMI CUHAPOM, PUBOISIINIA K perpeccy ImcuxoMo-
TOPHOTO Pa3BUTHSI, AyTU3MY M YMCTBEHHOI OTCTAJIOCTH
y A€BOYEK U HEPEAKO — K Pa3BUTHUIO 3nujencuu [4, 5,
13, 26, 38, 39, 40, 41].

Cunapom PeTTa mpenctaBisieT coboil TsKesoe Ha-
CJIeICTBEHHOE 3a00JieBaHUE, COMPOBOXAAIOIIEECS Hapy-
IIEHUSIMUA HEPBHO-TICUXNYECKOTO Pa3BUTHSI MAIIUEHTOB,
C HOpMaJIbHBIM pa3BUTHEM 110 6— 18 Mec U mocieayolei
yTpaToii c(hOpMUPOBAHHBIX paHee HABBIKOB CaMOOOCITY-
>KUBAHUS U 1IeJIeHAIPaBIeHHBIX JIBUXXEHUN PYK, OHU 3a-
MEIIAIOTCST CTEPEOTUTTHBIMUA «MOIOIITUMU» JIBUKEHUSIMU,
COYeTAIoIMMMUCS C TTOTHOM ToTepeit peun. Pacripoctpa-
HeHHocTb coctaBisieT 1:10000—1:15000 cpeay auil >keH-
CKOTO T10J1a, Y MaJTbuMKOB BCTpevyaeTcs KpaitHe penko |1,
4,7, 39].

B 1988 . BcemupHas accolmanusi o u3y4eHuto CuH-
npoMa PetTa cpopmynupoBana 9 00s3aTeIbHBIX TUAr-
HOCTUYECKUX KPUTEPHEB ISl BhISIBJICHUS 3a00JIeBaHUS,
8 TOMOMHUTENBHBIX U 7 UCKITIoYatolux [14].

Ob6s3amenvHble duaeHocmuieckue Kpumepuu CUHOpoMa
Pemma:

1) HopMaJTbHOE pa3BUTKE B ITPEHATAILHOM U ITEpUHA-
TaJbHOM TePUOJIe 10 Havajia 3a00JIeBaHusI;

2) HOpMaJTbHOE TICUXOMOTOPHOE Pa3BUTHE B IIEPBEIC
6 MecC KU3HU;

3) HopMaJIbHAasT OKPY>KHOCTb TOJIOBBI TIPU POKICHNM;

4) yMeHbIIIEHUE TEMIIOB POCTa IFOJOBBI MEXIY 5 Mec
" 4 rogaMu;

5) motepss NpUOOPETEHHBIX HABLIKOB 1ieJieHAIpaB-
JIEHHBIX IBVDKEHUI pyK B Bo3pacte 6—18 mec, cBsizaHHAas
C HapylIeHNeM KOMMYHUKATUBHBIX HABEIKOB M COLIMATb-
HOW U30J11en;

6) BbIpaKeHHbIE HapylIeHUsI POPMUPOBAHUS DKC-
TIPECCUBHON 1 PELIETITUBHON peur M HAJTMINE OYCBUIHOTO
TICUXOMOTOPHOTO perpecca;
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7) cTepeoTUITHbIe IBUXKEHUS PYK (TOTUpaHUE, MOXJI0-
MbIBaHUE, TTOCTYKUBaHKE, COCAHUE TaIbIEB U Ap.), BO3-
HUKIIIWE TTOCJIe YTPAThI LieJeHATIPaBICHHbIX TBVKEHUIA;

8) mosiBJIeHMe TPU3HAKOB alPaKCUK U aTAKCUW MEXKITY
1 1 4 rogaMu XXU3HU;

9) ycTaHOBJIEHUE TPEAIOJOXUTEIBHOTO IMarHo3a
MeXay 2 U 5 rogaMu XXKU3HU.

Jlonoanumenshble duaeHocmuueckue Kpumepuu:

1) npIXaTesIbHbIE PACCTPOMCTBA: TIEPUOANUECKUE TTPU-
CTYIIBI aITHOD BO BpeMst OOJIPCTBOBAHUS, TUTICPBEHTHIISI-
ust, GopcUpoBaHHOE M3THAHWE BO3IyXa U CITIOHBI;

2) CynOpOXHbIE TPUCTYIIbI;

3) CITaCTUYHOCTD, YaCTO COUETAIOIIASICS C IUCTOHMEH
1 aTpoyeit MBIIIIIT;

4) mepueprdecKric Ba3OMOTOPHEIC PACCTPOMCTBA;

5) cKOJIMO03;

6) 3agepKKa pocTa;

7) runepTpoduUHbIe MaJ€HbKWE CTYITHU;

8) anekTposHIIeamorpadpmiccKrie U3MEHEHMSI.

Hckarouarowue cundpom Pemma duazrocmuueckue Kpu-
mepuu:

1) BHYTpuyTpOOHasI 3amepkKa pocTa;

2) opraHoMerauus Wi Apyrue npusHaku O0osie3Heit
HaKOTUICHUS;

3) peTuHOMATHS WU aTPODUS TUCKOB 3PUTEIBHBIX
HEPBOB;

4) muxpouedanus pu poKICHNN;

5) nmeprHaTaIbHO MPUOOPETEHHOE TTOBPEXKICHUE MO3Ta;

6) HanMuKre UAEHTUPULIMPOBAHHOIO META00INYECKO-
IO WJIW JPYrOro MpOrpecCUupyroLiero HEBPOJIOrn4ecKoro
3a00JIeBaHUS;

7) ipuoOpeTeHHbIe HEBPOJOTUYECKHE HAPYIIEHUS
B pe3yJIbTaTe TsLKeJIoM MHMEKIIUU UK YeperTHO-MO3I0-
BOM TpaBMBI.

Cnyuau 0oJie3HU, YAOBIETBOPSIONINE BCEM 00s13a-
TeJbHBIM KPUTEPUSIM, HA3BaHbI Kadccuteckumu N HaOJIio-
JIAloTCs TpaKTUYECKHU Beerma y aeBouek [10, 29, 35, 36].
OmHako XeHCKMI TOoJI He SIBJIsIeTCsl 00s13aTeIbHbIM KpH-
TepueM, ITOCKOJIbKY 3TO MOXKET B 3HAUUTEIbHOI CTENIEHU
JIe30pMEeHTUPOBaTh Bpaueil B xone nuddepeHinaibHom
IWAarHOCTUKY cuHApoMma Perrta y maibunkos [34, 36].
BoceMb 10MOTHUTETBHBIX KpUTEPUEB OOBIYHO HAOII01a~
10TCs y OOJIBHBIX CMHAPOMOM PeTTa, HO HM OWH U3 HUX
He MpeICTaBIIIeTCST 00s13aTeIbHBIM JIJIsl [TOCTAHOBKU JMar-
Ho3a. M3 ucKiIoyarommx KpuTeprueB J0CTaTOYHO OTHOTO,
YTOOBI IMArHO3 He ObLT MoaTBepkaeH [1].

