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thoroughly studied and described in the work. The advantages and disadvantages of the methods
used in Belarus and in the near abroad are determined.
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AxryanbHocTh. CuapoM Perra (RTT) mpencrariser co0oid CIOXKHBIN KOM-
IJIEKC CUMIITOMOB, XapaKTEePU3YIOIIUX CTPYKTYpHbIE U (PYHKIMOHAIbHBIE HapyLIe-
HHUSI CO CTOPOHBI MHOTHX CUCTEM OPraHOB, OJTHAKO B IEPBYIO OYEPEID, CO CTOPOHBI
LEeHTpabHONM HEpBHOM cucTeMbl: RTT CinyXUT OgHOM W3 BEOyIIMX NPUYUH YM-
CTBEHHOM OTCTAJIOCTU Yy J€BOYEK. ITOCKOJIBKY BEAyIIMM IPOSBICHUEM CHHIpPOMA
PerTa siBNSIOTCS CyIIECTBEHHBIC HApYILIEHUS B cpepe colain3alud 1 KOMMYHHUKa-
uun, RTT sBigercs ogHUM M3 COLMAIBbHO 3HAYMMBIX CHUHAPOMOB. J[MarHo3 cuH-
napoma PetTa B HacTosmIee BpeMsi OCHOBBIBAETCSI, IIaBHBIM 00pa3oM, Ha BBISBICHUU
TUTIAYHOW KJIMHUYECKON KapTuHsbl. [Ipu aTom, kiaccuueckast popma cunapoma Per-
Ta MOXET ObITh INATHOCTUPOBAHA, TOJIBKO €CJIM MAallMeHT UMEET BCe HEOOXOAUMBIE
JUAarHOCTUYECKUE KPUTEPHUU.

B cBsizu ¢ BbIIECKa3aHHBIM, MOYKHO BBIICIIUTh HECKOJIBKO aKTYaJIbHBIX IPO-
OsieM. Bo-TiepBBIX, OLIEHKa HEKOTOPBIX M3 O0A3aTENbHBIX KPUTEPUEB JISl TUATHO-
ctukn RTT HOCcUT cyOBbEKTUBHBIN XapakTep. Bo-BTOPBIX, B 3aBUCUMOCTH OT JIOKa-
Ju3auuu ¥ Bujaa myrtauuid B rene MeCP2 TskecTb NpOSBICHHUS! CUMIITOMOB MOXKET
BapbUpPOBaTh. B-TpeThux, CyIIECTBYIOT TaK Ha3bIBaeMbl€ ATUMHYHbIE (POPMBI CHH-
npoMa Perrta, mpu KOTOpPHIX B aHAMHE3€ MPUCYTCTBYIOT HE BCE 00sA3aTeNIbHbIE KPU-
tepun. [103TOMY 1MarHo3, OCHOBaHHBIN TOJIBKO HA OLIEHKE KIIMHUYECKOIO0 TEUYECHMS
00J1€3HU, MO’KHO CUMTATh JIUIIb MIPEeIBAPUTENIbHBIM. TakuM 00pa3oM, B HACTOSILEE
BpEMsI aKTyaJIEH BOIIPOC MOJIEKYJIAPHO-TEHETUYECKON TUarHOCTUKU cUHApoMa Per-
Ta C LIEJIbI0 BEpUPHUKAIIUHN TUATHO3A.

Heab: n3yyeHne u aHaIu3 CyIECTBYIOIIUX METOAOB INAarHOCTUKHU CUHIpPOMA
Perra (RTT), npumensiembix B Poccuu u B benapycu.
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Martepuaj u MeTOAbl. AHAJIU3 TPOTOKOJIOB METOJIOB IMATHOCTHUKU CHUHJIPO-
Ma Perrta, pa3zMenieHHbIX Ha OPUIMATBHBIX TOCTYMHBIX 0azax naHHbix: MLPA.com
[1], 6a3a maHHBIX WHCTHTyTa OOmIel reHermkun mMm. H. WM. BaBumoBa PAH [3],
RettBase IRSA [2]; anektporHOM pecypce Www.dslib.net [4], a Takke Ha oduIm-
IbHOM CaliTe HAYYHOTO IEHTpa Mcuxuieckoro 3mopobsi PAMH [5], onuceiBaro-
IIMX KaXXIbI U3 BAPUAHTOB METOJIOB JUArHOCTUKH CHHJIpoMa PeTtTa.

PesyabTarhl 1 HX 00cyxkaeHue. B HacTosmee BpeMs B KIIMHUYECKOW ITpaK-
TUKE UCIIOJIB3YIOT TP OCHOBHBIX HAIPAaBJICHUs JUarHocTUku RTT:

. VYcranoBnenue crektpa myranui rena MeCP2, ero BiusiHHE Ha Hapy-
HmeHue (PyHKIUN OJTHOUMEHHOTO OeliKa.

. Ananu3 ocobenHocreit X-nHakTuBanuu y naueHToB ¢ RTT u ux po-
UTEe-JEH.

. HccnenoBanue xapakrepa periuKalul XpoMOCOMbI X.

JIns mpoBeaeHUsT KaK HUTOTECHETUYECKUX, TAK U MOJIEKYJIIPHO-TEHETUYECKUX
WCCJIEIOBAHNM I JUArHOCTUKU cHHApoMa Perra moxHO ucnons3oBatsh JHK kite-
TOK pa3JIMYHbIX TKaHEeH, mojajaromiuxcs ouorncun. OIHAKO Harbojee pachpocTpa-
HEHHBIM MaTepUajoM JUIsl aHaJIu3a CIyXaT JTUM(OUUTHI HEALHOU MepruepruiecKoit
KpPOBH.

