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B 0030pe npencraeiieHbl TeopeTHYECKHE, MPAKTHYECKHE U reorpaduyeckre acnekTbl M3ydeHus cuuapoma Perra u npyrux peakux
3a0osieBanuii Mo JanHbM nocieaneroVIII MexnyHapoaHoro KoHrpecca, KOTOpblii ObU1 poBeneH B Poccun, 1 0CHOBHBIX mMy0JIH-
Kanuii o cunzapomy Perra. HecMoTpsi Ha TO, YTO ¢ MOMEHTA NMPOBEIEHHMS] KOHIPECCa NMPOLLIO HEKOTOPOe BpeMsi, OCBEIEHHbIE ero
YYACTHUKAMM NMPOOJIeMbl, OCTAIOTCS AKTYAJIbHBIMH B HACTOsIILEE BPeMsl M ONpe/esIsioT HanpaBjieHne COBPEeMEHHBIX UCC/Ie0BAHMIA.
BbL10 chopMupoBaHo npeacTaBieHHe 0 MOJEKY/ISPHBIX M KJIETOUYHbIX MEXaHu3Max cuHapoma Perta u psna pekux reHeTHYecKux,/
reHOMHBIX 3200.1eBanuii. B cTaThe npeacTaBieH psiji 0TeYeCTBEHHBIX PA3padoTOK, MOTYyYeHHBIX B 00JIACTH U3yueHus cunapoma Perra
| IPYTUX penKkux 3adonesanuii. Jana uadopmanus no peakuM 00J1€3HIM, ACCONMAPOBAHHBIM C (DEHOTHIIOM, MOTOOHBIM CHHIPOMY
Perrta, wim ¢ MyTanusaMu,/BapuanusaMy YMCJIA KONMMI nocienoBaTeabHocTd rena M ECP2. BoisiBieHHbIe XPOMOCOMHbIE (TEHOMHBbIE)
HapylIeHus/3a00/1eBaHis PACCMOTPEHbI B KOHTEKCTe pelakux 0oJie3Heil. JIaHHbI MOAX0A K aHAIM3Y Pe3YJbLTATOB MO U3YYEHHIO
cunzapoma Perra siBiisieTcss HOBbIM B MUPOBO# MCCIeIoBaTebCKOI npakTuke. IlpuBenennas undopmanus OyaeT nojie3Ha cnemu-
aJIMCTaM B 00JIACTH PeKUX eHeTHYECKHX 3200J1eBaHUii, YYeHbIM U KIMHUIMCTAM, U3yJaomum cuuapom Perra, a Takke Bpauam
(mequaTpam, TeHeTHKaM, HEBPOJIOTaM, ICHXUATPAM), KOTOPbIe HAOMIOIAIOT 3THX 0OJIbHBIX B KJIMHHYECKOIi MPAKTHKE.

Karouesvte caoea: cundpom Pemma, een MECP2, xpomocoma X, mukpodeneyuu yuacmka Xq28, pedkue (oppannsie) 3ab60resanus,
MPAHCAAYUOHHASA MEOUUUHA.
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This review presents the theoretical, practical and geographical aspects of Rett syndrome and other rare diseases, according to the
data of the last VIII International Congress in Russia, and the main publications on Rett syndrome. The issues highlighted by the
participants remain relevant and determine the direction of modern studies. The presentations made at the symposium helped to
form a global concept of the molecular and cellular mechanisms of Rett syndrome and a number of rare genetic/genomic diseases.
The article presents a number of domestic findings in the field of Rett syndrome and other rare diseases. The authors also present
information on rare diseases associated with the Rett-like-phenotype or with mutations/variations of the MFECP2 gene sequence
copies. The authors consider the identified chromosomal (genomic) disorders / diseases in the context of rare diseases. This approach
to the Rett syndrome studies analysis is quite new in the world research practice. We hope this review to become valuable not only
for specialists in the field of rare genetic diseases, but also for the scientists and clinicians studying Rett syndrome and for physicians
(pediatricians, geneticists, neurologists, psychiatrists) meeting these patients in their practice.
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CornacHo K. Hunter — ocHoBartenbHULIe MexXayHa-
ponHoii accouuanuu cuHapoma Perra (OMIM: 312750)
B CIIA, npeabiayiiue 7 MeXAYHApOAHBIX KOHIPECCOB
o JaHHOMY 3a00JieBaHMIO IIPOLLIM B AHTBEpIIEHE
(benbrust), ITerebopre (IBeuwmst), Dmunobypre (Iot-
nanaust), KapymzaBe (fAnonwust), XenbcuHku (PuH-
nauaus), [Mapuxke (Opanuus), Hopom Opaeane (CLLA).
BocbeMoii koHrpecc 0bu1 yerelnHo npoBeneH B Kazanu —
cToaule peciyosuku TaTapcraH, ropoae C ThicsSye-
JIETHEU ucTopueil — 1 cobpaj yueHbIX, Bpaueil co Bcero
MMpa, a TAKXKE CEMbH JEBOYEK C CMHApOMOM Perra (686
YYAaCTHUKOB U3 21 cTpaHbl). DTOT KOHIpecc ObLI opra-
HM30BaH IIpU 3HAYUTEIbHOM MOMIEPXKKE POCCUKMCKOMN
accouuanuu cuHapoma Perra (AHO <«Accoumanus
coneiicTBusI 00JbHBIM CUHApOMOM PetTta» http://rettsyn-
drome.ru), npeacrasieHHoit O.B. Tumyna. MexnyHa-
POIHBII HAYyYHO-OPTaHU3ALIMOHHBI KOMUTET COCTaBUIN
M TEeM caMbIM OOecHeuyuJIM YCIleX KOHIpecca HauboJiee
M3BECTHBIC ucclienoBatean cuHapoma Perra: A. Clarke
(Kapoudd, Benukobputanus), A. Percy (bupmunrem,
CIIA), A. Renieri (Cuena, Urtanus), E. Smeets (Maac-
tpuxt, Hunepnannsl), H. Leonard (Ilept, ABcTpanusi),
L. Villard (Mapcenb, ®panuust), L. Curfs (MaacTpuxr,
Hunepnanaer), M. Lotan (Apusab, M3paunb), S. Naidu
(Baatumop, CIIIA), C.I. Bopcanosa (Mocksa, Poccust),
Th. Bertrand (Knepmon-®eppan, @panius), Y. Nomura
(Toxuo, fAnonwmst), KO.b. KOpoB (Mocksa, Poccusi),
N.10. IOpoB (Mocksa, Poccus) — mpeacenareiib Hayd-
Horo komutTeTa. CHUMIO3UYM MO pEeIKUM 3abojieBa-
HUSIM OBLT YCTIEIITHO MPOBENEH B paMKaxX KOHIpecca; ero
pe3yJabTaThl CMOCOOCTBOBAIM NajbHEUILIEMY DPa3BUTHUIO
uccilenoBaHuii peakux 6oje3Heii B Poccun [1].