B 1999 r. 6112 onpeneneHa reHeTuyeckast IpuyrHa
Ooste3Hu. Dtronorust cuHapoma Perra cBsizaHa ¢ myTanu-
MU B reHe MECP2, pacrionioXXeHHOM Ha JJTMHHOM Iieve
XpoMocoMbl X B yyacTKe Xq28 U KOAUPYIOUIEM METUI-
CpG-cBasbiBarouii 6enok 2 (MECP2), urpatoliiem Kito-
YEBYIO POJIb B ATUTEHETUUECKOU PETYJISIIIUY aKTUBHOCTH
TeHOB LIEHTPaJIbHOI HEepBHOM cuctemsl [4, 8, 15, 39].

Myrauuu reHa MECP2 BHISIBASIOTCST Y OOJTBITUHCT-
Ba (35—90 %) nauMeHTOB C KJIMHUYECKUMU IIPU3HAKAMU
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KJ1accu4eckoit (hopMel cuHApoMa Perta u go 60 % nui
C aTUITMYHON KJIMHUYECKOW KapTUHOM JaHHOTO CUHApOMA
[2, 26, 27, 30, 31, 35, 36]. OnHako onucaHbl caydau 3a00-
JIEBaHMSI, TIPU KOTOPBIX OTMEYAETCST OTCYTCTBUE MYTalIMil
reHa MECP2, HecMOTps Ha TTIOJTHOE COOTBETCTBUE JUAar-
HOCTUYECKUM KpUTepUsiM cuHapoMma Perra [22, 27, 33].

ITomumo rena MECP2 y UHAUBUIYYMOB C aTUMTNY-
HBIMHA (hopMaMM CUHApOMa PeTTa BBISBICHBI MyTalllU
u B npyrux reHax: FOXG1 (forkhead boxprotein G1), kap-
TUpoBaHHOM B yyactke 14q12, CDKLS5 (cycline-dependent
kinase-like 5) B yuactke Xp22.13; cyOMUKPOCKONUYECKIE
JEIIeIIN B yaacTKe X (28, 3aTparusatomue reH MECP2, xo-
TOpPBIC HEBO3MOKHO OOHAPYKUTh TOJIEKO C MCITOJIb30BaHM -
€M MOJIEKYJISIPHO-TeHETUUECKIX METOIOB [IJIST BBISIBIICHMST
BHYTPMIeHHbIX MyTaLuii [3, 8,9, 11, 12, 16, 21-24, 28, 40].

M3BecTHO, YTO MHOTME M3MCHEHUS B ITOCJICIOBA-
TEeIBHOCTH paciiojioxkeHus reHa MECP2 He MOTYT pac-
CMaTpHUBAaThCS KaK IMAaTOTeHHBIE MYTaIliU, CJICIOBATEIbHO,
WX OIpeIeICHNE He SIBISICTCS eIMHCTBEHHBIM M CITCIIH-
(UIHBIM METOIOM JIA00OPATOPHOM TMATHOCTUKU CUHIPO-
Ma Perra. MccnemoBaHus TTOCIEIHUX JIET HAIpaBICHBI
Ha oOHapyxXeHHe OMOJIOrMYeCKUX MapKepoB (MOJIEKY-
JISPHBIX U IIUTOTeHETUIECKMX ), KOTOPHIE MOXKHO MCITOJIb-
30BaTh B JOKJIMHUYECKOW U MPEHATAIBHOW IUAarHOCTUKE
cuHapoma Perra [7, 39].

HccaenoBaHusI TeHETUYECKUX MPUYNH BBISBUIIN,
4yTO He MeHee 25 % caydyaeB cuHIpoma Perrta, B KOTOPBIX
He BBISBIISIIOTCS MyTaluu reHa M ECP2, BbI3BaHbl MUKPO-
JIEeJEHIUSIMUA B XpOMOCOMHOM y4acTke Xq28. C moMollbio
BBICOKOPA3PEIIAIOIINX MOJEKYISIPHO-IIUTOTEHETUIECKIX
meTonoB (BAC-oligonucleotide array CGH) 6b111 0OHa-
PYXEHBI JeelInu B XpOMOCOMHOM ydacTKe Xq28, 3aTpa-
ruBatoiue reH MECP2, KoTopble ObUIM acCOLMMPOBAHBI
¢ OoJiee IETKUM TeYEHHMEM KaK KJIaCCMUeCKOl, TaK U aTh-
nuyHoi (popm cuHapoma Petra. C mOMOIIBIO TEXHOAOTUM
MoJieKyasipHoro KapuotunupoBaHus (array CGH) 6b110
MoKa3aHo, YTO TeHOMHBbIE JAeJeUU (XPOMOCOMHbBIE MHU-
KpOJeJeln), OXBaThlBaIOIIME YYaCTOK XPOMOCOMBI X
B obonactu reHa MECP2 (yyactok Xq28) v mpuBoOAsIIe
K TIOJIHOI AejiellMy I'eHa, STUOJOTUYEeCKU U MaToreHe-
TUYECKU MOTYT OBITh CBA3aHBI C (DEHOTUITOM CUHIpPOMA
PetTa y neBouek. Takum obpazom, Bo n3bexkaHue OLLMO0K
P JTabOPAaTOPHOI TMATHOCTUKE KIMHUYECKU Y TeHETH -
YECKM TeTEPOreHHOTO 3a00JIeBaHUsI, CBSI3aHHOTO C ayTH-
CTUYECKUMM PACCTPONCTBAMM, TAKOTO KakK CUHApPoM PetTa,
HEOO0XOIMMO KOMIUIEKCHOE MCITOJIb30BaHNE Pa3IMYHBIX
MOJIEKYJISIPHO-TEHETUIECKUX U TTIOCTTEHOMHBIX TEXHOJIO-
Ui, BKITIOYasi MOJIEKYJISIPHOE KapUOTUIIMPOBaHKE (array
CGH) [3, 4].

TToMuMO KJTaCCUYECKOTO TUTIA BBIACISIOT amunu4ible
¢opmur cunapoma Perra (atypical Rett syndrome, MIM
300672, 312750, 613454), ycraHOB/IEHHbIE HA 0a3e JUATHO-
CTUYECKUX KPUTEPUEB U CBSI3AHHBIE C PA3IMUHBIMU MYyTa-
musimu. B. Hagberg BbiaesieT «mpoMeKyTOUHbIE», «CTep-
ThIe» (popMbl cuHApoMa Petta [20]. OTo ciiyyau ¢ paHHUM
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(C MepBbIX MECSIIEB KU3HU) WU MO3AHUM (TTocie 3 JieT)
HayvajioM 3a00JIeBaHUsI. ATUTIMYHBIC CIyIau IIPeICTaBIsI-
10T cO0O0I1 TICMXOMOTOPHBIE PACCTPOMCTBA U XapaKTepH-
3YIOTCSI HETTOJTHBIM COOTBETCTBHEM BCEM 00SI3aTeIIEHBIM
KPUTEPUSIM TUITMIHOTO cMHApoMa Petta. OHI MOTYT TIpo-
TeKaThb Kak ¢ 0oJjiee MSTKOM, Tak U ¢ 00jiee BhIpaKeHHOM
KIMHUYECKOU KapTHHOM. XapaKTepn3yIoTCI OTKIOHEHU -
SIMU B HEBPOJIOTMUECKOM Pa3BUTHUH, KOTOPBIE C BO3PACTOM
00pa3yroT KapTUHY, CXOIHYIO ¢ CMHIpoMoM PetTa, ¢ coxpa-
HEHUEM OOLIE MOTOPUKU, €1Ba Pa3IMYUMbIMU HEBPOJIO-
TMYIEeCKIMU aHOMAJTUSIMU, B TIEPBYIO OUepelb MaHyaTbHOM
aIlpaKkCcHein; ¢ 3aIePKKOM pedr 1 HapyIIeHUEeM TICUXITIe-
cKoro pa3BuTHsI. HekoTophie BapraHThI cuHIpoMa Perra
OLIMOOYHO IUATHOCTUPYIOT KakK ayTusM |19, 26].

