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Cunopom Pemma — Haubonee 4acmas 2eHemMu4eckas NPU4UHA HAPYWeHUS PA3BUMUS U UHMENNIEKMA Y JIUY, HEHCKO20
nona. OcHosHble KIUHUYecKUe NposieneHus cunopoma Pemma — nomeps KOZHUMUBHBIX U MOMOPHBIX HABLIKOB

nocrne nepuooa HOPMaILHO20 PA3BUMUS, 3amedTieHie NPUPOCaA OKPYHCHOCTU 2071068bl, CIEPEONUNHble OBUNEHUS
Py, anomanuu noxooku. Y 60-80% navuenmos paseusaromcs snunenmuuecKue npucmynvl. SHauumenvHas
sapuabenvHocmv PeHomuna cunopoma Pemma o6ycnosnera kax nokanuzayueii (MECP2, CDKL5 u FOXG1)

U XAPAKMEePOM 2eHermu4eckoti namonoeuu (MoueuHas Mymanus, Oynaukauus, oeeyus), max u He3asucumon
unakmusayueti X-xpomocomvl. B cmamve npedcmasnen KauHuueckuti cry4aii ¢ amunuuHvim medeHuem 3a007e6aHusl.

Knioueevie cnosa: cunopom Pemma, cyoopozu, HapyuieHue noxooku, pezpecc 6 passumuu
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Beepenue

Cungpom Perra (CP) - TsDKemo mpoTekaroliiee TeHETH-
yeckoe 3a00jieBaHMe, [Isi KOTOPOTO XapaKTepPHO MOpa-
JKeHJe LeHTPA/NbHOM HEPBHON cucTeMbl. Berpedaerca
IIOYTHU VICK/IIOYUTENBHO Y JEBOYEK C 4acTOTON 1 cmyyait
Ha 10 000-20 000 ymny >xeHckoro mona [1]. 3aboneBanue
HAa3BaHO B 4eCTb BEHCKOro mepmatpa AHpupeaca Perra,
B 1960 r. onmcaBIIeTO ABYX J€BOYEK, OXKMABLIVX IIpUeMa
B K/IMHVKe. BHMMaHMe Bpaya IPUBIIEK/N OIMHAKOBOE BBI-
PaXeHMe VIX LI M UJIeHTIYHbIe CTEPEOTHUITHbIE JBVDKEHIS
B pykax no tumy momomux. [Ipu obcmenoBanny y obenx
MAIMEHTOK OKA3a/ICsl CXOKMIT aHAMHE3: HOPMa/IbHOe paH-
Hee pasBUTHE C IOCIENYIOLIVIM PErpeccoM I MOsIBIEHN-
eM Oecrie/IbHBIX JBVDKEHNIT B pyKax. B manpreiturem Pert
BBIABIJI €llje HECKObKO MOXOXKMX KIMHUYECKVX CTydaeB
U TIPERIIONIOXKIT, YTO OHU MOTYT OBITh CBsI3aHbI C TUITEPa-
MoHMeMyell [2]. YiuBuTerbHO, HO OIy6/IMKOBaHHOE OIIN-
CaHIe K/IVHINYECKIX CTyYaeB He BBI3BA/IO IIMPOKOTO MHTe-
peca, v b cryctsi 17 et cunppom Perra 651 pusHaH
MEUIVIHCKUM COO0OIeCTBOM 6/1arofapsi aHITIMIICKOI ITy-
OnuKaruy mBenckoro Bpada benrra Xapbepra, KOTOpHIi
IPOaHA/IM3MPOBATI 35 CIyIaeB 3a00/IeBAHIS U IPEIIOKIT
STIOHUM JIsL ero HasBaHws [3]. B 1999 1. 6b11a ycTaHOB/IEHA
cBasb CP ¢ myranyeit rena MECP2 (methyl-CpG-bilding
protein 2) — perynsropa Tpanckpuniyy methyl-CpG-cBs-
3pIBAOLEro mporterHa 2 Ha X-xpomocome [4]. 3atem
ObUIV MAEHTU(UIVIPOBAHDL IPYTUe MYTALM, aCCOLUUPO-
BaHHble ¢ CP - rena CDKL5 (X-linked cyclin-dependent
kinase-like 5) u rera FOXG1 (forkhead box G1) [5].

B xmaccuyeckom BapuaHTe 3aboneBaHUe HeOOTHUPY-
eT IOC/Ie Mepuofia HOPMAaTbHOTO PasBUTUA pebeHKa.
C 2-4 Mecs1ieB XKM3HM MOKET OTMeYaThbCA 3aMeljIeHue
MPUPOCTa OKPY>KHOCTY TONOBBI, YTO CTY>KUT Ba>KHBIM
KpUTepMeM AMarHOCTUKY (3afepxKa BHYTPUYTPOOHOrO
PasBUTHA U MMKpoLeanusa IpU POXKAEHUM OTHOCATCSA
K KpuTepusam, uckmovaomym tTunnyssii CP). Ha Bro-
pOM HOMYropmu XU3HU pebeHKa MPOUCXOFUT Perpecc
B IICUXOMOTOPHOM PasBUTUMY, yTpauuBaeTca CIOCO0-
HOCTDb IlelleHallpaB/Ie€HHbIX OBIDKEHMII B pyKax. B me-
puoJ, OT rofia B0 TpeX JeT NPUCOEHVHAITCA CUMIITO-
MBI ayTUCTUYECKOTO TNOBefieHus. Peub, ecnyu HaymHama
($hopMMpoOBaThCA, IOMTHOCTIO YTPAuMBaeTCsA, BOSHUKAET
YMCTBEHHasA OTCTA/IOCTb, NOABJAITCA CTEPEOTUIIHBIE
IBIDKEHMA PYK, HapyILIaeTcs IOXOMIKa, 0OHAPYXMBaeTCs
PacCcTpONCTBO ABMXKEHMII 110 TUITY NMCTOHMUM, XOpeoa-
T€TO3a, aTaKCUM ¥ MMOKJIOHYCA, a TAKXXe Pa3sBUBAIOTCA
HapyUIeHN: JbIXaHNA: YepeOBaHNe SMM30/0B IMIIEPBEH-
TUWIALUY U antHO3. VIMeI0T MecTo XapaKTepHble CTepeo-
TUIINM PYK: MOIOLIME IBVYKEHNSA, TIOTUPaHUe, 3a/1aMbIBa-
HI€, BpallleHNe, XI0aHbe B MaJoLIN, Iep>KaHuE PYK BO
pry. IlarjnenTtam cBOMCTBeHHA 0611[as 3aTOPMOXKEHHOCTb.
BolpaxeHue nmuia 6e3y4acTHOe, B3IVIAJ IMPUCTAIbHBII
WU B OJHY TOYKY, BO3SMOXKHbI HACUTIbCTBEHHBIN CMeX
Y IPUCTYIBI UMITY/IbCUBHOTO IOBEfleHN . 3aTeM ClIeRy-
eT Tepyof, CTabMIN3aLNU COCTOSHUS VIN YaCTUYHOTO
BOCCTAHOBJICHNA YTPadeHHBIX PYHKIVIT: ayTUCTUYECKIe
4epTsl 1 06111ee 6CIIOKOIICTBO MALMEHTOB YMEHBIIIAIOTCS,
YAY4IIaeTCA COH.

JddekTBHaA hapmarotepanua. 40/2024



Snuientuyeckne NpUIALKM pa3BuBaTca y 60-80%
OOJIbHBIX, Yallle B Bo3pacTe 5-15 JieT, ¢ MIKOM pa3BUTUSA
B 7-12 nert [6, 7]. OTHOCKTE/IPHO THIIA IPUIATKOB [JaH-
Hble Pa3HATCA. 3apyOe)XHble aBTOPbI YKa3bIBAIOT Ha Tpe-
UMYILIeCTBEHHO (DOKa/IbHbIe U OuiaTepanbHble TOHMU-
KO-K/IOHMYeCKYle IIPUCTYIIbL, B TOM 4ucie ¢peOpuibHble
B panHeM Bospacte [7]. [Io maHHBIM OT€4YeCTBEHHBIX aB-
TOPOB, Yallle HAOMIOAAIOTCSA SMUIENTHIECKII MIOKTIOHYC
n abcaucs! [3]. [Ipunagkm qacto papMaKOpe3nCTEeHTHBI.
Ha nospueit cragun 3aboneBanus, 0ObIYHO B IIyOepTaT-
HOM IIepyofe, YXYAIIAeTCs JBUTATeIbHbIA CTaTyC Malu-
€HTOB, Pa3BUBAIOTCS ¥ HAPACTAIOT CIIACTNYECKNe Iapesbl,
IUCTOHMA, He UCKIIOYeH MapKuHCOHM3M. Hapacranme
BBIPaKEHHOCTY [BUTATENIbHBIX PacCTPOIICTB IPUBOAUT
K OpMUPOBAHNIO OPTOIEANIECKIX AepOPMALINIL ITO TUITY
CKommo3a W KugocKomosa, CToIbl «6antepuHbl». B ko-
HEYHOM MTOT€ MAI[VIeHThI IIePeCTal0T CAMOCTOATEIbHO Iie-
PEeIBUTaThCs M MMEIOT CKJIOHHOCTD K KaxeKeni [3, 7].
Takas kapTuHa 3a60/IeBaHMsI XapaKTepHa /s TUIIMIHOTO
CP, ofHaKO OINMCaHBI ¥ aTUIMYHBIE CTy4Yau ¢ 6ojiee paH-
HIIM VIV TIO3IHMM Jie6I0TOM 3a007eBaHMsA, 60/Iee MATKIM
(eHOTUIIOM, TeTKUM VHTEIEeKTYaIbHBIM AeULIUTOM,
OTHOCHUTENBHOI COXPAHHOCTDBIO pedeBoit PyHKIMY, MU-
HYIMa/IbHBIMIY [IBUTaTeIbHbIMY HAapYLICHNAMMN WIN, Ha-
HpOTHB, C 60/Iee BBIPAKEHHON KIMHIYIECKO CUMIITOMA-
TUKOI1 U [e6I0TOM SIIMJIENICUM O OMHOro roja [5, 8].

