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Pestome. B pabome 0003HaueHbl OCHOBHLIE HANPAGIEHUS COBPEMEHHOU  MOJEKVIAPHO-
yumozeHemuyeckou ouasHocmuxu cunopoma Pemma (RTT): onucana pone mymayuii cena MeCP2 g
yumoeenemuyeckou sepuguxayuu RTT, oxapaxmepuzosanvl memoowvl noucka nosoHei penauxayuu X
XPOMOCOMbL U UOEHMUPDUKAYUU ee UHAKMUBAYUU 8 OUACHOCTUKE CUHOPOMA.

Knwueswte cnosa: cunopom Pemma, ouacnocmuia, MOLEKyIapHO-YUmMo2eHemu4eckue mMemoobwl.

Resume. The detail analysis of modern methods of molecular-cytogenetic diagnostic of the Rett’s
syndrome is presented in the article. The separate aspects of diagnostic are described more: role of
mutations in a gene MeCP2, X inactivation and type of X replication.
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AKTyaJIbHOCTb. CI/IHILPOM PerTa BKIIIOUaeT B ceOs ACTCHCPATUBHBIC U3MCHCHUA CO
CTOPOHBI PA3JIMYHBIX CHUCTCM OpPraHOB U B ATOM CBSI3H XAPAKTCPU3YCTCA CIIOKHOCTBIO
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nedeHus. Cpeau BCeX YMCTBEHHO OTCTaJIbIX JieBouek 2,48% coctapistor marueHTsl ¢ RTT
[1]. Bo3spact BhepBble OTMEYEHHBIX OTKJIOHEHHI OT HOPMAJIbHOTO pPa3BUTHUS peOeHKa
cocTaBisieT oT 4 mMecsIeB A0 2,5 jeT. B HacTosiee BpeMs: OTCYTCTBYIOT YETKHE KPUTEPUU
JUIsl TIpEHATaJIbHOM  JUArHOCTUKM JaHHoro cuHapoma. Kpome toro, B PecmyOmmke
benapych nmocrtaHoBka guartosa - CUHAPOM PeTTa - mpou3BOAUTCA TOJBKO Ha OCHOBAHHUU
KIIMHUYECKOW KapTUHBI 3a00J€BaHMs, TIOATOMY KpaliHe HEOOXOIUMEIM SIBJISIETCS CO3JaHuE
Y IPUMEHEHUE ONTUMAJILHOTO METOJIa €T0 paHHEN MOCTHATATBLHON JUATHOCTUKH.

Heab: m3ydenue ocHOB AuddepeHITNaTIbHON MOJCKYIIPHO-ITUTOTCHETHIECKON
nuarHoctuku RTT.

3agaun:

1. O600IUTE U CUCTEMATU3UPOBATh COBPEMEHHbBIE METO/IbI AMArHOCTUKHA RTT.

2. Onwucate posib MyTaUMOHHOW u3MeH4YMBOCTH reHa MeCP2 kak opHOro wus3
KPUTEPUEB ISl UUTOr€HETUYECKON AuarHoctuku RTT.

3. [JaTp  KOJHMYECTBEHHYIO OIIEHKY  HW3MEHEHHSM  aMHUHOKHUCIOTHOU
MOCJIeI0OBAaTEILHOCTH OenKa, KoaupyeMoro reiom MeCP2.

4. Ormpenenutb pojib SBICHUN X-WHAKTHBAIMKA M €€ TMO3JHEW peruidKaluu B
IATOr€HETUYECKON TMarHOCTUKE CUHIpoma Perra.

Marepuasa u MeToabl. /{15 olleHKH MyTalmoHHONW n3MeHYnBoCcTH Tena MeCP2, a
TAK)K€ KOJIMYECTBEHHOM OIIEHKA HW3MEHEHUW aMUHOKHUCIOTHOM TOCJIEI0BATEILHOCTH
Ooenka, kommpyemoro reHoM MeCP2 Oputa wcmonp3oBaHa MEXIyHapoaHas Oasza
RettbaselRSA [2]. Jlns ompeneneHUss poJid SIBJICHHNA X-WHAKTUBAIMM M ¢ ITO3THCH
perukaiun = X XpOMOCOMBI  HUCIIOJB30BAIMCh  MaTepHalIbl  MEXKIYHAPOJAHBIX
UCCIEI0OBaHUM, OOOOIEHHBIE B  MCCIEIOBAaTEIbCKOM paszuene  MexayHapoaHou
Acconmanuu cuaapoma Perra [3].