DIMIeMHIOIOTH 3a00JIeBaHNSI OKOHYATEIBHO HE YCTa-
HoBJeHA. 1o OTHebHBIM TaHHBIM, BKJIAI aTUITMIHBIX
¢opM B 0OIIIYIO SMUICMUOIOTHIECKYIO KAaPTUHY CHHApPOMA
Perra cocraBnsier 11 %, a pacripocTpaHEHHOCTb — IIPU-
MepHo 1 cayyaii Ha 45 Teic. HaceneHud [12, 26]. Cpenu
HaumOoJIee YaCThIX BapUaHTOB CUHApoMa Perra mipeBanu-
pYET BapMaHT C COXPAaHHOM peublo [42].

JnarHO3 OCHOBBIBACTCS HAa IMATHOCTUICCKUX KPUTE-
pUSIX aTUIMYHON (hopMbI cMHApoMa Perra, pa3padboraH-
HBeIX B 1994 . B. Hagberg. ATUmm4HLBIN ciydail JOJKeH
OoTBeYaTh 110 KpaiiHeil Mepe 3 13 6 OCHOBHBIX KPUTEPHEB
1 KaK MUHUMYM 5 13 11 TONOTHUTETbHBIX.

OcHogHble Kpumepuil:

1) yacTUYHAas WIM TIOJTHAsI yTpaTa HaBBIKOB, CBSI3aH-
HBIX C TOHKO MOTOPUKOM, K TO3IHEMY MJIAJEHYECKOMY
WX paHHEMY JIETCKOMY BO3pacTy;

2) yTpaTa NOsSIBUBILIMXCSI paHee JiereTa, CIOB Win ¢pas;

3) xapakTepHble CTEPECOTUITHBIE IBUXKEHUS pyKaMu,
yalie BCero ABYpYYHbIe NBUXKEHMS Tepel Co00, Harpu-
Mep MOIOIIIME, TTOXJIOMNbIBAIOIINE, PyKa B POT U T. 11.;

4) paHO MpOosIBJsIONIEeCs HapylIeHue KOMMYHUKa-
LIMM: u30eraHue KOHTaKTa, ayTOCTUMYJISILIUS U Apyrue
ayTUCTUYECKHUE OCOOEHHOCTH;

5) 3aMeJUIeHre CKOPOCTU POCTa OKPYKHOCTH TOJIOBHI;

6) ocoboe TeueHMe: MepHro B 1IeJJOM HOPMAIbHOTO
pPa3BUTUSI CMEHSIETCS MIEPUOJOM perpecca, 3a KOTOPhIM
cJieyeT BOCCTAaHOBJIEHNE KOHTaKTa 1 KOMMYHUKAIIVH.

JlonoanumenvHole Kpumepuu:

1) 3130061 TUTIEPBEHTUIISILIVN M 3811 P3KKI TBIXaHS

2) aspodarus;

3) ckpexeTtaHue 3ydoamu;

4) nucripakcusi MOXOAKMU;

5) nepopMalusi CIUHBI;

6) nedopMaLus HOT;

7) TUTIOTUTACTUIHBIC, CHHIONTHBIC 1 XOJIOIHBIC CTYITHU,

8) xapakTepHble aieKTpoaHLedanorpadpuyeckue (DDI)
W3MEHEHUS] — MEJICHHOBOJIHOBAs aKTUBHOCTB, 9aCTO
B KOMOWMHAIINY C SMTAJICNTU(DOPMHOI aKTUBHOCTBIO;

9) HeameKBaTHBIN CMEX U TIPOH3UTEIbHBIC KPUKM;

10) HapylieHre 00JIeBOI YyBCTBUTEIBLHOCTH;

11) uHTEHCHUBHAsI KOMMYHUKALIUS C TIOMOILIbIO B3IJISIIA.
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Heob6xonumMo oTMeTUTh, 4TO auddepeHIupo-
BaTh aTUMUYHbIe POpMBI cuHApoMa Perra oT apyrux
HEPBHO-TICUXUYECKUX 00JIE3HEW C ayTUIHBIMU ITPO-
SIBJICHUSIMU KpaliHe CJIOXKHO M3-3a IIMPOKOTO CITEeKT-
pa KIIMHUYECKUX Pa3Indnuil aTUTIMYHBIX CIy9aeB 3TOTO
3a00J1eBaHUS.

OrpeneieHo HeCKOJIbKO CyOBapuaHTOB aTUITUIHOM
dopmbl cuHapoma Petra.

1. Bapuanrt lanadwibna (Hanefeld) ¢ panaum Ha-
YaJioM CYIOPOXHOTO CUHIpOMa XapaKTepU3yeTCsl 2T~
JIETITUYECKUMU TIPUCTYIIAMU B TIEPBBIE MECSIIbI KU3HU
C TIOCIIEAYIONINM Pa3BUTHUEM CIIEIIUDUIECKUX IPOSIB-
neHnit cmHapoma Perrta. 3abojieBaHME YacTO BHI3BAHO
MYTallsIMU B PacIiojiOKeHHOM Ha X-XpOMOCOME TeHe
CDKLS5, B yaactke Xp22.13, KomupyromeM OTHOMMEHHBII
SIICPHBIN 0EJI0K, KOTOPHBIM 3KCIIPEeCCUPYyeTCs B KICTKAX
LEHTPAIbHOI HEPBHOM CUCTEMBI 1 TIPEATIONOXUTCIHHO
YJacTBYET B TeX K¢ BHYTPUKJICTOUYHBIX IIPOIIECCax, UTO
n MECP2, n Tpanciiokauueii ¢ yuactueM reHa NTNG1
(1p13.2—p13.1) [7, 16, 22]. Myrtauuu rena CDKL5 Haxo-
11y 28 % 0onbHBIX AeBouek |30, 39].