C xmaccuyeckoit popmort CP accounmupyroTcs mpenmy-
IIeCTBEHHO MaToreHHble BapuaHThl TeHa MECP2, Bos-
HMKalole de novo. Ty MyTalMIO BBLAB/IAIOT O0/lee yeM
B 95% ciygaes TunraHoro CP. IIpn atnmranom CP ona
TaK)XXe BCTpedyaeTcs, HO B MEeHbIIIel mponopuun — y 75%
nanuenToB [9]. MECP2 skcnipeccupyeTcs BO BcexX TKa-
HSIX, HO 0COOEHHO 0OM/IBHO B HEJIPOHAX F'OJIOBHOTO MOSTA.
Yposenbp MECP2 noBbintaeTcss BO BpeMsl CO3peBaHMA
HEJPOHOB U CMHAINITOr€He3a, JOCTNUTasA MMKA B MOCTMUT-
pauuonHoi ¢ase. IIpegnonaraercs, yro MECP2 okasbl-
BaeT MOZIy/IUpYIOlliee BMAHME Ha aKTMBHOCTD M I/IACTIY-
HOCTb HEJIPOHOB BO BpeM: UX CO3PeBaHMN; U3MEHEeHNe

KNMHKUeCKaa npakT

crpoennst MECP2 npuBoauT K HOBpeXAEHNIO 3TOTO IIPO-
Ijecca, HapylleHo GYHKIMM IIPEXe BCEro TOOHbIX OT-
JIeTIOB MO3Ta U, KaK CIefiCTBIe, AeaddepeHTanyn repap-
XMYeCK! HIDKe CTOSAIIMX OT/IENIOB KOPBI U IOJKOPKOBBIX
ctpyktyp [3]. Myrtarma MECP2 onmcana He TONMbKO IIpu
CP. Tak, aHa/IOTMYHBIN Je(eKT BBIABIACTCA Y HAllIEeHTOB
C pacCTpOICTBOM ay TUCTMYECKOTO CHEKTPa, PV M30/I1PO-
BaHHOII YMCTBEHHOJ OTCTA/IOCTH, IETCKOII N30 PeHNN,
CUCTEMHOII KpacHOI Bom4yaHKe [3, 10].

Cnextp myrtanuit MECP2 BkiouaeT Toue4Hble BCTaB-
KM, BYIUIMKAIUY, Jelleliuy pa3Horo pasmepa. VI3 Bcero
pasHOoO0Opasys BBIEMAIT BOCEMb OCHOBHBIX TOYEYHBIX
MyTanuit (THIIa MMCCEHC- ¥ HOHCEHC-MyTalluii), KOTO-
pble COCTaBIAIT NpuMepHO 70% Bcex BCTpevaroliux-
ca mpu CP (cmeyeT OTMeTUTD, YTO KPYIIHBIE eIeI[i
HaOJIIA0TCA TONbKO B 5% cayvaes). CraTyc MyTanun
MECP?2 omnpepenser TsKecTb 3aboneBanusa. Hanbonee
TsDKeNble KIMHMYeCKIe IIPOSABICHNA OIMICAHBl y TallVeH-
TOB ¢ KPYIIHBIMU fleflelAMM. TeM He MeHee y ITallMeHTOB
C OJVHAKOBON MyTaluell peHOTUI, KaK IpaBUIo, CHIb-
HO BapbUpyeT, YTO 00YC/IOB/IEHO Pas/INIMAMY B IHAKTY-
Banuy X-XpOMOCOMBI 1 BO3MOXKHOII MyTaljyeil BTOpo-
ro reHa, mopuduuupymomero npossiaeaus MECP2 [10].
X-cuennensas mytamysa MECP2 npefinonaraeT BbICOKYI0
9MOPUOHATIBHYI0 CMEPTHOCTD CPeAV Ma/lbuMKOB. Tem
He MeHee eV HIYHble M/IaleHIIbI MY>KCKOTO I0/Ia POXKIa-
0TCS KM3HECTIOCOOHBIMM 1 MOTYT MIMETh IIVPOKMIT Aua-
IIa30H PAacCTPONICTB — OT TsKe/I0J HeOHATAIbHON 3HIe-
(anonaTuy ¢ paHHel CMePTBIO B M/IaJIeHUeCTBE 10 MeHee
TSDKEJIOro Heliporcuxuarpudeckoro ¢penorumna CP [11].
Myraumu CDKL5 1 FOXG1 B 6onblueil cTeleHy cBsA3a-
HbI ¢ atummyHbiM CP win denorunom, moxoxum Ha CP.
O61HOCTD PEeHOTUNNIECKUX POSIBIEHNIT IPU MYTa-
LVSIX PasHBIX TeHOB 00pasyeT TaK Ha3bIBAEMBINl CIIEKTP
CP [9]. I'er CDKL5 npuHmMaeT HelloCpefCcTBEHHOE ydac-
TIe B CO3IaHMy OeNKa, He0OXORMMOTO IJIsI pasBUTH Hell-
POHa/IBHBIX CBA3elt. OH IIMPOKO IKCIPeccupyercs B TKa-
HAX OPTaHM3Ma, HO IIPeMMYIIIeCTBEHHO B TOJTOBHOM MO3Te

Tabnuua 1. Juaznocmuyeckue kpumepuu cunopoma Pemma, 2010 2. [5]

. 3amepieHyie IPUPOCTA OKPY>KHOCTY FOZIOBbI B IOCTHATAIbHOM IIepyofie
ITeprop cTabyMIM3aLMM WIV BOCCTAHOB/IEHNS IIOCTIE TIEPUOfA perpecca

Ob6s13aTenbHbIe KPUTEPUI
LS TUIIMYHOM U aTUIIAYHON GOpMBI

OcHOBHbIE KpUTEPUN

[Nonnep>xuBaromIie KpUTEPUN

. Cxomnos/xn¢o3
. 3afiepXKa pocra

O PONAU R W AW~ D

. YacTuyHast WM IOJIHAs TIOTePs1 HABBIKOB Ile/IeHAIIPaBIeHHOI pabOThI pyKaMu
. YacTuyHas WM IOJHAA OTeps IPIOOPETEHHON peun

. HapymeHe moxofxu: AyCIIpaKCysi VI IIOTHAsI HEBO3MOXXHOCTD CAMOCTOSATEIbHOI XObOBI

. CTepeoTHIIHBIE ABIDKEHMA PYK (CKMMAIOIIe, IOX/TOMbIBAIOLINE, MOIOIIVe, IOTUPAHI, 0ONU3bIBaHME PYK)

HapymeHnns gpIxanus Bo BpeMs 60pCTBOBaHNUSA
. Bpykcnsm Bo BpeMs 60pCTBOBAHMSA
Hapymenne maTrepHoB cHa

AHOMaJIbHBII MBIIIEYHBIN TOHYC
ITepudepuyeckne Ba3OMOTOPHEBIE HAPYIIEHMA

. MarneHbK1e XOTOHbIE PYKI U HOTH
. HemoTuByupoBaHHbBIE IPUCTYIIBI CMeXa/KpHUKa

10. CHyDKeHMe peakuuy Ha 601b
11.VIHTeHCUBHOE «3pUTeTIbHOE 001IeHe» (IPYCTAaIbHbII B3IISAL)

Kpurepun nckmodeHns
IS KJIIACCUYECKOTO (TUIIMYHOTO)
BapyaHTa CMHApoMa Perta

Hesponorua u ncuxmatpus

1. Ilepu- oM MOCTHATa/IbHOE MIOPAKeHIe HePBHOI CHCTeMBbI, HelipoMeTabomryecKoe 3aboneBanue,
MHQEKIMOHHOE IIOPaXKeHNe HEPBHOI CUCTEMBI
2. ITaTomnorus ncuXoMOTOPHOIO PAa3BUTHUSA B IIePBbIe LIECTh MeCALeB KIU3HM
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HUYECKAA NPAKTIKA

Tabnuya 2. Xapaxmepucmuxu I9I' 6 coomeemcmeuu ¢ pazamu meveHus
munuunoil popmot cunopoma Pemma

1. ®asa pannero IToreps npuoGpereHHbix HopMa miu 3aMefjieHe 3aTbIOYHBIX

Havasa
(6-12 mecsiieB)