B nanHoM 0630pe Mbl OMBITATUCH U3JI0XUTh B UCTO-
PUUYECKOM KOHTEKCTE TeOpeTMYeCKHe U TPAKTUYECKUE
acreKkThl M3yuyeHUsl cuHApoMa PeTra m apyrux peakux
3a00JieBaHUI, KOTOpbIE ObUIM IIPEICTaBI€HLI Ha 3TOM
KoHrpecce u cumnosuyMme. [IpuBeneHHast nuHgopMauus
MOXET OBITh TOJIe3Ha KakK ISl TeX, KTO MHTepecyeTcs
OTEUECTBEHHBIMU U 3apyO0eKHBIMU UCCIETOBAHUSIMU
U Tepalnueil B paMKax TPAHCASLMOHHOW MeOULIMHBI
penKMX TeHEeTUYECKUX 3a00JIeBaHUi, TaK U IJIs1 yYEHbIX
M Bpaueii, uzyvaroux cuuapomM Perra.

Kparkas ncropus usydenusi cunapoma Perra n 3a60-
JIeBAHHi, ACCOUMHMPOBAHHBIX ¢ renom MECP2. B 1966 .
deHoTunn cuHapoMa Perra ObU1 BHepBbie ONMCaH
A. Rett [2], netckuM HeBpoJioroM u3 BeHbl (ABcTpus).
3areM moHamobuiaock 17 yer mist Toro, ytodosl B. Hag-
berg, IIBeACKWII TeAuaTp W HEBPOJIOL, COBMECTHO
¢ J. Aicardi, K. Dias u O. Ramos [3] onpeaenwiu CUH-
npoMm Perta Kak OTIe/NbHYIO HO30JOTUUYECKYIO SAUHMILY
U PACIIPOCTPAHEHHYIO IIPUUYMHY TIXKEJIOW YMCTBEHHOM
OTCTAJIOCTH y AeBoveK. Elie uepes 16 jeT ObLIM OTKPBITHI
reHeTUYeckKue MpuuuHbl cuHiapoma Perra [4]. Bbuio
o0HapyxXeHo, uro MyTauuu reHa MECP2 BbI3bIBalOT
OOJIBIIMHCTBO CJIy4YaeB KJIacCUYeCKO (OpMBI 3TOro
cuHapoma. B HacTosiee BpeMsi aHaIW3 MyTalluii TeHa
MECP2 cnyXuT OCHOBOI MOJICKYJISIPHON IMArHOCTUKU

OBb30Pbl JINTEPATYPbI

cuHapoma Petta. HecMoTpst Ha 3T0, ycTaHOB/IEHUE AMar-
HO3a Bce ellle OCHOBBIBAETCS Ha KITMHUKO-TEHETUIECKOM
aHaJM3e C TMOMOIIbIO COOTBETCTBYIOLIMX AUArHOCTUYE-
ckux KputepueB [5]. 3a mocnenHue ABa ACCATUICTUS
00BbeM 3HAHUI MO cuHApoMy Perra 3HAUMTENBLHO YBe-
JIMUUICs, cchopMUpoBaiach TeOpeTUIYECKash U MpaKTUie-
cKasl OCHOBA ISl OKa3aHUsI MTOMOIIM MallMeHTaM C CHH-
npomoM Perta M momoOHBIM HEPBHBIM U MCUXUYECKUM
3a0oneBaHuaM [6—14]. KinHuyeckne 0COOEHHOCTU
9TOro 3abo0jieBaHMSI MCUepIbIBalOllle ObUIM paHee OIM-
caHbl B 1utepatype [5, 8—10, 14].