2. Bapuant Ponanmo (Rolando) — BpoxxaeHHast, Ham-
bojiee TsKenasa ¢popMa aTUITMYHOTO cuHApoMma Perra
C pa3BUTHEM B TeUCHME TEePBBIX 3 MeC KU3HU KJIacCU-
YeCKOM KJIMHUYECKOI KapTUHBI 3a00JieBaHNsI. DTOT Ba-
pMaHT, KaK MPaBUJIO, BLI3bIBAIOT MyTalnu B reHe FOXG1
(14q11—q13), kapTupoBaHHOM B yyacTKe 14q12.

3. Forme fruste — 6onee MATKMIT BapuaHT C paHHUM
HayvaJoM, HEeTIOJHBIM Pa3BUTHEM KIMHUUECKON KapTUHBI
M 3aTSKHBIM TEYCHHUEM.

4. BapuaHT ¢ Mo3AHMUM HavajaoM (a3bl perpecca xa-
pakTepU3yeTCsl HOPMAJIbHOM OKPY>KHOCTbIO TOJIOBBI U 0=
CTETICHHBIM, B IO3HEM JIETCKOM BO3pacTe, perpeccom
pPEUYEBBIX 1 MOTOPHBIX HABBIKOB.

5) PSD, unu Bapuant 3anneinna (Zappella), — ¢opma
C COXPAHHOM PEeYblO, IPU KOTOPOM IETU UMEIOT HEKOTO-
pble peyeBble HaBBIKU U, COOTBETCTBEHHO, 00JIee BHICOKUI
YPOBEHb OOIIIEHUSI, BHI3BIBAETCS B HEKOTOPBIX CIyYasix
myTauueit B rene MECP2 (Xq28), KOTOpbIil TaKKe OTBe-
YaeT 3a OOJIBIIMHCTBO CJy4aeB KJIaCCUYEeCKOro CUHApOMa
Petra.

BapuaHThl ¢ HanboJee Jierkoit MaHubecTalueit BKIo-
4yaroT B ce0s1 cTepTyto opMmy (fruste), 00Je3HU C MO3AHUM
HayajoM perpecca [18] U BapuaHT ¢ COXpaHHOI peyblo
[41]. Haubosee TsoKeabIMU BapuaHTaMuy cuHapoma Pet-
Ta CYUTAIOTCS BPOXKIEHHAs (popMa M BapuaHT C paHHUM
HavasioM perpecca [17]. ¥ manpuukoB onucaHa X-cyen-
NEeHHAS CUHOPOMANbHASL YMCMBEHHAS OMCMAaiocmy (mun
Jlyoa) (OMIM 300260) — 3aGosieBaHuE, XapaKTEPU3YIO-
1eecs TSLKEJIOW YMCTBEHHOM OTCTaIOCThIO, TUTIOTOHUEH
B JIETCTBE, CMEHSIOLIEICS MPOrPECCUPYIOLIEH MBIILIEYHON
CMAaCTUYHOCTBIO, CYIOPOTaMU, MSITKUMU TUCMOPOUUIECKH -
MM YepTaMU JIU1A, TIOXUM Pa3BUTUEM PEUU, ayTUCTHUE-
CKVIMM YepPTaMHM B ITOBEACHNH, YaCTBIMU PECITUPATOPHBIMU
nHdekuusaMu. 3adbosieBaHue 00yCIOBICHO AyTUTMKALIUEH
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Wiy Tpuruiikaiueit rena MECP2, pacrioioXXeHHOTO B JI0-
Kyce Xq28. bosieoT MaabuuMKu, HO MaTePU-HOCUTETbHULIBI
HMMEIOT TICUXOHEBPOJIOTUYECKHUE PACCTPOMCTBA: TTPOOJIEMBI
C peuYblo, TPEBOXHOCTD, BPaXkIeOHOCTD, NETIPECCUBHOCTD,
ayTUCTUYECKUE YEPThl, SHAOKPUHHbIC HapylueHus [25].

HuddepeHnanbHbIil TMarHO3 BKJIOYAET CUHAPOM
AHTeIbMaHa, ayTu3M, JSTCKUI LepeOpabHBIN mapaind,
BPOXIEHHbIE HAPYLIEHUS] OOMEHa BEILLECTB U TSIXKEbII
WHTeJIeKTyalbHbIl aeduuut. B xone nuddepeHumnannb-
HOI TMaTHOCTUKM cHHApoMa PeTTa ciemyeT yIUTHIBaTh
ompeneneHne myTtanuii reHa MECP2 n ocobeHHOC-
TH WHAKTUBAIIUN XPOMOCOMEI X, UTO SBJISICTCS OMHUM
13 OCHOBHBIX METOAMYCCKMX ITOAXOIOB K TMAarHOCTUKE
cuHapoMa Perra y meteit u ux matepeit. O6HapyXeHO,
YTO MaTh MOPAXKEHHOIO MalMEHTa MYKCKOTO MoJia SiB-
JIsIeTcsa 0eCCUMIITOMHBIM HOCHTEJIEM 3TOrO BapHaHTa.
[TosTOMYy BEepoOsITHO, UYTO M3MEHEHHE HE 00S3aTeIbHO
MIPUBOINT K MYKCKOM JieTambHOCTU. ClemyeT yIUThIBaTh
KJIaCCUYECKYIO M aTUITMYHEBIEe (hOpMBI CUHApPOMa Perra,
cirydam 0e3 mytanuit MECP2, a Takxke BapuaHT 3a00J1e-
BaHMS MaJIbYMKOB C KJIACCUUYECKOI (hOopMOil CHHIpOMa
PeTTa 11 peTTOIIOD0OHBIMU TIPOSIBICHUSIMA, CBSI3aHHBIMH
¢ mytauusMu B reHe M ECP2, v BBISIBIIATh 0€CCUMITTOMHOE
HOCHUTEJILCTBO y Martepeii [6, 32].

B Hacrosimiee Bpems crielinaJbHOTO JICUSHUST HE pas-
paboraHo. CuMnTOMaTUYECKAsI M TTOAIEPXKUBAIOIIAS Te-
panus HeoOXoarMa TMpHU AbIXaTeIbHBIX pacCTPOMCTBAX,
HapyleHusX cHa (MIpUMEHSIOT MeJIaTOHUH), ITPU BO3-
OyXneHUM (aTUIMMYHBIA aHTUIICUXOTUK PUCIIEPUIOH),
MPU MBILIEYHON PUTUIHOCTU (KapOumoria, JIeBOIOTA).
J71s1 KOHTPOJIST SNMUJISNTUYSCKUX TIPUCTYTIOB Ha3HAYaloT
AHTURMUJICTITUYECKIE TIpeIapaThl.

[IporHo3 HebGJaronpusTHBINA, 3aBUCUT OT TSIKECTHU
TeueHUs 3abosieBaHusI. HekoTophle malMeHThl yMUpaloT
B IETCKOM WJIM IOHOIIIECKOM BO3pacTe, Ipyrue 10XKUBaOT
1o 20—30 yiet u gaxe 6osee.

[IpencraBisiem onucaHue COOCTBEHHOTO KJIMHUYE-
CKOT'O HaOJIIOACHMS.

boavnaa 2K., 14 nem, 2002 2. p., énepesvie Ovlra o6cne-
dosana ncuxuampom 8 3 200a 6 c6:3uU ¢ 3a0epAHCKOLL NCUXO-
peuesoco pazeumus. Kamamues nabarodenus cocmasisem
11 nem.