II. BricTpas
HeCTPYKTMBHas
¢asa (1-3 ropa)

III. ®asza
cTabuIM3anym
(2-10 ner)

IV. ®aza
MIO3[JHETO
YXY[LUIEeHNS
MOTOPUKM
(6onee 10 net)
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JBUTATENbHBIX
U A3BIKOBBIX HABBIKOB
I Ile/IeHalpaB/IeHHbIX
JBVDKEHUI PyK

CrexTp paccTpoiicTB
aYTI/I3Ma, YMCTBeHHaﬂ
OTCTa/IOCTD, CTEPEOTUIINY TPV 3aCBIITAHNM), HAPYLIEHNA
PYK, aHOMa/IbHast
OXOMIKa, AIBUraTe/IbHAsA
auchyHKINA,
IbIXaTeTbHbIE TATTePHBI
VYnyunienue NOBeeHNs,
3pI/ITeHI)HOI‘O KOHTAKTa

U QYHKLIMY PYK

CriacTiyeckye napessl,
IVICTOHUS, CKOIIO3,
yTpara crioco6HOCTI
CaMOCTOATENILHO
HepeBUraThCs

PUTMOB

Ponanpuyeckne MHTEPUKTAIbHBIE
smtenTOopMHbIe pa3psbl (0OBIYHO

ApXMUTEKTYPhI CHA CO CTAOBIMMU
VY OTCYTCTBYIOUTVIMIU COHHBIMM
BepeTeHaMI

AHoManbHBI GOH C 3aMefIeHIeM
3aTBI/IOYHBIX PUTMOB; OTCYTCTBHUE
[IATTEPHOB CHA; [IBYCTOPOHHIE
CHHXPOHHbIE BCIIBILIKIA
IICEBONEPHONIECKIX JIeIbTa-BOH
Y TeHepaM30BaHHBIX PUTMIYECKIX
CIIaMIKOB BO CHE

AHOMaJIbHBIIT MefyIeHHBI (POH

B 6OPCTBOBAHNN 1 BO CHE;
LieHTpa/IbHbIe

VI/WIV BEpTEKCHBbIe TeTa-BOHBI (46 Iir);
MHTEPUKTA/IbHbIE SUIENTI(POPMHBIE
paspsinbl (MynbTIOKAIbHbIE

CITaVIKVl WIV OCTPble BO/IHBI BO BpeMsA
607ipCTBOBAHNS V1 TeHEPAIM30BaHHbIE
KOMIIIEKCBI MeJl/IEHHbBIX KOMIUIEKCOB
IIVK-BOJIHA BO BpeMsI CHA)

B IIEPMHATAJIbHOM 1 paHHEM IIOCTHATAIbHOM IIepUOJax.
Myramysa CDKL5 accounupyeTcs ¢ paHHel sHuedano-
IaTyueil M paHHUM [1e6I0TOM anuercun pedppakTepHo-
ro tedenus [12]. Ten FOXG1 oTHOCUTCA K CeMeNCTBY
TPAHCKPUILIMOHHBIX (PaKTOPOB, TAKXKe UTPAOIINX POTIb
B passutuym mosra. Ilpu myranuax FOXG1 onucansl
TaKye HapylleHVs, KaK IOCTHaTalbHasg MUKpoLedanms,
HapyLIeHu:A GopMUPOBAHNA KOPKOBBIX USBY/INH, MUKPO-
U MIAXUTMPUS, 3a/iep>KKa MUETTHN3ALINY, TUIIePKIHESH,
snuenTnYeckye npunanky [13].

Takum o6pasom, myranuu MECP2, CDKL5 u FOXG1
MOTYT HabmofaTbcsl He Tonbko npu CP 1 He MoryT cy-
JKUTb HEOOXOAVIMBIM VIV JOCTATOYHBIM KPUTEPUEM €ro
pyarHoctuku. JInarnos CP ycraHaBIMBamOT Ha OCHOBA-
H1Y (peHOTHIIA TTALIMEHTA C YIeTOM KPUTEpleB, IPEfCTaB-
JIEHHBIX B Ta6s1. 1. JI/I MOCTaHOBKY [IMATrHO3a TUIIMYHOI
¢dopmbl CP TpebyeTcs BbINOMTHEHME BCeX OCHOBHBIX KpH-
TepyeB U BCeX KpUTepUeB VCK/TIOUEH N, /IS aTUIIMIHOI —
BBIIIO/THEHNE JIBYX U3 YEThIpeX OCHOBHBIX KPUTEPUEB
n At u3 11 mopmepxusawoumx [5]. Tepmun «3a6ome-
BaHMeE CIeKTpa crHApoMa Perta» mwm «PeTT-1omo0HbI
CUHAPOM» JCIIONb3yeTCsA [ ONMUCAHUA 3a00/eBaHu,
¢denotunmyecku cxopHoro ¢ CP, Ho He yIoBIeTBOpSIIOLLe-
TO KPUTEPHUSM €0 TUIIMYHOI M/IN aTUINIHON Popmsl [7].
B cooTBeTCTBMM ¢ KIMHUYECKUMM IpPOSABIEHUA-
MU, B pasHble ¢a3bl 3a00/eBaHUA MEHAETCS KapTUHA
anektposHLedanorpammsl (I3T). [TocnenoBarenbHOCTD

usMeHernit D3I npy TunmaHOM GopMe, accOMMPOBaH-
Holt ¢ MyTanueit MECP2, mpencraprena B Tabn. 2. Ha pan-
Hux sranax 99 Moxer O6bITh HOpMaIbHOIL. Bo BTOpOI
(hase MOABILAIOTCS LIEHTPOTEMITOPA/IbHBIE CIIAVIKM, YKa3bl-
BalolI[yie Ha BOBJIEYEHIe MOTOPHOI KOPBI ¥ KOPPEIUpyIo-
IJie C Ha4aJIoOM JIBUTaTebHBIX PacCTPONCTB. B TpeTbeit
¢daze Hapymaetcss IOI-kapTiHa CHa, PETUCTPUPYIOTC
6umaTepanbHO-CUHXPOHHBIE BCIIBILIKY MICEBIONEPUOMIM-
4eCKUX JeIbTa-BOMH U TeHepa/M30BaHHble PUTMIYECKIe
paspszbl craiikoB. B yerBepToit pase HaOIIOHAIOTCS BbI-
paxeHHoe 3aMenneHne 931, MynbTHOKaNTbHBIE SIIN-
JIENTNYeCcKVe PaspAnbl Y TeHepann30BaHHaAsA MeljIeHHas
CIIaliK-BOJIHOBAsl aKTMBHOCTD BO CHe. IIpy atummyHOM
CP snmentudeckye pa3psAgbl MOTYT PeTMCTPUPOBATLCA
yXe B mepBoit ase, BO BTopoit ¢ase GpopMupyeTcs: mar-
TepH MOIM(UIVIPOBAHHON IUICAPUTMUY C OYeHb Mef-
JIeHHBIMU JIeIbTa-BOTHAMM U MYNbTUGOKATbHBIMY MU
¢dokanbHbIMU cHalikamy. Ha mo3gHux ctaguax KapTuHa
cxoka ¢ TummanbiM CP [7, 14].

Knunnyecknin cnyvan

IleBouka c menerneit B 4-m sk3oHe reHa MECP2 Haxomu-
nach nox HabmoeHneM B Ce4eHOBCKOM LIEHTpe MaTepyH-
CTBa U IeTCTBA C CeMM JIO JIECATH JIeT.

Pe6eHOK OT 3[0POBBIX PORUTENIEil, HEPOACTBEHHOTO
6paka, BTopoit 6epemeHHOCTH (CUOC 3TOPOB), IpOTe-
KaBlIeil Ha QOHe IMOCTOSHHON YIPO3Bl IpephIBaHMA,
XKene308epUIUTHON aHEMUM C IEPBOTO TPUMECTPA,
ypeamnasMosa B TPeTbeM TPUMeCTpe GepeMeHHOCTH.
Popunack camocTosATeNnbHO B CpOK. Bec mpu poxxpenum —
3850 1, poct - 55 cM, OljeHKa II0 IKaje Arrap — 7/8 6an-
70B. BpinncaHa foMolt Ha YeTBepThble CYTKM. MoTopHOe
pasBUTHE C TEMIIOBOJ 3aJepXKKOJ: TONIOBY yHep>KMBa-
ma ¢ 3,5 mecsala, nepeBopadnBanach CaMOCTOATENBHO
CO CITMHBI Ha )KMBOT C 8,5 MecA1ja, Hadajia CUJEThb C BOCh-
MU MecCSIeB, XonuTh B 1 rox 7 MecsitieB. C MHUIIMAIIMEN
CaMOCTOSITe/IbHON XOAbOBI AMATHOCTHPOBAHA aTaKCHUA.
PeyeBoe pasBuTHE TaK)Ke C 3a[JepKKOI — IOABJIEHME
HepBBIX C7I0B B 2,5 roga. Torxa ske pebGeHKy yCTaHOB/IEH
AMATHO3 «JIeTCKUII IlepeOpaibHblii mapamnd». I[Ipoxonnu-
J1a KYPCBI peabyIiTanym [0 HeBPOIOTNYecKOMy Ipodu-
JII0 C YMEpPEHHOI! TIO/IOKUTEeNbHOI fuHaMuKoit. OfHaKo
COXPaHSANCH IATKOCTDb MOXO/IKY, HapYIIeHNUA MEIKOM
MOTOPMKM, OTCTaBaja B IICUXMYECKOM M pPE€YEBOM pas-
BUTUIL.