C 1999 . 0nHO U3 OCHOBHBIX HaMpaBIeHUI U3yYeHUSsI
cuHapoma Petra — Moneky/sipHblii aHanu3 reHa MECP2.
JlaHHble uCCIeqoBaHMS HE TOJIBKO CIOCOOCTBOBAIMU
onucaHuo Myrauuiit rena MECP2 npu cunmpome Perra
[15—17], HO TakxKe MO3BOJIMIM OOHAPYXKUTh PsII HACIE-
CTBEHHBIX HEPBHBIX M TCUXUYECKUX 3a00JIeBaHUIA, BbI3-
BaHHBIX MyTaLMSIMU 3TOro reHa [10—14]. Mukpoaeneuuu
reHa MECP2 (Mukpoxeieuuu ydactka X(28) CBs3aHbI
C MeHee BBbIPAKEHHBIMU TUIMHUYHBIMU W aTUMUYHBIMU
dopmamu cuHIpoMma PeTTa 1 BBISIBISIIOTCSI OTHOCUTEIBHO
4yacTo y IeTeil ¢ cuHapoMoM PeTrTta 6e3 ToueuHbIX MyTaluii
rena MECP2 [18, 19]. UccnemoBaHusi, MpoBeAeHHBIE
y poaouTesieil 3TUX AeTeil, mokKasaaiu, 4To cuHapom Perta
U MOJ0OHBIE €My (DEeHOTUIIBI MOTYT OBIThb CJIEACTBUEM
Bapualuii 4ucia Komuii mnociaegoBareabHocTu JIHK,
a Takke MyTauuii apyrux reHoB [20—23]. Takum o6paszom,
KOMIUIEKCHBIE ~ MOJIEKYJIIPHO-TeHETUYECKe  UCCIIeN0-
BaHMS cuHApoMa PeTra, BKIIIoYarolre aHaau3 IMPOKOTro
CIeKTpa TeHOMHBIX HapylleHU (BapualuM Yynciaa KOMuii
nocnenoBateabHocT JIHK, reHHbIe MyTalinu, reHOMHasi/
XPOMOCOMHAs HECTaOWJIBHOCTb, XPOMOCOMHBIE aHO-
MaJlii), HEOOXOAMMBbI Uil €ro JWAarHOCTUKU U TOHU-
MaHMSI MOJIEKYJISIDHBIX MEXaHU3MOB BO3HUKHOBEHMUSI
COOTBETCTBYIOIIEH IMaTOJOTUU TOJOBHOro Mosra. Ompe-
JieJIeHre KOpPesinii reHoTuma v peHOTUIa TTPU TaHHOM
3a00/ieBAaHUM — TaKXKe HeoThbemJieMasl 4acTh aHau3a
1 BeIEeHMS TIALMEHTOB ¢ CUHAPOMOM PeTTa, BbI3BaHHBIM
myTtauusimu reHa MECP2 [24].

MonexyasipHble UccienoBaHus (heHOTUIIa CUHAPOMA
Perra u 3abosieBaHUl C TOAOOHBIMU KIMHUYECKUMU
MPOSIBJIEHUSIMU BBISIBUJIM HECKOJIBKO JECSTKOB TEHOB,
CBSI3aHHBIX C COOTBETCTBYIOIIUM CUMIITOMOKOMILIEKCOM
[25, 26]. DTu reHbl, BEPOSTHO, BOBJIEYEHBI B €IMHBII
«MOJIEKYJISIpDHBIM MyThb» (pathway uad TeHHYIO CeTb),
HapylIeHUs] KOTOPOTrO TMPUBOIAT K CHUHApoMmy Perta
U peHOTUNMYECKU NMomoOHbIM 3a0oseBaHusaM. Ornpene-
JICHUE 3TOM T€HHOM CETU MOXKET BbI3BaTh MPOPHIB B pa3-
paboTKe HOBBIX TEPATNIEBTUUYECKUX CTPATETUIA IS IIMPO-
KOro criektpa 3abosieBaHuii mosra [27]. Cymmupys
MepevyrcieHHOoe, HeOOXOAMMO OTMETUTb, YTO HCCIENO0-
BaHUsI CUHIpoMa PeTra MOTYT MpOJUTL CBET Ha MoJie-
KYJISIpHbIE MEXaHM3Mbl JPYTMX PEIKUX TeHETUYEeCKUX
3a00JieBaHUIl. DTUM OOBSICHSIETCS TO, YTO HAyYHAs IIPO-
rpamma VIII MexayHapogHOro KoHIrpecca o CUHAPOMY
Perra BKJIIOYAJa U CUMITO3UYM IO PEIKUM HACIEACT-
BEHHbBIM 3a00JIEBAaHUSIM.
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Bopcanosa C.I. u coaem. Cunnpom Perta B Poccuu v 3a pybexoM: HayYHblil MICTOpUYECKUiT 0030p