Anamnes ycuznu u 3a6oaeeanus. CeMvsi HenoAHas: pe-
OeHOK npodicusaem ¢ Mamepbio, omey, ymep om cepoe4Ho2o
npucmyna. Y omua om 1-eo opaka 3 douepu; y 2 u3z Hux ou-
acHOCMUPOBAHbL NOPOKU PA38UMUS: Y 00HOI — NOPOK pa3-
seumus nouex (no 6 naavlyes Ha pyKax), y opyeoil — nopoK
MoUeBbl0eAUmenbHOLL cucmembl (00NOAHUMENbHAS NOYKA).

U3 anamnesa uzeecmuo, umo pebernok om 1-ii 6epemen-
Hocmu, npomexaguieli Ha gore eecmosa 1-il noao8uHbL, pooe!
1-e, 6 cpox. Macca mena npu poxcdenuu 3300 2, 3akpuuana
cpasy, K epyou npunodcerna Ha 1-e cymku. C panneeo 603-
pacma Haba100anace y He@poa0ea 6 CeA3U ¢ eunep8o30you-
MOCMbIo, mpemopom nodbopodka, noayuara gheHobapou-
man no nosody 3amsHysulelics yceamyxu 6 meuenue 1 mec.
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Mo 1 200a pazeusasace no eozpacmy: cudum c 6 mec, x0-
dum ¢ 1 eoda 1 mec, k 1 200y eosopunra omodenvHbie caoeu.
B danvueiiuiem peus pazsusanace mednenno, K 2,5 eooa no-
SABUNUCH NepPable CA08a — «MaMa», «<nana». C 2 1em nocewanra
demckull cad, adanmuposanacy OAUMenbHoe 8pemMs, 4acmo
bonena UPYCHLIMU UHPEKUUAMU, He BCIMYNANa 8 KOHMAKM
¢ dembmut, ObiAA PAZOPANCUMENbHOU, NAAKCUBOU, KANPU3HOL,
cebs He 00CAYICUBANa, OMMEHANUCh HAPYUIeHUS CHA (chand
noauaca, 3amem NpPOCLINAAACH C NAAYEM, N000A2Y KPUYAAA,
6 MOl C653U HA3HAYAAU eHoOapOuman KopomKumu Kyp-
camu, Kkak chomeoproe). CrosapHoiii 3anac 0vin HeboAbUUM,
npousHocuna cn06a ho-ceoemy. Ha 3ansmusix 6vicmpo ycma-
8ana, 6HUMAaHUe 0biA0 HeYCMOUMUBbIM, NA0X0 3ANOMUHANA,
omme4ancs KoOeHUMueHbwlll deguyum (He 3HANA OCHOBHbIE
ueema, popmot u m. ad.).

Bnepevie k ncuxuampy obpamuauce ¢ 3 200a 6 c6:3u
¢ 3a0epickoil cmanoéaenus peuu. boavras ovira nanpas-
AeHa 6 demckoe omoeneHue NOSPaAHUUHbIX COCMOAHULL, 20e
nocne 00c1e008aHUs yCMAHOBUAU OUACHO3: 3A0ePICKA peye-
6020 pazeuMuUsl, COHeMarouasicsa ¢ UHMeAIeKMYaAbHOU He-
docmamounocmotro. Ilpunumana HoomponHvie npenapamot:
sHUepabon, kopmekcun, yepedpoausut. bviio pexomendo-
BAHO NoceujeHue KOPPEeKYUOHH020 0emcK020 cadd, 3aHAMUSL
¢ deghekmonoeom u nCuxon02oMm.

Bauxce k 6 200am 6 pazeumuu «OCMaHOBUAACH>, NOAGU-
AUCH CIePeomunHoie NOMpPACbIBAHUS PYKAMU, PE3KO CHCU-
mana kyaauku, nepuoduyecku 830vixana. B peuu noseunuce
axoaaauu. Hepor 00noobpasuvie, cmepeomuntuie. boira
6HO6b HANPAG/EHA 8 0eMCKOe NCUXUAMPUYECKoe OmOoeseHUe
(anpeas 2007 2.). [Ipu obcredosanuu 6 cmayuonape no 0aH-
Holm 8udeo-I I -monumopunea é cocmosiHuu cHa U 600pcm-
B06AHUSL ONPEOCASAUCH YMEDEHHBIE 00UEMO3208ble U3MEHEHUS.
(ocHogHas akmusHocmb npedcmaenena mema-pummon,). Pe-
2UCMPUPOBANACH PEUOHANbHASL INUNCNMUPOPMHASL AKMUG-
HOCMb 0CMPasi—MeO0NeHHAsl 0AHA MUNA 00OPOKA4eCMEEHHbIX
anusrenmugopmusvix nammepros demcemea (A1) 6 resoii
UEeHMPANbHO-B8UCOMHOL 00aacmU ¢ uppumauueil 8 npagyro
eemucgpepy. Cmpykmypa cHa usmenena, QusuosocutecKue
nammepHbl c1a00 vipaxcennl. Iiyboxue cmaouu medseHHo-
80IH0B8020 CHA COXPAHEHbl. 3apecucmpuposanbl NAMoA02U -
yeckue nammepHvl, KOMopble MOZYN C8UOeMeNbCmMBO8amy
0 803MOJICHBIX CIPYKIMYPHBIX HAPYULEHUSIX N€BOLL ceMUCcepbl.
JlanHwix, nodmeepiicoarouux snuirenmu@dopmHbLil XapaKkmep
NapOKCUBMANbHBIX COCIOAHULL, NPOABASIIOUUXCS HACUABCI -
BEHHOI eunepeenmuasayuell, He 8bls61EHO.

B céa3u ¢ ocobennocmamu kaunu4eckoi KapmuHsl NAUU-
eHmKa 0bl1a HaNpasaeHa K eeHemuky. 3akaoveHue: 0aHHble,
noomeepycoaroujue cunopom Pemma, comnumenshol. lenemu-
YecKuil aHamHe3 omseouler No MyabmMuQOKanbHoOU NAmMoaoUlL.

B omdenenuu nocae o6caedosanus 6vin ycmarnoéneH ou-
acHO3: aymucmu4eckull peepecc, KOCHUMUBHAS INUAENMU-
(opmuas dezunmeepayus. Hasnauen eanvnpoam (denaxun
XpoHo) 6 doze 600 me/cym.