BrepBble B KIMHUKY NMOCTYNNMIA B BO3pacTe CeMU JIeT
II0 TIOBOAY MapOKCU3MaIbHBIX COCTOSHUIL, KOTOpbIE 10-
SAIBUINCH Yepe3 Helelio I0oc/Ie IepeHeCeHHOT0 OCTPOro
nHGeKIMOHHOro 3a6oneBanys. IIpycTynel Bo3HUKAIN
B OCHOBHOM B yTpeHHJE 4achl, IIOC/Ie IPOOYXIeHu,
[IpOTeKau B BUJe 3aBeieHs ITIasHbIX 16710K BBEpPX, MIO-
KJIOHUIT BeK, 3aTPYIHEHHOTO IbIXaHM: U CITIAThIBAIOIINX
IBYDKEHUI ITUTETBHOCTBIO 10 20 CEeKYHJI, MHOITA Cepu-
SIMM TIO {BA-TPUL.

B craryce Ha MOMEHT MOCTYIJIEHUA: OKPYKHOCTD TO-
noBBI — 53 cM (HopMa — 50-52,5 cm), guddysHas MbI-
IIeYHas! TUIIOTOHMS, BBICOKME CYXOXXMIbHbIE PedIeKChl
C HIDKHMX KOHEYHOCTeN, ImaTonorndecknit pedekc ba-
OMHCKOTO C [[BYX CTOPOH, MO3)X€YKOBasl aTaKCUs IpU
xonb0e, MHTEHIVS U JUCMETPUA B PyKax.
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Heriporncuxonornyecknit CTaTyc B BO3pacTe CEMU JIET: TI0-
HYIMaeT 0OpallleHHYIO pedb Ha ObITOBOM YPOBHe, SKCIIpec-
CMBHaA pedb 3aK/TI0YAeTCA B eCATY C/IOBAX, 3HAeT OCHOB-
HBIX )KUBOTHBIX, YaCTH TeIa, L{BeTa. HaBbIkM onpATHOCTH
copMUpOBaHBI, CAMOCTOATENIBHO €CT, OffeBAETCSI 1 Pas-
meBaetcst. JIIOOMT pacCMAaTpUBATh I{BETHI U PACKPAIINBATD
KapTUHKU. BeigensdeT 6M3KuX U Bpaya, yablbaeTcs UM,
HposBILAET 6eclebHOE M0OOIBITCTBO, YaCTO 3ar/IA/bIBA-
eT B OPAMHATOPCKYIO, TOOKT IY/IATh, C AeTbMU He 001a-
etcst. Ha mpoce6bI Bpada BBIOTHUTD 3a/jaHIE 3aKPbIBAET
JINIIO, CK/IAABIBAET PYKM BMeECTe, IlepebypaeT IanbLaMi,
MHCTPYKLIMM BBINO/IHAET IO IoppaxaHuio. Ilo Tecty
Bekcnepa ypoBeHb MHTeIeKTyanbHoro passutus (IQ)
o6umit — 44, BepbanbHbI — 51, HeBepbambHbIit — 48 Has-
JIOB, YTO COOTBETCTBYET YMCTBEHHOMY Jie(heKTy YMepeH-
HOJI CTEIEHY BhIPAKEHHOCTIL.

B nmabopaTopHBIX aHaNMM3axX U IIPK YIbTPAa3BYKOBOM 00-
CIe[JOBaHNM OTKJIOHEHUIT OT HOPMBI He OOHapy>KeHO.
MarunTHO-pesoHancHas Tomorpadust (MPT) ronosroro
MO3ra [I0Ka3aJia yMeHbllleHne 06beMa MosKedka (puc. 1).
ITpu 93T-MOHUTOPUHTe OCHOBHAS AKTUBHOCTD 110 4aCTOT-
HBIM XapaKTepJMCTUKaM COOTBETCTBOBasa Bo3pacTy. CoH
MOZY/IMPOBAH II0 CTafMAM, (PUIMONOTIIECKIe TaTTePHBI
CHAa MHTAKTHBL. BO CHe 3aperncTpupoBaHbl eUHIYIHbIC
KOMIIZIEKCBI «OCTpast BOJIHA — MeJJIeHHas BOJTHA» B JI€BOM
LIeHTPa/IbHO-BUCOYHOJ 00/1aCTy ¢ MHAIEKCOM MeHee 1%.
Pa6ounit fuarHo3: sMuIercys Hey TOYHEHHOV STUONIOT N,
BepOATHO TeHeTIYecKas.

Yepes mBa-Tpu Mecsla Mocje fe60Ta IPUCTYIIbL CTAIN
CepMIHBIMU — O 15 moppsAn, cONpOBOXAANMUCh CHU-
JKeHJeM MBIIIEYHOTO TOHYCa — IOAKAIINBAINCh HOTH,
IOBMCaa TOJIOBA, MHOIZA CIy4aauch nagenud. Ilpu-
MEeH:A/Tach IIPOTUBOCYAOPOXKHAA Tepal: JieBeTUpalle-
taM — 6e3 apdexra, BabIIpOeBast KUCIOTA KYIMPOBAjIa
IPUCTYIIBI HA LIECTb HEfe/Ib, 3aTeM OHM BO30OHOBUIVCH
¢ mpexxHeit yacroroit. Ha ¢oHe mpuema kapbamasennHa
KPAaTKOBPEMEHHO COKPATIINCh YacTOTa ¥ JIUTENbHOCTD
IpUCTYNOB. XapaKTep NPUCTYIOB M3MEHWICA — OHU
CTa/M MIPOTEKAThb IO TUITy OCTAHOBKU [IBUTATETbHOI aK-
TUBHOCTM Ha HECKOJIBKO CEKYHJ,.

B Bo3pacTe BOCbMI JIET IIPUCTYTIBI C PE3KOJA TOTEPest Mbl-
IIEYHOTO TOHYCA [0 15 CeKyHH CTanm IpOBOLMPOBATLC
HEOXXVJAHHBIM 3BYKOBBIM MM TaKTIIbHBIM Pa3fpaKi-
TejleM C 3aBefleHIeM ITIa3HbIX A6710K BBepx. Helipomncu-
XOJIOTMYECKUII CTaTyC M MOBefieHNe CYIeCTBEHHO He 13-
MEHMINCD.

9OI-MOHUTOPUHT B 3TOM BO3pacTe JeMOHCTPUPOBAT
ycroitaussiit anbda-putM 8-9 I ammanrynoit 50 MxB
B COYETaHMN C YACTHIMM 3aThIIOYHBIMI MeJJIEHHbIMI BOJI-
HaMI IOHOIIECTBA. B IJeHTpa/bHBIX OT/e/NTaxX MIO-PUTM JIO
70 MxB. B neBoit u npaBoit remucgepe B 3aJHEBUCOYHO-
TeMeHHO-3aTbIIOYHON 00/IaCTAX OAMHOYHBIE Y CTPYIIIIN-
POBaHHbIE OCTPbIe BOTTHbI ¥ KOMIUIEKCHI «OCTpasi BOTHA —
MepnneHHasa BojaHa» mo 100 mMxB ¢ mHgexkcom 5-10%
B 6oxpcTBoBaHMNU 1 110 30% BO cHe. Ou3uomornyeckme
IATTepHbI CHAa OCTABA/INCh COXPAHHBIMIL.

ITosTOpHas MPT ronoBHOro Mosra ¢ KOHTPacTHBIM YCH-
JIeHMEeM He BbIABM/IA YYaCTKOB HAKOIUIEHMs KOHTPAcTHO-
IO Bell|eCTBA, COXPAHANUCh paHee OOHAPYXKEHHBIE V3Me-
HEHU.

Hesponorua u ncuxmatpus

KNMHKUeCKaa npakT

Puc. 1. MazHumHo-pe3oHAHCHAS MOMOZPAMMA NAYUEHMKY 8 603pacie cemu
siem: akcuanvHoe uzobpacerue 6 pexcume T2 (A), cazummanvroe uzobpaicerue
6 pescume T1, na Komopom evisensemcst ymeHvuierue o6vema mosxceura (b)

ITpoBeneHo uccneRoBanye IMKBOpa: 1nUTo3 — 1/3, mumMdo-
uThl — 1, 6emok — 0,4 r/n. IIpu aHanuse oMUrokIoHasb-
HBIX aHTHUTE] B TUKBOPE M KPOBM OOHApy>XeH 1-11 THII
cuHTe3a. COOTHOIIEHNE TTIIOKO3BL IMKBOPA U [TIOKO3bI
kposu - 0,68 (Hopma > 0,45).

ITocne 3amMeHbl KapOaMasemyHa TaMOTPUPKIHOM Jo6a-
BUJICS] HOBBIII THII IPMCTYTIOB: TIPU YTPEHHEM IIPOOY>K/ie-
HMM HAOJTIONaNNCh CepUITHbIe 3aMUPAHNs C TOHNYECKUM
crubaHneM IPaBoOil PYKM U ABIDKEHUAMMU B Hell IO TUITY
HepeOupaHyA a/IbIIaMI, COXPAHSINCh TAKXKe IPUCTYIIbI
C TIOTepell MBIIIEYHOTO TOHYCA.