UccnenoBanus cunapomMa Perra B Poccun. IlepBnie
paboThl, TOCBSILIEHHbIE KIMHUYECKUM, TMCUXOJOTHYe-
CKHUM U T€HETUYECKUM acriekTtaM cuHapoma Petra, Obliu
onyosrkoBaHbl B 90-x rogax XX Beka [28—31]. B Havaine
2000-ro roma MOSIBUIMCH AaHHBIE O 57 neBoykax M 3
MajJbudKaX PpPOCCUMCKOM KOIropThbl, KOTOpbLIE OBbLIN
o0cienoBaHbl € TMOMOIIBIO  MOJEKYJSIpHO-TeHeTUYe-
CKUX Y MOJIEKYJISIPHO-IIUTOTEHETUIECKUX MeTonoB [32].
3aTeM ObLIM OINMyOJIMKOBAaHbI JaHHbIE aHAIM3a MyTalluu
reHa MECP2 B poccuiicKoil Koropre mauueHToB [33].
Ha MexngyHaponHoM KOHrpecce mo cuHapoMmy Petra,
nposeaeHHoM B 2000 . B AAnonuu (Kapyusapa), poccuii-
CKHUe CIeLUaJIUCThl cAesadu JOKIaabl O CBOMX IOCTH-
JKEHMSIX B M3YYEHMM NaHHOTO 3a00JieBaHUsI, KOTOPbIE
HOJYYWUIN IIMPOKUI OTKJIMK MMPOBOM HaydyHOM 0OOIIe-
ctBeHHOCcTH [32, 34—39]. K uncay Takux HOCTVKEHUI
MOXHO OTHECTHM CJeAylolllie: BBbISIBIEHWE CJIyvyaeB
cunapoma Perta y 2,5% neBouek C 3aepKKOM ICHUXU-
yeckoro paszButusi [30]; ompeneiieHue creLMOUUHBIX
IS cMHApoMa PeTTa anmureHeTHYecKuX XapakTepuCTUK
(HarpuMep, HapylleHHWe TOCAeI0BaTeIbHOCT CHUH-
XPOHHOM PperuIMKalMKU JOKyca XpOMOCOMBI X Y Malu-
€HTOB KEHCKOTO ToJia ¢ CMHApoMOoM PeTta Kak ¢ MyTa-
usaMu, Tak 1 6e3 Hux) [30—32, 38—40]; ycraHOB/IeHUE
KOPPESILIMM MEXIY T€HOTUIIOM U (DEHOTHUIIOM, acco-
LUMPOBAHHON C BIMSHUEM <«POAUTEIbCKOIo 3 dexrar
Ha HapylleHue Mpolecca MHAKTUBALUM XPOMOCOMBI X,
Yy POCCHUIICKUX MalMEeHTOB ¢ cuHapoMoM Perra [33, 40];
oOHapyXeHHe BapualMii Yrclia KOMUM MocaeaoBaTelb-
Hoctu JJHK, a Takxke MuKponeiaeuuii ydyactka Xq28
W IPYTUX JIOKYCOB XPOMOCOM, MPUBOISIIMX K CUHIAPOMY
Perra unu 3abojeBaHUSIM C IIOAOOHBIM (PEHOTUIIOM
[12—20]; uccnepoBaHue COMATUYECKOIO XPOMOCOMHOIO
MO3aulM3Ma, CIyXallero MPUYMHON BO3HUKHOBEHUS
penKux ciaydaeB cuHapoMa Perra y Mmaabunkos [29, 32].

Creayer OTMETUTh, YTO M3yuyeHUe cuHIpoma Perra
v myrauuii reHa MECP2 pnonroe BpeMsi ObLIO OIHUM
U3 TIPUOPUTETHBIX HaINpaBIeHUil F€HEeTMUYECKUX HCClie-
JIOBAaHUM Y MaJIbUMKOB B POCCUMCKOI IrpyImne nalyueHTOB
[29, 32, 41]. B HacTosiiiee BpeMsi CYIIECTBYET HEOOXOMM -
MOCTb TMPOIOJIKATh TaKWe MCCIeNOBaHUS, YTOOBI BBISI-
BUTb HOBbIE Te€HETUYeCKue 3a0osieBaHUsI, acCOLUUMUPO-
BaHHbIC ¢ MyTaLusmu reHa MECP2 unu ¢ BapualusiMu
yycaa konuii mociaenoBaTeabHocTu JIHK xpomocombl
X [12, 42, 43]. BeposiTHO, caMbIM yIaYHBIM IIPUMEPOM
Takoro 3a00JeBaHUSI MOXET CIAYXUThb CUHIPOM IYILI-
Kauuu reHa MECP2, (GeHOTHIlT KOTOPOro KOpPEHHBIM
obpa3oM oTiMyaeTrcsli OT (¢eHoTumna cuHapoma Perra
[42, 43]. HemaBHO ObUIM ONMCAaHbI MALIMEHTBI C CHUH-
IpoMoM ayruvkauuum reHa MECP2 w3 poccuiickoit
KOTOpPThl AETEeH C 3a0ep>KKOW YMCTBEHHOIO pa3BUTUS,
ayTU3MOM, DBMWIerncueil M BPOXIEHHBIMU TOPOKaMU
pazButus [44]. I xoTs1 B HacToslee BpeMsl pOCCUiicKast
KOropra nauueHToB BKIodaer 6osee 400 merTeii, KIMHU-
yecKasi/MOJIEKyJIsipHasl JUarHocTWMKa cuHapoMma Perra
BCe ellle He JOCTUTIJa YPOBHS, JOCTATOUHOTO JJIsI OIpe-
JIeJleHUsT  4acTOThl ~ BO3HMKHOBEHUs  3a0oseBaHUS