Yepes 200 6 nosedeHuU OMMEUANOCH YAVHUUEHUEe, CIA-
aa bonsee ycuouusoi, YMEHbUUAAC, UMNYAbCUGHOCMb,



PYCCKUMN

s TETCKOM
HEBPOAOT UM

HO COXPausaAucCh aymucmuueckue opmol nogedenus —
CKAOHHOCMb K PYMUHHOMY NOPSOKY, CIEpeomunHochy 6 ue-
pax, axonanuu. Ilocewjana KoppeKyUoHHYIO epynny 0emcKoeo
caoda VIII éuda, na 3anamusx cobupana naszivl, Haxooulda
HenpasuabHble KapmuHKy npu evtnoaHenuu 3adanuil. Tlocme-
NeHHO NOSABUAUCH USPOBbLE NEPeBONAOUCHUSL, NOCAE NPOCMO-
mpa gurvmos, Hanpumep «Ilanurvr douxu», Hasvieara ceds
I Mawa», <4 Ilyeoexa», npocusa, umobwvl ee mak Ha3bl-
sanu. Cmompena myasma@uavmol, nepeckasvieanra ux. Cma-
Aa bosee coOyUanbHO AKMUBHOU — CHOPMUPOBANUCH HABBIKU
ONpAMHOCIMU, CIMAAA 8bINOAHAMYb QOMAWHION padomy.

Konmpons 6udeo-231I-monumopunea (okmsops 2008 e.)
8b156UN YMepeHHble 00uemMo3208ble Hapyulenus. Peeucmpu-
PYemcs PeeuOHANbHAS INUAeNMUPOPMHAS AKMUBHOCHb
no Mmuny ocmpas—meoaeHHas: 60AHA 6 MEMEHHO-8UCOUHbIX
oonacmsx. Cmaduu cra oughgpepenyuposarvt. Omcymemeyem
deavma-coH. B cpasnenuu ¢ npedoldyujum uccaedo8anuem
COXPAHACMCS NOAONCUMENbHASA OUHAMUKA 8 eude CHUICe-
HUs uHoeKca snusenmupopmuoil akmusnocmu. Ilpodoaxicen
npuem denakuna é doze 600 me/cym. Knunuueckas kapmurna
0e3 OUHAMUKUL, HECKOAbKO YCUAUAUCH 08UAMENbHbIE CINEPeo-
munuu 6 pyKax.

Koumpons B3I ¢ 6ozpacme 7 aem (maii 2009 2.): co-
XPaHAemcst NOA0JCUMeAbHAS OUHAMUKA, CHUMICEHUE UHOeKCa
anusrenmu@opmHoll axmusrnocmu. B nosedenuu chokoiina,
COXPAHANOMCA NEPeBONAOULCHUSL, IXONANUU, 08ULAMENbHbLE
cmepeomunuu. [lomoeaem mame no domy. Hauanra noawvso-
sambcsi yHumasom. Xooum e demckuil cao.

[lepeo wikonoii (mait 2009 2.) npowina ncuxonoeuueckoe
obcnedosanue (memoduxa Bekcaepa): konmaxkm Hocun gop-
MAAbHbLI, MAAONPOOYKMUBHDBILL XapaKmep, epUMACHUYANd,
noemopsna «Kews nem», Hy#c0anace 6 NOCMOHHOU OPeaHU -
3y1ouel NOMOwU, NPU 8bINOAHEHUU NPOCKMUBHbIX MEMOOUK
He CM021a HAPUCOB8AMb HeN06EKd, CIEePeOMUNHO YePMuULd 3ue-
3aeu. Ioayuennvle oueHKU cOOMEEMCMBOBANU YMEPEHHOMY
8bIPAJICEHHOMY OegheKkmy: 3a éepbanvhble 3a0anus — 47 ban-
108, 3a HegepbanvHvle — 42, obuas — 43.

B 8 aem nowina 6 wikony no 6cnomozamenvHoil npoepam-
me VIII euda, xoduna c sceranuem, UCNbIMbIEANA NOAONCU -
menvHble IMOYUU, 00uanacs 6oavule co CMapuiumu 0emvmu,
OHU ee onekanu, nomoaanu cnyckamocs no necmuue. C npo-
2PAMMOIL He CRpABAANAcy. 8 N08eOeHUU OblAa PACMOPMOICEH -
HOIL, OMMEeYAAUCh HaCMble CMEHbl HACMPOEHUS, OMCYMCMBE0-
8G1Q MOMUBAUUSL K 00YHEHUIO; He 3aNOMHUAA OYKEbL, UUppbL,
He HA3bl8aANa 8PeMeHa 200d N0 KAPMUHKAM, He COOMHOCUAA
npeomemsl no ysemam, pamepam, He cpazy 3aNOMUHANA
npotideHHbIl Mamepuan, 60CNpou3eoousa yepes 5—06 onel
XaomuuHo, bviaa paccesHHa, Obicmpo ymomasaiacs. B nose-
OeHuu Kanpu3Hu4aia, Kpu4aia Ha ypoKax, Mo2aa 6biKpuKu -
samb OpanHble c108a, Ovina azpeccugta c demomu. Ilepeuina
Ha KOMOUHUPOBAHHYIO (hopMY 00yuenusi: 3 OHs 6 uikoae, 3 OHs
doma.

Cnycms 200 o6y4eHus 8 wikone nOGMoOpPHAsL KOHCYAb-
mauyus ncuxonoea (anpeav 2010 2.) — ¢ mpydom ecmynaem
6 konmaxkm. He opuenmuposana é coocmeenHoil AUMHOCMU,
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epemenu. CmepeomunHo nosmopsem omoenvHvie C108d,
uHoeda ux evikpukueaem. B npoyecce uccaedosanus seeko
omenekaema, Heycuouuea. UHcmpykyuu u Hanpasasouyo
HOMOUb CO CIMOPOHYBL IKCHEePUMEHMAmMopa He 80CHPUHUMA-
em. B pabomy ne eéxawouaemcs, ne yceausaem UHCmMpyK-
UuU K 21eMeHmMapHoviM 3a0anusm. B cessu ¢ amum coenrameo
noaHble 8bl800bL 00 YPOBHE UHMENNEKMYANbHO20 PA3GUMUSL
He npedcmagasiemcst 603MONCHbIM.

B smo ace epems (mapm 2010 e.) nposedeno BI3I-uc-
cnedosanue: ymepeHHvle UsMeHeHUs OU0INeKmpU1ecKoil ax-
MUBHOCMU 20108H020 M032d 8 8Ude 3aMe0NeHUsI OCHOBHO2O0
PUMMA, 8bICOK020 CO0EPICAHUSI MeONeHHOU AKMUBHOCMIUL.
B cocmosanuu 600pcmeosanus u mMeoreHH020 CHA 3apeeu -
Ccmpupo8ansl paspsdsl SNUACNMUGOPMHOL AKMUBHOCINU M-
na JIDI1J] c roxanuzayueil 8 npasoil UeHMparbHO-MeMeHHO-
JN06HOIL 0baacmu, npaegoii A00HOI obaacmu, ¢ NepuoOU4ecKum
PAcnpocmpaxeHuem Ha npasbvle 3amola04HO-100HO-8UCOUHbLE
obaacmu, negyr 100HYH0, 3ambli0UHbIe 0baacmu. Dnuienmu-
(OpMHAsE AKMUBHOCIND HE CONPOBONCOANACH BUOUMBIMU KAU-
Huueckumu nposieaenusmu. Ilo cpasnenuro ¢ npedvldyuiumu
uccaedosanusmu Habawdaemes ompuyamenvHas OUHaAMuUKa
8 8U0e 3HAYUMENbHO20 Y8eAUHeHUs UHOeKCa SNUAenmugopm-
HOU aKMuBHOCmU.