B cxemy Tepammu Ob11 BBeieH Kio6asaM, Ha oHe KOTO-
poro IpuUCTYyIbI yTpaTuan cepuitHoctsb. Ha 93T coxpa-
HSUIACh PETVOHA/IbHAS SIMIENTU(POPMHAST AKTUBHOCTb.
B BospacTe 9 neT 6 Mecs1ieB OABUIACH COHNUBOCTD, CHI-
3WJINCDh OBUTATe/IbHAsl aKTUBHOCTD U MHUIMATUBHOCTD:
IpefIoYnTana eXXaTb B IIOCTENN MU 6e3y4acTHO CH-
IeTb, IPAKTUYECKY IlepecTajla MHTepecoBaTbCsA KapTIH-
KaMM 11 pMCOBaTh. B 0CTa/IbHOM CyIIleCTBEHHOTO perpecca
He 0TMeYasoch.

Ha 239I' Habniomanach oTpulaTenbHas gUHAMMKa:
OCHOBHAs aKTUBHOCTb CTaja [1e30PraHM30BAHHOI,
anbda-puTM He BBIpaXKeH, Ipeobiagany KonebaHms
TeTa-AMaNa30Ha, yYaCTUINCh SMMIENTIYeCKe pasps-
Ibl B LIEHTPA/IbHBIX 00acTsAX bunarepanpHO (puc. 2).
Bo BpeMs ncceloBaHmsA 3aperucTpUpOBaH IPYBLIYHbII
HOPUCTYI U3 MOTIOKEHNA CUAA: BHE3aIIHO MIOBMC/IA TO-
JI0Ba, OTKMHY/IACh Ha IIOCTeNIb, I7Ia3a 3aKaTNIa BBEpX,
yepes 15 CeKyH]I TOHYC BOCCTaHOBM/ICA, IIOBEPHY/IA I0O-
JIOBY, HECKOJIBKO Pa3 OTKpbIBajia POT, 3aTeM y/Ibl6aach.
ITpoBepuTh ypOBeHb CO3HAHMA He IIPECTaBANOCH BO3-
MOXXHBIM M3-32 OTCYTCTBMA KOHTAKTa C MaIlMeHTKOIL.
Ha 33T B MOMeHT HpUCTYIIA [BUTAaTe/IbHbIE apTe(aKThI,
L[eHTpa/IbHbIE SMNM/IENITIYECKIE Pa3psAbl IPEeKPaTIINCh
U BO30OHOBM/IUCD Yepe3 20 ceKYH/[, 4TO ObIIO paclieHe-
HO KaK MKTaJIbHbIe IIPOSAB/IEHNUA.

ITpoBenena my/bc-Tepamya METH/IIPENHN30/I0HOM C IIO-
JIOKUTENBHBIM 3 PeKTOM B BIIfie BOCCTAHOB/IEHIS JBUTA-
TE/IbHOI aKTUBHOCTHU pebeHKa, Ho 6e3 a¢¢ekTa B OTHO-
LIEHNN TIPUCTYIIOB.
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B BospacTe 9 et 10 MecALleB OTMEYA/ICA SNMMU3Of CTpe-
MUTETbHOTO YXYALIEHNA COCTOAHMSA B Te€UEHNe IIeCTH
CYTOK: IlepecTaja caMOCTOATENbHO XOIUTb, 3aTeM ca-
IAUTBCS U CUAETD, YCUINIACh COHIMBOCTD, PE3KO CHU-
3waca anneTuT. [IpucTyIbl Mpogo/mKammucy ¢ IpexxHen
4acToToit 5-10 B CyTKM, MX XapakTep He usmeHmncs. Ilpn
IIOBTOPHOM 00C/IeOBaHUY II0 MeCTY >KUTEebCTBA W3-
MEHEHMIT B KIMHUYECKOM ¥ OMOXMMUYIECKOM aHA/IN3ax
KpOBU He BBISIB/IEHO. TaH/leMHasl MacC-CIIeKTPOMETPUs
(TMC) He mokasana aMMHOALAOIIATHIT, OPTaHNYECKUX
alMIYypuil, HapylIeHnii 6eTa-OKUCTeHNs )KUPHBIX KVIC-
n0T. I1py BBIIONHEHNY Ta30BOJ XpoMaTorpaduy Mouu
OpraHMYecKNX alyaypuil He o6Hapy>xeHo. OZHOKPATHO
OTMEYasIoCh IOBbIIIEHNE YPOBHA aMMIAKa B KPOBU JI0
152,6 MxMonb/n (HopMa fo 80 MKMOJIb/MI) U JTaKTaTa [0
4,8 Mmonb/n (HopMa 1o 2,0 Mmonb/m). IIpu moBTOpHBIX
UCCTIeROBaHUAX KUCIOTHO-1eno9Hol craTyc (KIIC)
M YpOBEeHb aMMMaKa KpOBY ObUIN B HOpMe.

Ha 93T onucano samemjienne 6a30Boil aKTUBHOCTY [0
TeTa-AMAaIra3oHa U JacThble pa3psAbl TeHepann30BaHHbBIX
KOMIIJIEKCOB «OCTpasi BOTTHA — Mefi/IeHHas BOJTHa» BBICO-
kot ammntypbl. IToBropHas MPT ronosnoro mosra 6e3
OTPULIATEIBHOI IVHAMMUKIL.

ITonyueHBb! pe3ynbTaThl TE€HETUYECKOrO 00C/IeTOBaHNS
C TIOJTHBIM CEeKBEHVPOBAHMEM 5K30Ma: BBIABJ/ICHA PaHee
He omMcaHHass MyTanus B 49-m sk3oHe reHa TRIO
(chr5:14449270A > G), mpuBozsIas K 3aMeHe aMMU-
HOKMCIIOTBI B 2596-11 mosuiuu 6enka (c.7786A > G/p.

el s

Puc. 2. 93T nayuenmxu 6 9,5 200a: 6430645 AKIMUBHOCMb 0€30P2AHU306AHA,
npeo6nadarom mema-eontvl. B uenmpanvhvix omoenax wacmoie paspsiov.
KOMNJIEKCO08 «CnatiK — 607THA», MAKCUMATIbHO 8vlpasceHHble 6 omeedenusx C3, Cz, C4

Puc. 3. Maznumno-pe30HaHcHas MomMozpamma nayueHmku 8 603pacme 0ecsimu
nem 6 pexcume T1 (A) u T2 (B, B)
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Thr2596Ala, NM_007118.3), koTOpast MOKET HAbOIIOIATD-
Cs1 IPEMMYILECTBEHHO B CTaTyce de nOVo y NMAllieHTOB
C ayTOCOMHO-JIOMMHAHTHbIM HapyLIEH)EM MHTE/IEKTY-
aJIPHOTO PasBUTHS, TUII 63, ¢ Makpouedamueit (OMIM:
618825) 1 ayTOCOMHO-ZOMIHAHTHBIM HapyIIeHNeM VH-
TEJUIeKTYa/IbHOTO PasBUTHUA, TUI 44, ¢ MuKpouedanuein
(OMIM: 617061).

I[TpoBopunuch nHY3UY IITIOKO30-CONEBBIX PACTBOPOB, Jie-
BOKapHUTHMHA, [IO/Iy4asa BHYTPb pubodIaBuH, IpegHu3o-
JI0H, K7106as3aM 6611 oTMeHeH. Ha atom ¢one 3aperncrpu-
POBaHO y4allleHVe SMVJIEITNIECKMX IIPUCTYIIOB TOTO JKe
xapakrepa jo 20-25 B cytku. [Ipn BBeeHnM TonmpamaTa
B IPYUCTYIAX MOABUICA AKCUAIbHBIN TOHMYECKMIT KOMIIO-
HEHT — IOfHMMAJIa IVIeYN U IIPYDKUMana obe pyKi K TY/Io-
Bumy. Ha ¢oHe npumeHeHNs KOMOMHALINM BaJIbIIPOEBOI
KICTIOTBI C JIEBETMPAIIeTaMOM, TONMPAaMaToOM U IIepaM-
ITaHE/IOM IPUCTYTIBI IPEKPATUINCh Ha IBe HEENN, YPO-
BeHb OO/IPCTBOBAHMSA MOTHOCTBIO BOCCTAHOBUICS Yepes
6-8 CyTOK, OJHAaKO JieBOYKa IIepecTaa BCTaBaTh, XOAUTD,
CaMOCTOATE/IbHO NPMHMMATD MUY, YTPAaTUIa HABBIKM
OIIPATHOCTY M 37IeMEHTaPHBIX Iie/leHalIpaB/IeHHbIX JIBVDKe-
HMIL ATOHMYecKue pedIeKTOPHbIE IPUCTYIIB BO30OHOBM-
TICD Yepes3 [IBe Hefleq C YacTOTOM /10 15 B CYyTKIL.