BO Bcex permoHax Poccuu. B cBSI3U ¢ 3TUM MbI cuUTaeMm,
yTo MexXnyHapooHbIli KOHIpecc Io cuHapomy Perra
MOXKET CTaTh OTIPABHOM TOYKOWM IS Pa3BUTUS UCCIE-
nmoBaHuit cuHapoma Perra mo Bceit Poccuiickoit Dene-
pauuu. Kak BumHO U3 mu3noxkeHHoro, B Poccuu cyiie-
CTBYeT OOJIbIIOI HAy4yHBIMA 3amesl B 00JIACTU M3YyYeHUSI
cuHapoma Perra u ycinoBusl co3maHust 0JaronpusiTHOrO
OOI1IECTBEHHOTO KJIMMaTa ISl YCIIEHTHOIO TMPOBEACHUS
HAayYHBbIX MEPOMPUSTUIL IO 3TOMY CHHAPOMY, a TaKxe
10 IPYTUM PEIKUM OOJIE3HSIM.

CoBpeMeHHbIe HAy4YHble WCCJIEIOBAHUS CHHIPOMA
Perra. CoBpemMeHHble Hay4YHble WCCIEIOBAaHMUSI CHUH-
npoma Perra 6buin mpencrasiensl Ha VIII BecemupHoMm
KoHrpecce. HayuHasi mporpamMma KOHrpecca BKJIIoYaia
MJIeHapHOe 3acelaHue, OTKPBITbIe JIEKIMU W HaydyHbIe
CUMIIO3UYMbI; ONHOBPEMEHHO TIPOBOAWIMCH 3ace-
naHusl cekumii. PomuTenu ¢ geTbMU MOTJIM MOCETUTH
peadWINTAlIMOHHbIE LIEHTPbI, TMOObIBAaThH Ha JIEKIIMSX,
MOCBSIIEHHBIX HAyYHBIM W/WIK  TepareBTUYECKUM
acrektaM cuHapoMa PerTa, a Takke MOJYYUTh KOH-
CyJIbTallMM OTEYECTBEHHBIX U MEXAYHAPOAHBIX CITeL-
anuctoB. Ha mieHapHoM 3acegaHuu ObUT caeiaaH 0030p
no usydyeHuro cuiapoma Perra B Poccuu. Tak, mo npen-
CTaBJICHHBIM JaHHBIM POCCHUIICKAsi KOropTa MalueHTOB
BKovasa 391 neBouky M 3 MaabuMKOB. BOJBIIMHCTBO
JIeBOUYEK ObUIM HOCUTEIbHMLAMU MyTauuii reHa MECP2.
IIpu stom u3 29% neBouek Oe3 MyTalMM YKa3aHHOTO
reHa y OOJIbIIMHCTBA ObLIM OOHAPY:KeHbI MUKPOAEIe LI
B yuactke Xq28 (BkitouaBiive reH MECP2). JlaHHbIe
no «uHTepakTomMy reHa MECP2» Obliud TpeacTaBICHbI
B KOHTEKCTE BO3MOKHBIX MUIIIEHEN ISl TeKapCTBEHHBIX
MpernapaToB U KOPPEISALMI MeXTy TeHOTUIIOM U (heHo-
TunoM. beuin oOcCyXaeHbl IOAXOAbI CUCTEMHON Ouo-
JIOTWU K U3YyYeHMIO cuHaApoma Petra.