B neuenuu k denaxuny dobasunu 3mocykcumud (cyk-
cunen) 6 doze 250 me 2 paza 6 cymiku (anpeav 2010 e.).
Ilpu npueme cyxcunena 6 doze 250 me/cym ommeuaracs
«OQYPAUWAUBOCMb» 8 N0BeOCHUU — XOXOMAAa 0e3 NPUYUHbL;
npu yeeauveHuu 003l do 500 me/cym cmaHo8UAACH COHAU-
8011, 651011, cnana 2 pasa 6 0eHb — 3mMo NPo00ANCANOCH 8 Me-
ueHue Hedeau, 3amem cmana chokoiineil. Ho uspedka no ge-
uepam 2080puUNa, YMO «K020-MO GUOUM 8 YeaY KOMHAMbL» .

Ilpu koumpoavuoit DI (mai 2010 e.) ommeuaracw
BbIPAICCHHAS NOA0JICUMENbHAS OUHAMUKA 8 8Ude pedyKuuU
anurenmughopmHoil akmugHocmu. Jlannoe cocmosiHue 0610
pacuereno Kak HacuascmeenHas Hopmanuzayus D31 (cuno-
pom Jlandoavma), u cykcunen 6vin ommereH. Ilosedenue Hop-
Manu308an0ch, coyuanusayus medreHHo yayuuanace. C oce-
Hu 2010 e. nocmenenno ommenen denaxun. B sneape 2011 e.
(6 603pacme 10 nem) 6HO8b YCUNUAUCH NEPEBONNOULCHUSL:
cmana uepamo 6 «bepemeHHy0», NepUoOOUHECKU «PONCaen»,
8bInA4UBAs NPU dSMOM dcusom. Hexpumuuna, ne peacupyem
Ha 3ameuaHnus. B cea3u c smum Obin HA3HAYEH PpUCNEepUdoH
(pucnosenm) 6 doze 0,5 me/cym. Ha ¢one neuenus cmana
CHOKOlIHee, 0bl10 MeHblle CIepeomunuil, yAy4uluics COoH,
YMeHbuuaucy nepesonaoujerus. Ilocewana wikony, coyuans-
HbLI Kaacc.

Ocenvio 2011 e. Ha ¢pone npuema pucnosenma noge-
deHue yxyouwunocy: cmana HeynpagaseMoil, omKa3aiacs
xodumbu 6 wikony, Abusa 6eims doma, mpebosasa, 4moowl
C Hell 2YAAAU, CaMa Mo24a Yimu no HeUu38eCmHOMY Mapuipy-
my, nponana ueposas 0esmeabHOCMb, Nepecbinaia 3eMa
U3 YBEMOUHO20 2OPUWIKA 8 CAXAPHULY, MOHUAA MPANKY 8 aK -
sapuyme U Mblaa menesu3op, NOBMopsAa omaeasvHvle 1084,
@pas3vl, yeaviuwannsie panee. Tlocmosinno Hadysana jcugom,
epumacnuuana, Habaodarace aymoaepeccus. Ocmompena
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RCUXUAMPOM, BbICMABAEH OUACHO3: WU30PPEHUsT 0emCK020
8o3pacma c oaueoppenonododHsim degpexmom. Iloaumopagh-
Huull cunopom. Hasnauen denaxun xpono 6 dose 600 me/cym,
azanenmun 6 doze 12,5 me/cym.

B mapme 2012 e. npogedeno konmpoavnoe DII-uc-
caedoganue: 3apecucmpupo8ano nepuooduyeckoe 3ameo-
AeHue 6 100Kl obaacmu 8 aude 8bICOKOAMNAUMYOHbIX
3aocmpennvlx mema-6oan. Cmaduu mednaeHH020 CHA
He dugghepenyuposanvi. Bo epems medaennoeo cHa 3a-
Pecucmpupo8anbvl KOMHAEKCbl OCMPasi—MedNeHHAS 0AHA
¢ A0Kaauzayuell 6 10010l obracmu, 6e3 6UOUMbBIX KAUHU-
YecKux nposiéaenui.

B 11 aem desouky 3abpanu u3 wikoawt nocae 3 a1em ooy-
yenus. Ilocae nepeesda na HOBYH Keapmupy 6 meueHue
Mecaya omKazvleanacs 3axooums Ha Kyxuio. Ilpodosxcana
npunumams azasenmun 9,5 me/cym é couemanuu ¢ dena-
xunom 600 me/cym. B nosedenuu ommeueHa nosoxcumens-
Has OUHAMUKA: CIAAa CNOKOIIHee, nocayuiHee, UCMepuKu
OMCYmcmeo8ant, nomo2ana no domy: 2aaduia benve, mMviaa
nocydy. Cmompena cepuansvt no meaesusopy. JIlrobunra xo-
dumbo Kyda-nubyods nodoaey, 6e3 ycmanrocmu. Pexce cmanu
odvliuka, nepesonsouwenus. B konmaxm ecmynana, ouanoe
OMCYMCmMe06an, 2060pUAa OMOeNbHbIE CA08A, HEON02U3MbL,
pedKue cmepeomunuu: cmosiid, OMKAaA3bledsch CAOUmMbCs,
UMAYALCUBHO NOONpbleUsana, maxaia pykamu. Ommeuancs
degpuyum maccol mena: ymenvuterue ¢ 30 do 26 ke npu pocme
153 em. Iossuncs ckonuos. bviia pekomen008ana KoHCynb-
mauus eeHemuKa.

B anpene 2013 e. 6 6o3pacme 11 aem 6 mec nposedena
nosmopuas DII: ymepenroe 3ameorenue oH0B80I aKkmue-
Hocmu (¢ COXpaneHueM 30HaAbHbIX pazau4uil). 3apesucmpu-
POBaHbL Kopomkue paspsadst Ough@y3Hoil InusenmupopmHoi
aKmueHOCmuU (MAKCUMAAbHO BbIPANCEHHbIE 8 COCMOSHUU
naccuerHo2o 600pcmeosanus neped NoepyiNceHuem 6 COoH
U NOBEPXHOCMHO20 MEONCHHOBONHOB020 CHA, 4 MAKJICE 8 GU-
de (hpacmenmapHbvlX KOMNACKCO8 8 N0OHbIX OMBEOCHUSX
8 eny00KuUX cmaodusx mMedaeHHOB01H08020 CHA). B nosedenuu
0e3 OuHamuku — npoOyKmMuUGHOMY KOHMAKmMy He 00CMYNHA,
npoooadcaem GbINAYUBAND JICUBOM, HANPALACMCS, 830bIXA -
em. B pykax muoocecmeennvle cmepeomunuil, 6 peuu 5xo1d-
auu, ommeuaromes u axonpaxcuu. Ilpodoaycaem npunumams
azanenmut u denaxkuH. IIpednrodceHo ommeHums 0enaKun.
Hanpaenena na obcredosanue k Heeposoey, neduampy, op-
moneay, eeHemuKy.