Yepes mecAn 0oTMeYanoCch MOBTOPHOE YXYJlLIeHNE
cocTosiHysl. Pe6eHOK MOCTYNIM/I B peaHNMALIOHHOE OT-
menenyie Ce4eHOBCKOTO IIEHTpa MaTepPUHCTBA U JIeTCT-
Ba B COCTOSTHMU comnopa (9 6amIoB mo meguaTpuIecKoit
mkane koMbl Imasro). Habmoganace nuddysnas msi-
IIeYHas aTOHNsA, TONOBY HE YAEepP>KMUBaa, SIU30ANIeCKI
B3JparnBasa, Ta30Bble OPTaHbl He KOHTPO/poBaa. [1pn
HOPMOTEPMUY Ha KOMIBIOTEPHOI TOMOTpaMMe Opra-
HOB TPY/{HOI KJIETKM OOHapy>KeHbI IIPU3HAKM IIPaBOCTO-
POHHeIT cermMeHTapHOI HeBMOHNUK. Kinunaeckuit u 6u-
oxummdecknit avanussl kposy, KIIC, makrat, aMMuax,
TMC xpoBM 11 OpraHm4ecKye KIC/IOTbl B MOYe B HOpPMe.
MPT ronoBHOro mMosra: KapT¥Ha MUHMMAJIbHOTO pac-
MMpeHNA BHYTPEHHNUX NMKBOPHBIX MPOCTPAHCTB, U30-
NMMpOBaHHAsA IMIIOIIA3Ms KayHaAbHBIX OT/IE/IOB 4epBs,
3alHEMeIMAIBHBIX OTHENIOB 00enx remucdep MOIKeIKa
C YMEpEHHBIM paclIMpeHreM CybapaxHOMIaIbHOTO IPo-
CTpaHCTBA 3aHEUEPEITHON AMKMY U IIMPOKMIM COOOIIeHMN-
€M C IOJIOCTBIO0 YETBEPTOr0 >Kenmyfouka. ITaTonmormyeckmx
u3MeHeHnit MP-curaasa ot BelecTBa rOJIOBHOTO MO3Ta
He BBIAB/IEHO (puc. 3).

IOI-MOHUTOPVHT IPOBEZIEH Ha BTOPOIL IeHb OCTYTIZIEHNUA
B CTallMOHap B COCTOSTHUY OITTYIIEHV: GOMBIIYIO YacTh
BPEMEHN PETUCTPUPOBATICH MYIbTH(OKATbHbIE SIMIIET-
TUYECKIe Paspsibl Ha (pOHe 3HAYMTETILHO 3aMefIeHHOII
6a30BOJI aKTUBHOCTH [OBOJIBHO BBICOKOII aMIIINTY/BI
C aKI|eHTOM B IlepenHux otnenax (puc. 4A). B cocrosinun,
HOBeJIeHYeCK) MOX0XKeM Ha TTTyOOKUil COH, TOABIANUCh
TIep1ofbl HETIO/THOTO YTHETEHNUs JANMUTENbHOCThIO 1-3 ce-
KYHJIBL, flaJiee CTIef0Bajo HECKOJIBKO 3MM30/0B PUTMIUYHBIX
PaspAgOB BBICOKON aMIUIATY/bI C TIEPUOAOM 4 CEKYHJIbL,
IOCNIETHUI SIU30% OBUL CaMBIM JUIMTEIBHBIM — OKOJIO
6 MuHYT (pyic. 4B). 3aTeM pUTMITYHbIE Pa3ps/IbI CTAIN CMe-
HIMBATbCA C HEPUTMUYHBIMMY JIe/IbTa-BOTHAMM, M BOCCTa-
HOBIWIACH KapTIHA MY/IbTI(OKAIBHBIX Pasps/ioB.
ITpoBonyMmas Teparmyia: MHQY3NUU ITIIOKO30-COTIEBBIX PacT-
BOPOB, JIeKCAMeTa30H, 1[eTPUAKCOH, JIeBOKaPHUTHH.
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ITony4ana TaxKe MapeHTepa/sbHOE NNUTAaHNE, BHYTpPb
ybunekapeHoH, pubodnaBuH. OTMeHeHa BajblIpoeBas
KICIOTa, YBe/IMYeHa [[03a IlepaMIlaHesa M JeBeTupa-
nerama. Ha ¢oHe Tepanuu Ha cefibMble CYTKU CTaja OT-
KpBIBAaTb I7a3a U aKTVBHeE pearrpoBaTb HA BHEIIHUE
CTUMYIBL. B TeueHNe MOCTIEAYIOMMX ABYX Hee/Tb CMOIIA
CaZNTbCS Y XOUTD C TIOANEP>KKOI BIO/Ib KPOBATH, OfTHAKO
HOJTHOCTBIO OTCYTCTBOBAJI IIMILEBOJ MHTEPEC, He JKeBala,
IMTaHMe NOTy4Yajla Yepe3 Ha3oracTpajbHblil 30HM,. B mo-
JIOKEHUY CUJSA OTMEYasICh BBIpa)KeHHAs TYJIOBMIIHASL
aTakcuA U KOPOTKYE aTOHMYECKIe SIM30/bI IO TUITY KH-
BaHMA TO/IOBOIL. B HeBpoO/IOTIUecKoM cTaryce K paHee BbI-
SIBJIAEMOII CHMIITOMATIKe TOOABU/ICS PaCTOPMOXKEHHBIII
XBaraTebHbI pediekc. B KorHUTHBHOI 1 pedeBoit chepe
HaOmopasicst 6ojee BBIPAXKEHHBIN perpecc: He y3HaBajIa
u He auddepeHInpoBaaa POFHbIX, AOCOTIOTHO He TIOHM-
MaJta 0OpallleHHYIO K Hell pedb 1 )KeCTbI, COOCTBEHHAA pedb
HOJTHOCTBIO OTCY TCTBOBAJIA, MOITIA M3/IaBaTh TOJIBKO 3BYKIA,
He BBINOTH/IA HUKAKIX MHCTPYKIIVIA, B TOM 4MCIIe IO IO
PaKaHMIO, C UTPYIIKOI IPOM3BOANIA CTEPEOTUIIHbIE Ma-
HUImyAnm (CTyd4ana, KOBBIpsIa, IoMana). Kpome roro,
HOABMINCh MHOXKECTBEHHbIE JIBUTATe/IbHbIE CTEPEOTUIINN
B PyKax — pa3MaxmBaja pyKaMM, TPAC/Ia KUCTAMMY, CKJIAIbI-
BajIa 1 nepebupaa mambiiamu. [IpofomKamich IPUCTYIIbL
MOTEpPY MBILIEYHOTO TOHYCA C 3aBeieHNeM I71a3 BBEPX U aB-
TOMATM3MaMM IO THITY KeBaHVIS IINTE/TbHOCTDIO IO OfHOM
MMHYTbI, KOTOPbI€ IPOBOLVMPOBAIICH PE3KUM 3BYKOM TN
TaKTIWIbHBIM CTHMY/IOM C 9aCTOTOH HO IIECTU B CYTKIL.
Kpowme Toro, BriepBble 3aduKCUpOBaHbI OMmaTepaibHbIe
TOHVIKO-K/IOHIYECKII€ TIPVICTYTIBI, BCETO IIATD, ABA U3 HIX
CIIPOBOLVPOBAHBI YCTaHOBKOJI TaCTPOCTOMBI M IIPOITYCKOM
AHTMKOHBY/IbCAHTOB.

93T Ha 3TOM 3Tame: rpyboe 3aMefieHne, OCHOBHAS aK-
TUBHOCTD IIPeJCTaBIeHA KBa3UPUTMUYHBIMI JeIbTa-
BonHamu 1,2-1,6 T1y ammmrygoit go 450 MxB, koTopbre
npeo6najiami B MepefHNUX OTAeNaX ¥ KOMOMHMPOBAIICH
CO CraiikaMIM ¥ OCTPBIMM BOTHaMU, GOPMUPYS KOMII-
JIEKCBI «CIIAlIK — BOJIHA» U «OCTpasi — MeJl/IeHHasl BOJIHA»
PasHOII CTeTeHM BbIpaKeHHOCTH. KapTiHa cooTBeTCTBO-
BaJIa TIATTEPHY IICEBJONEPUOANIECKIX TeHepalTn30BaH-
HBIX paspAgos (puc. 5). CoH oTmMyancs oT 60fpcTBOBa-
HUA YCUIEHNEM PaspAIOB SMMIENTUYECKIX KOMIUIEKCOB
U MOABJIEHNEM IIOC/Ie YaCTU paspsAfoB MepUOfiOB yTHe-
TeHMA IUTENTBHOCTDIO 1-3 cekyHpbl. Pusnmonormdeckue
IaTTEePHBI CHAa OTCYTCTBOBA/IN. Bo Bpems 3amucu oTmeva-
JIMCDH eIMHNYHBIE B3IparMBaHus, KOTOPble He COBIAZAIN
C SNWIENTNYECKUMI Pa3pATaMu.