A. Percy (bupmunrem, CIIIA) [13] ocBeTU UCTOPUIO
pPa3BUTHUs OCHOBHBIX MCCJIEAOBAHWI JAaHHOTO CUHIpOMa
HaunHag ¢ 2003 1., BK/IOYAsi POCCUICKUE TOCTUXKEHUS;
H. Leonard u coasrt. (ITept, ABctpanus) [14] npencra-
BWJa YeTKoe OObSICHEHUE 3HaUeHUs 0a3 JaHHBIX U pee-
CTPOB MAllMEHTOB /IS MTOHMMAaHUSI MEXaHU3MOB PacIpo-
CTpaHeHMUS U pa3BUTHUS U3yyeHuil mo cunapomy Perra [1,
13, 14]. bbliu TakKe IPOAEMOHCTPUPOBAHBI PE3YJIbTAThI
HCCAeNOBaHUI MO CPAaBHEHUIO CTETMEHU TSKECTU CUM-
MITOMOB Y JIeBOUYEeK U KeHIIUH ¢ C-KOHLIeBOI meeLueii
reHa MECP2 u cuMOTOMOB y IallMEHTOB — HOCHUTEJIEH
ToYeuHoi Mytauuu reHa MECP2 u naHHbIe 110 Hapylle-
HUSIM JbIXaHUsI B KOHTEKCTE MX B3aMMOCBSI3M C BO3PACTOM
MalyeHTa U TUIIOM MyTaluu. braromapsi pesyiabratam,
nojydyeHHbIM S. Naidu (bantumop, CIIIA), obcyxna-
Jlach TMIIOTe€3a O TOM, YTO TIJIyTamaTHasi TOKCMYHOCTb
MOXET BBbI3bIBATh SMWIENCUIO Y JIeTell ¢ CUHIPOMOM
Perta. [loka3zaHo, 4TO y malMeHTOB ¢ cuHapomMoM Perra
CHMXXeHa aKTMBHOCTD IIyTaAMaTHOTO pelienTopa Ha MocCT-
CUHANTUYECKOW CTaauyd M He 3aXBau€HHbIE MOJIEKYJIbI
rjyramaTa MpUKPeTUISIIOTCSl K PeLernTopaM Ipyroro TUIa
Ha 9KCTpAaCUHANTUYECKON CTaauu, TEM CaMbIM BbI3bIBasI
TOKcuYeckuii apdexr [1, 26].
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0030p COBPEMEHHBIX TepareBTUUYECKUX BO3MOXKHO-
creil mpu cuHapome Perra Obu1 mpencrasieH H. Zoghbi
(XbroctoH, CIIIA). OgHa M3 TpenjIoXEHHBIX €10 uaeit
3aKJIIOYAETCSI B BO3MOXXHOM TTOBBIIIEHUM YPOBHSI 3KC-
npeccuu 0esKa 151 KOMIIEHCAlUK oTepu ero 3 (heKTUB-
HOCTU 13-3a MyTaluii. B cBsI3M ¢ 3TUM BUOUTCSI HEOOXO-
JNIUMbBIM MOUCK OEJIKOB, aKTUBUPYIOIIMX IKCITPECCUIO F'eHa
MECP2. [Ipyroii moaxoj K Tepanuy 3akKJII0UaeTcsl B BO3-
IEeUCTBUM HAa TUIIBI HEMPOHOB pa3HbIX 00JACTeil I'OJIOB-
HOro MO3ra, KOTOpbleé MOIYT MMETh 3HAU€HWE sl Tap-
TE€THOM Tepanvu 3MUJICNTUYECKUX CYI0POT Y JIETEeH C 3TUM
3a0osieBaHueM. TpeTuili M, BeposITHO, HauOoJiee HOBa-
TOPCKUIA TOAXOM K JIYEHUIO MAIMEHTOB C CHUHIPOMOM
Perta — 910 BaeKkTpuyecKas ri1yooKask CTUMYJISILIUS Heii-
poHOB B rumnoTaiamyce. CpaBHUTEIbHO HEIaBHUE HCCIe-
JIOBAHUSI HA XXMBOTHBIX MOJIEJISIX 3a00JIeBaHUS MMOKa3allu,
4YTO HaAOJIOJANIOCHh [IOCTOBEPHOE YJIyUllEHWE TMaMsITH
U TOBEIEHYECKUX XapaKTepUCTUK I10Cjie JAaHHOTO BO3-
nevictBust [1, 42]. BbickazaHO MpearnojioXXeHue O TOM,
4TO MOCJeIYIOIINe UCCIe0BAaHUS JOIXKHBI ObITh HaMpaB-
JIEHbl Ha OMpeNesieHUe YacTOThl U TMPOJOJIKUTETbHOCTU
3JIEKTPOCTUMYJISILIMUA, A TAaKXKe Ha TMPOBEPKY T'MIOTE3bl
0 MIPONOJKUTEILHOCTH €€ IOJOXUTEILHOro 3 heKTa.

S. Budden (IToptienn, CIIIA) nokaszama, 4To OGoIM
B KEJIYHOM ITy3bIpe IOBOJIBHO YaCTO BO3HUKAIOT y Mallu-
eHTOB ¢ cuHapomom Perra. B agpyrom wucciemoBaHuu
aBTOP OTMETUJIA, YTO IEBOYKU — HOCUTEJIbHULIBI MyTaLIU I,
OpUBOIAIIMX K cuHApoMy PeTra, ¢ paHHeil rurnoroHuein
6e3 c(opMMpPOBAHHBIX HABBIKOB CHUAECHUS K 2 Toaam,
Kak MpaBWIO, HE MOTYT B JajibHEilllleM MpuodpecTu
HaBBIK XOXIEHUs. PUTMAHOCTh BO3HUKAET K 5—9 romam;
npuyYeM MepBblii ee MpU3HAK — YIJIOTHEHWE B 00JacTu
axuIoBa CYXOXMWIUSA. DTO MOXKET OBbITh CBSI3aHO C BO3-
pacTalolM ypoBHeM godamuHa B moare. Ilpemapartsl,
KOTOpbIE B HACTOSILIEE€ BPEMSI UCTIOJIb3YIOTCS JIs JIeUeHUS
npu 6one3nu [lapkuHcOHa, MOTYT yIydlllaTh COCTOSIHUE
U y TMaiyMeHToB ¢ cuHapomoM Perra. bruio Takxke ycra-
HOBJICHO, YTO IIPUCIIOCOOJIEHUS 1151 PACTSLKKM PYK (JIOK-
TEBbI€ LIMHbI) TPUBOASIT K YIYULIEHUIO HABBIKOB CTOSIHUS
U XOXIEHMUS, a TAKXKE K CTUMYJIMPOBAHUIO MOCJIEIHETO.