B 6o3pacme 12 nem npednpunsma nonvimia ommeHst 0e-
naxkuHa c npodoadicenuem npuema azasenmuna 12,5 me/cym
U NOCMeENeHHbIM yeeauueHuem 003l 0o 25 me/cym. B cmamyce
OMMeuanoch yxXyouleHue HacmpoeHusl: NOCMOSHHO NAAKAAQ,
Kpuuana, ovi1a cem Hedo80AbHA, NpU 000a6AeHUU 0enaKuHa
6 doze 600 me/cym Hacmpoerue cmaduausuposanocs. B no-
6e0eHUU HeeamUGHA: He 6CIMYNANA 8 KOHMAKM, He Ca0uAdch,
BbINAHUBANA ICUBOM, HANPSI2ANACH, OMMEHANUCH 8300XU, Cme-
peomunuu pyKamu, sxosaiuu, sxonpaxcuu. Ommeuancs ul-
DPadiceH bl depuyum maccol meaa, CKOAUO3 ¢ bINTUUBAHUEM
Jcueoma, epyou.
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B 6o3pacme 12 nem 10 mec nauasuco mensis. B amom
nepuod ommeHuUAU a3aienmut, NPUHUMAAA MOAbKO Oend-
Kun 600 me/cym. Cmana cnokoiinee 6 nogederull, noceuanda
ueHmp 015 uHeanrudos. OOHAKo OMmmeuanacs aymoaepeccus
(buna cebs no cnuHe, HAOAOAAUCH CHCUMAIOULUE OBUNICEHUS
PYKamu, RpUCMynsl 4acmozo ObIXaHus, 00blUKY), 8 peul —
axonaauu. Ha ocnosanuu kaunuueckux npusHaKos ouaeHo-
cmuposan cunopom Pemma.

ITloemophas koncyavmayus eenemuka (uronv 2014 2.):
acanobvl Ha 3ampyoHeHHoe Obixanue, 8300Xu ¢ YONUHCHHbIM
8b100X0M, 3nU300bl 3a0eprcKU ObIXAHUS 8 O00PCMBOBAHUL,
cmepeomunuu pyK (pazmaxuaHus, CHCUMAHUSL, «<MOULUe
deuxcenus»). Ha dannoe eépems KAuHuveckas Kapmuua
coomeemcmeyem cunopomy Pemma ¢ nozonum nawasom
U amunu4HbiM meueHuem 3abonseeanus. Pexomendosanvt
CUMRMOMAMUYecKoe Aeuenue, MoAeKyAAPHO-2eHeMU1ecKoe
uccaedosanue eena MECP2 unu deneyuu Xpomocomul 8 30He
PACROAONUCEHUSI OAHHO20 2eHd.

B mapme 2015 2. 6 obpasuye THK nposeden nouck my-
mayuii 6 eene MECP2 (3k30nbt 1—4) memodom npsamoeo
aABMOMAMu4ecKo20 ceKkeeHuposanus. Boiseaena mymayus
6 eemepo3ucomuom cocmosHuu (éapuaum c.674>G/N).
Takum obpazom, duaernos cundpoma Pemma noomeepicoen
MONCKYASAPHO-2eHeMUUECKUM MemOOOM.

B 6o3pacme 13 nem 9 mec (urons 2015 e.) kaunuvecku
OMMeHaNach CmabuAU3ayUs COCMOSHUS: CMALa CNOKOlIHee,
VAYHUUAACH OCAHKA, NOSAGUAOCH O0AbULE COUUANbHBIX HABbL-
K06 (Hayuuaace nemo, 4umams CIMUXu ¢ NOMOUbIO MAMepu).
IIpodoaxncuna npuem denaxuna 600 me/cym.

DIl 6 mae 2015 e.: napokcuzmanbHuix COCMOAHULL He 3a-
peeucmpuposaro. Coxpansemcs oughghyzHoe 3amedneHue go-
HO80U akmueHocmu (8 QUHAMUKE — HAPACMAHUE YACMOMbl
@usuonoeuueckux pummos). Ilepuoduueckoe 6ugponmans-
Hoe 3ameoneHue 6 0enbma-o0uana3one ¢ HaAcA0eHUueMm eOUuHUY -
HbIX HU3KOamMnaAumyoHuvix nukos. CocmosHus cHa u 6odpcm-
6osanus oughgepenuyuposarnvl. O0HaKo ommeuaemces HU3KAS
npeocmasaeHHOCMb (YU3UON0UMECKUX NAMMEPHO8 8 NOBEPX -
HOCMHbIX CMaodusx MeoaeHH080AH08020 cHa. Bo épems cHa
coxpansemcs nepuoouieckoe OUppPoHmanrvHoe 3amedneHue
8 denvma-ouanasone.

B nacmoswee epems nayuenmka npunumaem O0enaKuH
XpoHo 6 doze 600 me/cym.

ITpuBeneHHbIN KTMHUYECKUI CTydail MO3BOJISIET OCTa-
HOBUTBCS Ha CJIEMYIONINX BaXKHBIX acriekTax. [1pexme Bce-
r0, 9TO aTUMNYHOCTb KIMHUYECKON KapTUHBI — TO3IHEE
HayvaJjo 3a00JieBaHUs C PErPECCUBHON CUMMOTOMATUKOIA.
Kpome Toro, HexapakTepHbIM ObLIO HAJIMUKE 3aePKKU
pa3BUTHS B TIPeMOPOUIE U OTCYTCTBUE 3aMeUIEHUsT PO-
CTa roJIOBBI, KaK OJHOTO U3 00513aTeIbHBIX MPOSTBICHUN
cuHapoma Perra. KnnHuueckas kapTruHa 3a001€BaHUS
B IMHAMUKE IEMOHCTPUPOBaJIa MpeodiagaHue mcuxorna-
TOJIOTUYECKUX CUMITTOMOB KaK HEraTUBHOTO (ayTH3alusi,
CHUXEHUE KOTHUTUBHOTO (hYHKIIMOHUPOBAHUS), TaK
U TIPOAYKTUBHOTO Kpyra (JerepcoHanu3anns, CTpaxu,
KaTaTOHWYECKUE TPOSIBICHUST), UTO PACCMAaTPUBAIOCh
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B paMKax JeTCKOi mu3obpeHruu ¢ GopMUpoBaHUEM
BBIpa’K€HHOr0 KOTHUTUBHOIO nedekra. Cieayouieit
0COOEHHOCTBIO SIBASIETCS TO, YTO Teparnus JeNaKUHOM
crnocob6CcTBOBajA CIIAXKUBAHUIO aPMEKTUBHBIX CUMIITO-
MOB (HOpMOTUMUYECKUI 2 deKT) u sanuaentudopm-
HOI aKTUBHOCTU (MPOTUBOAMMIIENITUYECKUN 3(PPeKT),
4YTO, B CBOIO OY€pelb, HE CIIPOBOLIMPOBAIO pa3BUTUE
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