ITonyyens! pesynbrarhl nonHoreHomHoro JJHK-cek-
BEHVPOBaHMA: OOHapy>keHa IeTepO3UTOTHAA HeNels
cerMeHTa XpoMocoMbl X ¢ koopanHaTtamu 154030384-
154030612, cooTBeTCTBYIOWAsA fetely 228 HyK/IeOTU0B
B 4-M 3k30He reHa MECP2, npusopsimas K cABUTY paMKI
CUMTHIBaHMS, HauMHasA ¢ 406-ro komoHa (c.1217_1445del /
p-GIn406Profs*30, NM_004992.4). [laHHast My TaLys Omu-
CaHa y MalJeHTOK XXEHCKOTo II0/Ia ¢ Bapuabe/IbHbIM Te-
yervieM CP (OMIM: 312750) u B psifie Cly4aeB acCOLUM-
poBana ¢ papmaxopesucTeHTHOI snuencuent. [lemerys
HOATBep>KIeHa ITyTeM OIpefie/leHNA POTAKeHHBIX Jerie-
1yt B 4-M sk30He reHa MECP2 npotsxeHHOCTDIO 206 ILH.
(NCB136/hg18: chrX;152948980-152949186).
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Puc. 4. 93I' nayuenmxu 6 COCMOAHUU 027IyUleHUA: A - 8 HAUAe 3anucu
cnabas 0éuzamenvras akmuernocmo 6 pyxax, Ha 3I ¢ 06viuHoil pazeepmroii

(30 mm = 1 ¢) mynvmudokanvhovie snunenmuueckue paspaoot Ha Pone
3amednenHoll 6a30601i akmuenocmu; B — 6 cocmosinuu 6e3 08usicenuil

(nosedenuecxu enyboxuii con), na I3I (pazeepmra 15 mm = 1 c) anu300vt
PUMMUUHBIX 2eHePATIU308AHHDIX PA3PA00E ¢ nepuodom 4 ¢ u amnaumyooti

00 700 MKB ¢ makcumymom 6 nepeOHUx omoenax
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Puc. 5. 93T nayuenmxu 6 803pacme Oecsimu siem nocyue 6vix00a U3 CONOPO3H020
COCMOAHUA. 3aNUCL 6 COCMOAHUY 600PCNE0BAHUS 6 NONIONEHUY CUOT HA KPosamu
co cnoscenHbIMU no-mypeuxu Hozamu. Ilcesdonepuoduyeckue zeHepanu306anHvle

paspsdvt 8vICOKOL amnaumyOvt ¢ 106HbIM npeobnadanuem

Takum 06pa3oM, OKOHYATEIbHBII JUAaTHO3 ObUI cHOpMY-
NVMPOBaH CrlefyomyM obpa3oM: 3aboneBaHye CIeKTpa
cuHOpoMa PeTTa, TsKenoe TedeHue, CTAfUs MO3THETO
YXy[IIeHNsI, TeHeTUIeCKast SINIeNcus, papMaKopesnc-
TEHTHOE TeYeHe.

06cyxpeHne

IvarHocTuka aTunuyHbIx ¢popm CP MoXKeT BbI3BIBATh
3HaYNTE/IbHbIC 3aTPYSHEHNUA, YTO JeMOHCTPUPYeT Ipef-
CTaBJIEHHBII CITy4Yali. [Jo MOCTyIUIeHNs B KIMHUKY JIeBOY-
Ka HaO/MIofanach ¢ OMarHo3oM «IeTCKuil lepeOpanbHblil
IIapajnd», YyCTAaHOB/IEHHBIM Ha OCHOBAaHMY OTATOLIEHHO-
ro MepyHATaJIbHOTO aHAaMHe3a, 3aJepXKK! TeMIIOB CTa-
HOBJICH!A MOTOPHBIX HaBBIKOB Ha IIepPBOM IOy XKV3HIA,
TOMVHUPOBAHNSA B KIMHUYECKOV KapTUHE JIBUTATe/lb-
HBIX ¥ KOTHUTMBHBIX HapyIIEHMUI, a TakKe OTCYTCTBUSA
IPOrpecCUPYIOLEro TeueHus 3aboeBaHNs B TeUeHME
HepBLIX ceMM JeT XusHu. C y4eToM XapakTepa [BU-
rarenbHoro fedexra m gaHHbIXx MPT Obln mpoBeneH
nudepeHIaNIbHbI IMarHo3 ¢ HeIPOIpecCUpYIOMV MU
HaC/IeACTBEHHBIMI aTaKCUAMY XPOHNYECKOTO TeYeHN,
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KOTOpbIe OBLIN VICK/TIOYEHBI [I0C/TE TeHE TUIECKIX KOHCY/Ib-

TaLVI ¥ MICCTIENIOBAHMII KPOBY I MOYM.

NudekmonHoe 3aboneBaHme, KOTOpOe MalieHTKa Iie-

peHecna B ceMMIETHEM BO3pacTe Hepex Ae6I0ToM amu-

JIENITUYECKUX HMPUCTYIOB, a0 OCHOBaHNE IIPOBECTH

obcreoBaHNe Ha IIpeaMeT AM3MMMYHHOI IIPUPOJBI IIa-

POKCU3MOB, YTO TaKXXe He ITOATBEePIVIIOCE.

CoueTaHue KOTHUTUBHOTO HeduuuTa, aTakcuu u ¢ap-

MaKOPEe3UCTEHTHOTO Te4eHNA SMUJIENICUY B OTCYTCTBUE

CTPYKTYPHOI1 3MIIENTOreHHOM maTonorun Ha MPT BbI-

3bIBAJIO IIO[JO3PEHNME HA CUHAPOM fiepuIUTa EPEHOCUN-

Ka rmoko3bl 1-ro tuna GLUT1. Tem He MeHee OTCyTCTBME

MUKPOKpaHNM, OVIaTepanbHbIX TOHMUKO-KIOHNYECKIX

U K/IACCUYEeCKNX MMUOKIOHIMYECKUX IPUCTYIIOB, a TaKXKe

(IIOKTyanyy CYMITOMATHKY B T€UeHUe THA BbI3bIBAJIN

COMHEHMe B IIpeIojiaraeMoM Juarfose. B koHeuHOM

UTOTe OH TaK>Ke ObLI MCKIIIOYEeH ITyTeM aHalu3a COOTHO-

LIeHNA YPOBHA ITIIOKO3bI KPOBU 1 IMKBOPA.

[anpHeitiee TedeHne 3a60IEBAHMSA XapaKTEPU30BAIOCH

HOsIB/IEHNEM SIV30f0B CHVDKEHIIST YPOBHSI OOPCTBOBAHIS

U YTHETeHN: CO3HAHMA 0 COCTOsAHMA conopa. OmnpereneH-

HBI 9P PeKT MHTEHCHBHOM MeTabOMNYeCKOl Tepanm

9TUX 3MU30/I0B MO3BOMNII IPENIONI0KUTb HaC/IeCTBEH-

HyI0 6071e3Hb 0OMeHa BelecTB. OHAKO HEOHOKPATHbIE

uccnepoBanua Kposu MerofoM TMC Ha mpefMeT aMIHO-

AIMIONATIY, AMVHOALMAYPUY M HapylIeHus OeTa-OKuc-

JIeHMs KMPHBIX KUC/IOT, a TaKXKe MOYM Ha cofiepKaHue

OpraHNYecKMX KVC/IOT He ITIOATBEPANIN U 3TOT AUATHO3.

B xofie mapatenbHbIX TeHeTUYEeCKMX 00CTIeTOBaHNMIl Y pe-

6eHKa ObUIV BBISIB/ICHBI [IBE MY TALIIL:

1) myTtanys B 49-M sx3ome rera TRIO, acconmupopaHHas
C ayTOCOMHO-JOMIUHAHTHBIM HapylLIeHUEeM MHTeJIeK-
TYa/IbHOTO Pa3BUTHS;

2) penenus 4-ro axk3oHa rena MECP2, acconmmpoBaHHast
cCP.

TTocrmenHsisa HaXoMKa OKas3amach HEOXKMIAHHOI, TTOCKO/Ib-

Ky MyTalys He COOTBETCTBOBA/Ia K/IIMHNYECKOMY (eHOTH -

Iy TALVMEHTKN. Y JeBOYKI OTCYTCTBOBAIN 06sI3aTe/IbHbIE

kputepun CP n1 ¥Menmuch MCKTIOYAOMe ero IPU3HAKIL

Tak, oTCyTCTBOBasI NepKof IepBOHAYATLHOTO HOPMaIb-

HOTO pa3BUTHs (C POXK/IeHNS Pa3BUBaIach C 3afIeP>KKOIL),

TEMIIBbI IIPMPOCTA OKPY>KHOCTH TOOBBI COOTBETCTBOBATN

HOPMATVBHBIM 3Ha4eHMsM, a creruduynsie as CP cre-

PeOoTHITHBIE ABVDKEHN PYK CTasIy 3aMETHBI JIMIIb B BO3-

pacTe mecATH neT.

ITepBoe yXyalIeHMe COCTOSHNA Y JeBOYKY OBIIO CBA3a-

HO C pa3sBUTMEM IapOKCU3MaTbHBIX COCTOSHUIL, Klac-

CUPUUMPOBATH KOTOPBIE TAKXKe 0Ka3amoch HEIpOCTo.

Knnanyeckne nposABaeHNs MePBbIX MPUCTYIOB MOIIN

COOTBETCTBOBATh CIOXHBIM abcaHcaM, 4TO He Mpo-

TUBOPEYUT IAHHBIM OTEYECTBEHHBIX MCCIIefloBaTeNelt,

OTMEYAIOUINX MPEeUMYLeCTBEHHO MUOKIOHMYeCKMIT

¥ abCaHCHBIIT TUIIBI IPUNALIKOB B CepUM HAOTIOfaeMbIX

60onbubIx ¢ CP [3]. OgHako MHOrOYMC/IEHHbIE UCCTIE-
mosanusA IO Hu pasy He BBIABWIN IAaTTEpH abcaHca,
faKe B IEepPUOABI CEpUITHBIX eXKeTHEeBHbIX IIPUCTYIIOB.