E. Smeets (Maactpuxt, Huaepiaannbl) mpeacTaBisil
NPOBOAMMBI B 3TOM TOpPOAE IPOEKT MCCIENOBAHUMI
cuHapoMma. B pamkax 3TOro mpoekrta CylIeCTBYET Tpe-
OoBaHUE OINpPEAeSITh CTEleHb HE3PeJOCTH MO3ra Kax-
IOoro pebeHKa U «KapaIuOpeCIIUMpaTOpHbId (QeHOTUI»
(CUJIbHBIN, Ca0bIN WM HECTIOCOOHBIN ABIIIATH CAMOCTO-
sTeJIbHO). BaxkHo paznuyath anuienTugopMHbIe IPOSIB-
JICHUSI U CUMIITOMBI 3a00jieBaHusI, MaHU(ECTUPYIOIINe
MOJ0OHO Cy10pOraM, HO UMEIOLIKE APYTYI0 STUOJIOTUIO.
DTO oTMeYaeTcs B CBSI3U C TE€M, UYTO TaKUe CHUMIITOMBI,
KakK 3aJepXKa JAbIXaHUS, TUNEPBEHTUISILIUS, SMU30AbL
MOTepU CO3HAHUS, PE3KUU CMeX, TPeMOop, pacllUpeHue
3pauka, HEMUTAIOIIMIA B3I/ U HETIPOU3BOJIbHbBIE JTBU-
JKEHUS MOTYT paccMaTpuBaTbcsl KakK MPU3HAKU BIU-
JIETICUM, XOTSI TaKOBbIMU He sABIsoTcsa. OTIUYUTh
SMUJIENTUYECKUE MPUCTYMbI OT HEAMUICNTUYECKUX BO3-
MOXHO C TTIOMOIIIBIO JIeKTpo3HIIehamorpabui.

OBb30Pbl JINTEPATYPbI

L. Curfs (Maactpuxt, HugepnaHabl) mpeacraBui
MPOEKT IoJ Ha3BaHMeM «Pa3paboTka KIMHUYECKUX
pEeKOMeHAalMii TI0 Pa3BUTUIO HABBIKOB  OOIIEHUS
npu cuHapome Perra», BBIMOJHEHME KOTOPOro Haya-
Joch Bo Bpemsi EBpomnelickoii KOH(pepeHLUUU MO CHUH-
npomy Perra B MaacTpuxTe M YyCHELIHO IPOIOJIXKa-
ercs [25]. Ipoekr peanusyercss B LleHTpe 3KcHepTU3bI
cuHapoma Perra B Hupepnanmax moa pyKOBOICTBOM
G. Townend u L. Curfs ¢ paboueii rpynmnoii, BKJIIO-
yapiieit H. Wandin (IlIBeuus), Th. Bastolotta (CIA),
A. Urbanowicz (ABctpanus), S.-A. Garrett (Benuko6pu-
TaHus U Upnanaust).

MexayHapoOHbIA HaydHbIII CHUMIIO3UYM IO PEAKUM
00JIe3HSIM BO3MJIABISUIM  YIeHbl HAyyHOro KOMMTETa:
C.. KyueB (MockBa, Poccust), B.M. JlapuoHosa
(Cankr-Ilerepoypr, Poccust), C.[. Bonruna (Kaszahb,
Poccust), Th. Liehr (Mena, Tepmanus) u ap. Bimaro-
Japsi CUMITO3UYyMY CTasIo SICHO, YTO M3ydeHUe CHHIpOMa
Perra nmaer KoY K UCCIENOBAaHUSIM MOJIEKYJISIPHBIX
M KJIETOUHBIX MEXaHW3MOB psiia APYTUX PENKUX TeHeTH-
YeCKUX/TeHOMHbIX 3a0ojieBaHMil. B HacTosiee Bpemst
XpPOMOCOMHbI€ (T€HOMHBbIC) MHUKpPOAHOMaJIuK paccMma-
TPUBAIOTCSI B KOHTEKCTe peakux 3abojieBaHuil. Takoit
MOAXOM K M3YUYEHMIO PEAKUX OO0JIe3HEe — OTHOCHUTEIBHO
HOBBLII 1711 OOJIBIIIMHCTBA MCCJenoBaTeleil M Bpayeid.
bri1o cnenaHo coobleHre 0 TOM, YTO HEOOIbIIOE YHUCIIO
PEIKUX XPOMOCOMHBIX 0OJe3Hel, Kak IpeArnosaraioch
paHee — HEU3JIeUYMMBIX, JOBOJbHO YCMEIIHO JICYUTCS.
OnuH 13 MogoOHbIX ClIydaeB yxe onyonnkosaH [45]. Cre-
JIyeT OTMETUTb, YTO TaKWe€ TMOIXOIAbl K TMEPCOHATU3UPO-
BaHHOI1 TepaIvy reHeTUYeCcKuX 3a00J1eBaHUil MOTYT ObITh
VCITEITHO peaTn30BaHbl [46], 1o KpaiiHeil Mepe, B ClTydasix
cuHapoMa PeTTa, accolMUMPOBAHHOTO C BapHUaLMSIMU
yyciaa konuii nocaenosareabHocTy JAHK mim ¢ reHHbIMUI
MyTaLUSIMM (32 UCKITIOYeHUeM MyTauuii reHa MECP2).