Pe3yabTaTrbl U ux o0cy:xaeHune. B HacTosimiee BpeMsi B KJIMHUYECKON MPAKTHUKE
UCIIOJIB3YIOT TPU OCHOBHBIX HarlpaBieHus: Auarnoctuku RTT:

° VYcranoBnenue criektpa mytanuid rena MeCP2, ero BiusiHue Ha HapylIeHUE
GyHKIMA OTHOUMEHHOTO OeIKa.

° AHnanu3 ocoO0eHHocTer X-uHakTuBauu y naieHToB ¢ RTT u ux poauteneii.

o Nccnenoranns xapakrepa permKanu XpoMocomsl X [4].

Mytanuu rena MeCP2 HaxoasT y OOJBIIMHCTBA MAIlMEHTOB ¢ CHHApOMOM PerTa
(35-80%). B pesyibrare rccaeaoBaHuil ObLIO BBISBICHO, YTO IOJISI MOJTYAIIAX MYTaIlHi
cpeay pyrux BHUJIOB MyTalMi reHa, coctaBisieT 6,93%. [loatomy, MHOTHME U3MEHEHUS
reHa MeCP2 e MOryT paccMaTpuBaThes Kak Auarnoctuueckue st RTT.

Ha cerogHsamHuii JeHb MOJIEKYJSPHO-IIUTOT€HETUYECKAasl TUArHOCTUKA CHHApPOMA
Perra, yuurtbiBatomas wmytanuu reHa MeCP2, mnoBogutcs ¢ mnomombto [IP-
PECTPUKTAIIMOHHOTO aHau3a. [10CKOJBbKY pecTpUKTa3bl 00J1a1at0T CTPOTO CreUUIHBIM
caliToM y3HaBaHWUs, I UCIIOJIB30BAHUS JAHHOTO METO/Ia HE0OXOUM MOIPOOHBIN aHAJN3
MyTallMoHHOW wu3MeHunBoctTh TeHa MeCP2 npu RTT. Hecmorps Ha Hamuuue
MyOJIMKAIMK, XapaKTepU3yolMX MyTalluyd TeéHa, HA COBPEMEHHOM 3Tare U3BECTHBI JIUIIh
BOCEMb PEKKYPEHTHBIX MyTaluid. Kpome Toro, He M3BeCTHA MPUYMHA PA3BUTUS CHHIpOMA
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y TAaIlMEeHTOB, HE MMEIOMIMX MyTaluio B reHe. [lepeunciieHHbIe BbIlIE OOCTOSITENLCTBA
YCIIOKHSIIOT UCIIOB30BaHUE JAaHHOTO MeTo/ia B Auarnoctuke RTT.

Hccnenoanre X-MHAKTUBAlMA NPOBOJUTCS C TIOMOIIBKD aHalIM3a CcTaTyca
METUJIMpOBaHUs (hJIaHKUPYRONUX ydyacTkoB 3kcnancuu (L{AI'), moBropos rena HUMARA
y MalMeHTOB ¢ cuHIpomMoMm Perra m ux pomuteneir [5]. Ilpum 3TOM XxapaktepHble
OCOOEHHOCTH MHAKTHUBAIMM XpOMOCOMBbI X HaOmoparorca y 93% nauventoB u 'y 81%
Marepeir gereir ¢ RTT. Cnemyer OTMETHTh, YTO CIBUI WHAKTUBAI[UU, KaK IPaBUIIO,
MPOUCXOJIUT B CTOPOHY OTHOBCKOM Xpomocombl X (y 65%-73% cnyuaeB). OO6mas
3¢ (hHeKTUBHOCTh HCCNEAOBaHUS AaHHOTO (eHOMEHa i Bepudukanuu cuHapoma Perrta
cocraBisier 89,6%. IlosTomMy maHHBIA METON  MOJIEKYJISPHO-LIUTOI€HETHYECKOM
JMAarHOCTUKH J@HHOTO CHHJIpOMa BHUJUTCS BeChbMa NEpPCHEeKTUBHBIM. HeoO0xoaumo
OTMETUTh, YTO HCCIEIOBAHHE NPEUMYIIECTBEHHO HHAKTUBHUPOBAHHOW XPOMOCOMBI X
MOKET OBITh UCIIOJIb30BAHO ISl TajbHEHIIIETO TporHo3upoBanus ciydaeB RTT B cembe.