B panpHelileM I7aBHBIM MKTa/lIbHBIM IpPOSABIEHNEM

INPUCTYIOB CTaJll aTOHMYECKMUI KOMIOHEHT. VI3BecT-

HO, YTO aTOHMYeCKyUe NMPYCTYIBI Yalle HabIIomaoTCs

y mauueHtoB ¢ Aud¢ysHoON M MyIbTU(OKaTbHOMI

[epeOpanbHON MaToNoTMeil. AKCuanpHass GumaTepans-
Has aTOHM: OOBIYHO XapaKTepHa /A IeHepany30BaH-
HBIX OJHO(A3HBIX IPUNAJKOB ¥ TeHepaln30BaHHbBIX
SMUIETNTUYECKUX CUHAPOMOB. TaKoMy IIpeIIoI0KeHNIO
He NMPpOTUBOpPeYNIa nKTanbHasa 991 Hallell MalyeHT-
KM, IeMOHCTPMPOBABIIasA MCYE3HOBEHME NBYCTOPOH-
HUX MHTEPUKTAJIbHBIX Pa3pANOB B POMAHANYECKON 00-
MacTM Ha NepUOT, aTOHUY, @ TAK)Ke UyBCTBUTEILHOCTD
IPUCTYTIOB K HEOXXVJAHHBIM TaKTMIbHBIM M 3BYKOBBIM
CTUMY/IaM IO TUIY TUIEPIKIUIEKCMIECKMX MAPOKCU3-
MOB. [eHepann3oBaHHbIE SNMMIENTIYECKME TPHUITALKN
C TUIIEPIKIUIeKCHel (CTapT/I-IpUIIaKM) TUINYIHBI Jiis
MAIVIEHTOB C 3aJ]ePXKKOil YMCTBEHHOTO ¥ MOTOPHOTO
pasBUTHUSA, B paMKax Iporpeccupymoumux sHiedano-
maTuit u reHetndeckon maronoruu [15]. C 3Toi TOUYKM
3peHN XapaKTep SMIIENTIYECKOTO CMHAPOMA BIIOTHE
COOTBETCTBYET IIOCTABJIeHHOMY JuarHosy. Ilpaspa, ectb
OfIHa OCOOEHHOCTD — TIO3[jHee MPUCOENNHEHNE TeHepa-
NM30BaHHBIX TOHMKO-KIOHMYECKMX IPUIIAgKOB. TeM
He MeHee He/lb3s MMOJTHOCTBIO MCKIIOYNTh (POKaTbHBIN
TUII NIPUCTYIIOB, YIUTHIBAsI HaNMM4Me B KIMHUYECKOMN
KapTyHe a/IMMEeHTAPHBIX ABTOMATI3MOB U ITAPOKCU3MOB
C ACMMMETPUYHBIM TOHMYECKMM KOMIOHeHTOM. D3I
IIpY TaKVX IIPUCTYIAX MOXKET He IeMOHCTPUPOBATD YeT-
KOTO MKTaJIbHOTO HaTrTepHa. KpoMe Toro, HeT IO/IHOM
YBEPEHHOCTH, YTO II0 KpailHell Mepe 4acTb IIapOKCU3-
MaJIbHBIX COCTOSHMII MMeTa HeaNMUIeNTYeCKUI TeHes.
CormacHo pesynbTaTaM IPOBeINEHHBIX paHee McCIle-
moBaHUiI, y manueHTos ¢ CP Hepemko moBemeHYecKue
U HOJKOPKOBBIE HApPYIIEHNA OMMOOYHO NPUHNMMAIOT 32
SMMIENTNYeCKNe IPUCTYIIbI, B TOM YMCTIe CT€PEOTHUIINIA,
HapyLIeHNs JbIXaHNA C I[aHO30M, OKY/IOTYPHbIE KPU3E,
3MU30/bI MOPTaHVA WM OPAIbHOMN JVICKVHE3WUH, IIPUCTY-
1Bl CMeXa, MUCTOHMYECKIIE VIV ATOHMYECKue aTaku [14].
Hanb6onee Bedatsiioniest 0COOEHHOCTBIO C/Tydast sIBIIsI-
eTcs HetTunmyHoe azosoe TeyeHue. IToce HavanbHOTO
ITUTENIBHOTO IIePHOfa JOCTATOYHO CTAOUIBHOTO COCTO-
SIHUA CTefloBaa ObICTPO IPOTpecCUpYIOLiast feCTPYK-
TuBHas (asa, mepexoauBInasi GaKTUIECKN B IO3SHION
craguio 3aboneBaHnsd. Pe3koe yXynlleHue COCTOAHNA
BBIPa)KaJI0Ch MPENUMYIIeCTBEHHO B KOTHUTUBHOM per-
pecce 1 yTpaTe >KM3HEHHO Ba)KHBIX HaBBIKOB, TOTZIA KaK
IBUraTenbHas cepa He JEMOHCTPUPOBAJIA XaPAKTEPHO-
ro g CP HapacTaHuA MOTOPHOrO AedeKTa, ciacTude-
CKUX Iape30B ¥ OPTONEeMYECKNX M3MeHeHMIL. B To xe
BpeM:A IIT eMOHCTpUpoOBana TUIMYHYIO MTOCTIE0Ba-
TeNbHOCTb M3MEHEHUIT OT POMaHANYeCKMX CIAlKOB JO
[ICEBIOTIEPUOAMUECKIX PA3PALOB, OBICTPO HapACTABLINX
B TeYeHJe HeCKOTbKIX MecsAleB. Takoe CTpeMUTeNTbHOe
yXYZlleH)e, BO3MOXKHO, B OIIPEMe/ICeHHO CTeIIeHN CBI-
3aHo co cratycoMm myTauuyu MECP2: y neBouknu BbIsB-
JIeHa IOCTaTOYHO KPYIIHAA Je/elns, YTO HeJacTo BCTpe-
waetcst py CP. OgHaKo 3T0 He OOBSICHSET AINTENbHBIIN
Haya/IbHBII IIePUOJ OTHOCUTENIBHO OJIarOIOTYYHOTO
COCTOSIHUAL

BrisbiBaeT Taxoke uHTEpec 3P PeKTUBHOCTD MeTaboMu-
YeCKOJl Tepammy, YTO MOXXHO OOBSCHUTD OMMCAHHOI
B JIMTepaType BTOPMYHON MUTOXOHJPUANbHON He-
HOCTaTOYHOCTBIO y nauyeHTos ¢ CP [16, 17]. YcraHoB-
neno, 4To MECP2 npsAMoO unm KOCBEHHO perynupyer

JddekTBHaA hapmarotepanua. 40/2024



9KCIIPECCUIO HeCKOIBKMX AJePHBIX T€HOB, KOLUPYIOIIUX
MUTOXOHZApuanbHble ¢akTopsl [18]. B monp3y aroro
HpPeJIIONIOKEHN TOBOPUT CBA3b 3MMN30/0B YXY/IUIECHNU
C COMaTUYEeCKUM CTPECCOM: Pa3BUTHE SMIIENTUYECKIX
IPUIAaJKOB COBIIAIO C MH(QEKIMOHHBIM 3a00/IeBaHIEM,
a mocnefiHee yXy/IIeHne — ¢ IpaBOCTOPOHHE CerMeH-
TapHOII MHeBMOHMel. K ToMy e BO BpeMsI TaKOro SIu-
3of1a 0OHapy>KeHO IOBBIIIEHNE JIAKTaTa KPOBM, XOTS
Y OZHOKPATHO.

KNMHKUeCKaa npakT

3aKnioueHue

[IpencTaBieHHBI CITy4Yali ZeMOHCTPUPYET HOBbIe (heHO-
Tunmndeckme ocobennoctu myrauyu MECP2. Hannune
B CYIMIITOMOKOMIUIEKCE MIIb HEKOTOPBIX YepT TUIINYHO-
ro CP B OTCyTCTBUE XapaKTepHOrO T€UeHNA AeT OCHO-
BaHMe KIaccuUIMpOBaTh ero Kak 3aboeBaHue ClieKTpa
CP. B Takux cuTyanusax KOppeKTHBI JUarHo3 TpedyeT
HACTOMYMBOTO AMATHOCTMYECKOTO ITOMCKA I MHOTOYMC-
JICHHBIX MICCTIeIOBAHMIA, BK/II0YAsI TeHeTUYeCKIe.
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Adinical Case of a School-Age Patient with Rett Syndrome Spectrum Disorder and Deletion in the MECP2 Gene
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Rett syndrome is the most common genetic cause of developmental and intellectual disabilities in females. The main

clinical manifestations of Rett syndrome are loss of cognitive and motor skills after a period of normal development, slow
growth of head circumference, stereotypical hand movements, and gait abnormalities. Epileptic seizures develop in 60-80%
of patients. There is significant variability in the phenotype of Rett syndrome, due to both the localization (MECP2, CDKL5,
and FOXG1) and the nature of the genetic pathology (point mutation, duplication, deletion), as well as independent
inactivation of the X chromosome. This publication presents a clinical case with an atypical course of the disease.

Keywords: Rett syndrome, seizures, gait disturbance, developmental regression
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