B 3aBepiieHMu KOHTpecca U CUMIO3UyMa yJYaCTHUKHU
0o0CyIuIM MHOTOUYMCIAEHHBIE AaCTeKThl JAUarHOCTUKU
cuHapoma Perra. bpuiu mpencraBiaeHBl OUArHOCTUYE-
CKHe MPOTOKOJbI, KOTOPbIE MPUMEHSIOTCS 10 HACTOSI-
IIEr0 BpeMeHU, B TOM YMCJIe TTPOTOKOJI, UCTIOIb3YeMblii
B Poccuu [47]. 3acinyXuBaeT BHUMAHUSL, YTO YCIIEX AUAr-
HOCTHKH Y TTALIMEHTOB, CTPaJalolInX CUHAPOMOM PeTTa,
CBSI3aHHBIM J1M0O ¢ HapyweHussmu reHa MECP2, nu6o
¢ apyrumu (opMaMy Té HOMHOM MaTOJOTUU, B BHICOKOI
CTeNeHM 3aBUCUT OT aHajau3a Bcex 0a3 JaHHBIX
o criektpy myrauuii reHa MECP2 u ¢peHoTUmy 3ab60iie-
BaHus. CorinacHo pesyJibTaTaM HeJaBHO BBITTOJTHEHHOTO
WCCIeNOBaHUsI 2JIEKTPOHHBIE OHJIAH-0a3bl  JaHHBIX
MOTYT CTaThb XOPOILIMM WHCTPYMEHTOM IS Hay4HBIX
UCCIIeI0BaHUI U quarHocTuku [48—50].

O0603HaYeHHbIE HaMpaBlIeHUs] U3YyYeHUs] CUHIpPOMA
Perra Ha VIII MexanyHaponHOM KOHIpecce B paMKax
€ro MPOorpaMMBbl OCTAIOTCS aKTYaJIbHBIMU. DTO HATJISITHO
JNEMOHCTPUPYIOT DPabOTHI, omyodarMKoBaHHbIe B 2019 T
[49—52]. B yacTHOCTH, uAeM OTHOCUTEIbHO JIeUeHUs
cuHapoma Perra 4YacTMYHO HaUUIM CBOE TIOATBEP-
XIeHWEe BO MHOTMX HEUpPOOMOJOrMYeCKUX U OUOXU-
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MHUYeckux pabdotax mociaenHux 3 jet [49]. KoHuenius
MOMCKA €IMHON IeHHOM ceTH («MOJEKY/ISIPHBII MyTh»,
win pathway) deHoruna cunapoma Perta m mogoOHBIX
3a00JIeBaHUI TakXe IoKa3aja CBOIO COCTOSITEJIbHOCTh
[50, 51]. AHanM3 KJIETOYHBIX U MOJICKYJISIDHBIX M3ME-
HEHUI B HEMPOHAX rOJIOBHOTO MO3ra, BbI3BAHHBIX HApy-
meHueMm reHa MECP2, no-npexHeMy SIBJISIETCSI [IPUOPU-
TETHBIM HaIlpaBJIieHUMEM U3ydyeHUs cuHapoma Perra [52].
Takum obGpaszom, MoxHO yTBepxkaaTb, uro VIII Mex-
lyHApOJIHbI KOHIpecc mno cuHapomy Perrta, mpose-
NeHHbI1 B Poccuu, cTan BaXXHBIM U 3TalTHbIM COOBITUEM
B U3yYEHUU DTOTO TSKEJI0T0 3a00JIeBaHUS.

3aknoyeHne

AHanu3 JaHHBIX II0 UcCledoBaHuI0 cuHapoma Perra
B Poccun u 3a py0GexkoM, NpeacTaBAeHHbIM B HayYHbBIX
nyonukauusax u  Ha VI  MexnyHapogHOM  KOH-
rpecce mo cuHapoMy PerTa, CBUIETEILCTBYET O TOM,
4TO U3y4YeHUe OTOro 3aboJieBaHUs SIBJISIETCS TPUOPU-
TETHbIM HAaIlpaBJIeHUEM COBPEMEHHbBIX OMOMEIUIIVH-
ckux ucciaenoBanuii. [IpruBeneHHble MaTepraibl HAy4HOM
JIUTepaTypbl M KOHTrpecca MOATBepXkaaroT 3T0. PakTu-
YeCcKU CYILIECTBYeT OoJiee UM MeHee OmpeaeeHHas: ToUKa
3peHMs Ha TO, KaK1ue HeOOXOIMMbI METOAbI TUAarHOCTUKK
U TepaleBTUYecKue noaxoabl K cuHapoMy Perra. Takum
o0pa3oM, MMEHHO MX CJieayeT pa3pabaTbiBaTh, 4TOOBI
5¢h@PEeKTUBHO JICUUTh HACJCICTBEHHbIC 3a00JIeBaHUS,
KOTOpblE paHee CUYMTAIUCh Heu3lIedyuMbIMU. BcecTo-
pPOHHUE HCCIeNOBaHMsSI CUHApoMma PeTra BHeciaM 3Ha-
YUTEIbHBIM BKJIaA B U3yYeHUE PEIKUX HEPBHBIX U TICHU-
XMYECKUX 3a0oJieBaHUII B LieJIoM. K3ydeHue cuHIpoMa
PerTa, Kak MOKa3bIBalOT MCCIIENOBAHUSI, MepeceKaeTcs
C LIMPOKMM CMEKTPOM OMOMEIMLMHCKUX HarpaBieHUi
[10, 12, 18, 20, 22, 25, 40—43]. daxe dopMaabHbIii
aHaJIU3 KOJMYeCTBa craTeil mo cuHapomy PeTra B Hau-
OoJiee TIOMYJISIPHBIX Hay4yHbIX Oa3ax maHHbIX (PubMed,
Scopus, Web of Science u T.1.) moKasbIBaeT, 4To 0ObEM
MCCIeNOBaHMI 10 JaHHOMY 3a0ojieBaHUIO OOJblle, YeM
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