OnHako ONMMCaHHBIA METOJ| ONPENEICHUS WHAKTUBALMUA XPOMOCOMBI X COIPSIKEH
CO 3HAYMUTEJIbHBIMU (DMHAHCOBBHIMU M BPEMEHHBIMH 3aTpaTaMH U B HACTOSIIEE BpeMs B
PecnyOnuke benapychk He poBonutcs. [10aToMy ycoBepiiieHCTBOBaHHE JAHHOW METOUKH
1 pa3paboTka OoJjiee ONTHUMAIBHOTO METOJA SBISICTCS BEChbMa aKTyaJbHOM 3amaueit s
MPAKTUYECKON MEIULIVHBI.

OmuuM U3 CyliecTBEHHBIX (akTopoB, omnpenenstomux rene3 RTT, saBusercs
OCOOBIM THUN perUIMKauu XpomMocombl X B uHTepdaszy meioza I [6]. YV mamueHTOB C
CUHJpOMOM PeTTa BBISBICH aHOMAJIbHBIN TUIl MO3JAHO PEIUIMIIUPYIOMICHCS XPOMOCOMBI
X, KOTOpBIM HE BCTpEYaeTcs B KOHTPOJILHOW rpymmne. J[aHHOe OOCTOSTENbCTBO MOXET
CBUJETENBCTBOBATh O HAPYIICHUH Tpolecca pelUIMKalud JaHHOM XPMOCOMBI H
paccMaTpuBaThCAd KaK BO3MOXHBI MEXaHU3M pa3BUTHUS 3a001€BaHUS.

Knunanueckas nuarHoctuka RTT Ha OCHOBaHHMH THIIA PETUTUKAIIMN XPOMOCOMBI X
MOXET TMPOBOJUTHCS C  TOMOIIBIO  IMTOTCHETHYECKUX W/ WM  MOJIEKYJISPHO-
LUTOTCHETUYECKUX  MCCIECIOBAHUW C YYETOM XAapaKTepPHOM KapTHUHBI  ITO3JHEN
pemumkanuu. [lomuMo 3TOrO, Cilenyer yduThiBaTh TKAaHEBOM MO3aWIM3M, MOPUCYIIUH
TaHHOMY cUHJIpoMy. COOTBETCTBEHHO, JJI1 YCOBEPILIECHCTBOBAHUS METOAMKH, IO BCEH
BUIMMOCTH, CIIEIyeT TPUMEHATb  MOJIEKYJIPHO-IUTOTEHETUUECKUN  aHalu3 ¢
ucrnonb3zoBanueM JIHK-mpo6 Ha xpomocomy X, 4TO TO3BOJMUT OMPEACIUTh HAIMYUE
TKaHEBOTO MO3aWIN3Ma, & TAKKE XapaKkTep peruIMKaIli ydacTka X XpoMocoMbl X(28
(moxanmuzanus rena MeCP2) y maruenToB ¢ cuaapomom Petra.

13)81:11)1188

1 CoBpemeHHasi MOJIEKYJISIPHO-IUTOTeHeTHYeCcKasg auarHoctuka RTT BkitodaeT B
ce0st onpenenenue crnektpa mytanuii reHa MeCP2 ¢ nmomometo [TIP-pecTpukiimoHHoro
aHaus3a.

2 OmeHka XxapakTepa WHAKTUBAIIMM X-XPOMOCOMBI y TpoOaHIa M €ro
POJCTBEHHHMKOB, a TaKX€ ONPEACIICHUE TUIA PEIUIMKAIMU XPOMOCOMBI X SIBJISIIOTCSI Ha
CETOIHSITHUHN AeHb Han0OoJIee ONTUMAIILHBIMKA MeTo1aMu 11 Bepudukanuu RTT.

3 HecmoTps Ha HamM4yue CyHIECTBYIOLIMX BapHAHTOB METOAOB, AuarHoctuka RTT

COOpHHK MaTepHalioB KOH(EPEHIUU 161



70-s MexayHapoHasi Hay9HO-TIpaKTHYecKast KOHYEPEHIUS CTYICHTOB M MOJIOJIBIX YYEHBIX
"AKTyaJIbHBIE TTPOOJIEMBI COBPEMEHHON METUIIMHBI U apmariuu - 2016

OCTacTCA AO0CTATOYHO I[OpOI‘OCTOHHleI, TEXHUYECKU CIO0KHOU M KpaﬁHe HHHTCHBHOﬁ 110
CpOKaM BBIITOJIHCHU A, qTo u OIIPCACIIACT HCO6XOI[I/IMOCTI) JOITOJIHUTCIIBHBIX
HCCJIICA0BATCIILCKHUX Hapa6OTOK B 3TOM HaAIIPAaBJICHUHU.
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