OnHuUM U3 cyliecTBEeHHbIX (pakTopoB, onpeaensdmomux reves RTT, sBusercs
OCOOBIN TUI PEIUIMKAIMK XpoMOcoMbl X B uHTepdazy meios3a I. TlepsbiMm 3Tamnom
ONPENEIICHNS] BPEMEHHU PEIUIMKALMA XPOMOCOMBI X SABJISECTCS UMMYHOOKPAIIIMBAHUE
kietouHoil KynbTypsl. anee cienyer PHK-FISH ananu3s, xoTopslii mpoBoauTcs ¢
dayopectieHTHO MeueHbIMH BAC-kioramu. JleTekiusi BpeMeHU peruidKaum X-
XPOMOMCOMBI MPOU3BOJUTCS C UCIOMb30BaHUEM S-Opomo-2-ne3okcuypunnna (Brd
U). Uneatudukaimio X-XpoMOCOMBE TIPOU3BOAAT ¢ noMoinbio FISH-anamu3za. s
CPaBHEHMS CTEIIEHU KOMITAKTU3AUMU JIBYX X-XPOMOCOM MCIOJIb3YIOT OpPUTHMHAJIb-
HYI0 aBTOPCKYIO KOMIBIOTEPHYIO IIPOrpamMmy, ClEeHaIbHO pa3pad0-TaHHYIO B WH-
ctutyTe obmei renetuxy uMm. H.M. BaBunosa PAH.

HNccnenoBanne X-MHAKTHBALIMM MPOBOAUTCS C IMOMOINBIO aHAIM3a CTaTyca
METHUJIMPOBaHMs -~ PIaHKUpyrommx ydacTkoB skcmancuu (LIAD), moBTopoB reHa
HUMARA (reH aHTpOIOI€HHOr0 pEelenTopa 4eyloBeKa). YHacTOK XpOMOCOMBI X,
CoJIep KAl ATOT T€H OOJBINE IPYTUX MOABEPKEH X-WHAKTUBAIIUHU, MOCKOJIBKY
npecTaBiseT co00il KOHCEPBAaTUBHYIO MOCIEA0BATEIbHOCTD, CIEA0BATEIBHO, MO-
HKET CIYKUTh MapKepoM X-WHAKTUBALMM W UCIOJIb30BAThCA MJI AUATHOCTUKH.
CiestyeT OTMETUTh, YTO CBUT MHAKTUBAILIMM, KaK IPABUJIO, TPOUCXOJUT B CTOPOHY
OTIOBCKOW XpoMocoMbl X (Y 65%-73% cnydaeB). Ob6mas >hPpeKTUBHOCTD JaHHOM
METOAMKY 11 Bepudukanuu cuaapoma Perra coctasmiset 89,6%.

[Touck ToukoBbIX MyTanuii reHa MeCP2 ocyliecTBisieTcsi corjgacHo ooiie-
npuHsTomy npotokony MLPA® General Protocol. MLPA sBnsieTcsi pa3HOBHIHO-
cteio [11P, koTOpas npegycMarpuBaeT aMIUIM(PUKALINIO HECKOJIbKHUX LIETel ¢ TOb-
KO OJHOW Tapoil npaiimepoB. KaxIp1il 30H1, IPUMEHSAEMbIN B JAHHOW PEAKLIMU CO-
CTOUT U3 IBYX OJIMTOHYKJIEOTHIOB, KOTOPBIE PACIIO3HAIOT COCETHUE LIENEBBIE CAUThI
Ha JJHK. OnvH 30HI COIEPKUT OJUTOHYKJIEOTHIHYIO MOCIEA0BATEIbHOCTD, Y3HA-
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BAEMYIO MPSAMBIM IPANMEPOM, a APYIOW CONEPKHUT IMOCIEAOBATEIBLHOCTD, Y3HABAC-
My10 OoOpaTHbIM TpaiiMepoM. ToOJBKO TOT/a, KOrjaa 00a 30HIa-OJUTOHYKJICOTHIbI
KOMIUIEMEHTApHO CBSI3BIBAIOTCS ¢ cooTBeTCTYyromUM pparmentom JJHK, onu moryt
OBITH JTUTUPOBAHBI B TOJHBIN 30HA. [IOCKONBKY KaKIbIH 30HA WMEET OMpEeeiicH-
HYI0 YHUKQJIbHYIO JUIMHY, TO MOJYYEHHbIE AMIUIMKOHBI MOTYT OBITh pa3JeleHbl U
UIECHTU(UIIUPOBAHBI METOJIOM KaIMIISIPHOTO AIekTpodope3a. CpaBHUBAS MUK Kap-
THUHY, MOJYYEHHYIO B DKCHEPUMEHTE C 3TAJIOHHOW, MOXXHO ONPEACIUTh OTHOCHU-
TEJIbHOE KOJUYECTBO KaXAOro amiuimkoHa. Myrtamuu rena MeCP2 Haxomar y
OOJIBIIMHCTBA TMalMEHTOB ¢ cuHapoMoM Perra (35-80%). Ho HeoOXomumMo oTMme-
TUTb, YTO AOJI MOJYAIINX MYTAallMi CpEeIH APYTUX BUAOB MYTAlMil PEHA COCTAaBIIs-
et 6,93%, nostomy, MHOTHE n3MeHeHUs1 reHa MeCP2 He MOryT paccMaTpUBaThCs
KaK JUarHoCTUYeCKue st cuHapoma Perra. s ucnosib30BaHus JaHHOTO METOJa
HEO0OXOAMM MOAPOOHBIM aHaIU3 MYTAIMOHHOW M3MEHYMBOCTH TreHa MeCP2 npu
RTT. HecMoTpst Ha Hanmuuue MyONMKalMd, XapaKTepU3YIOMKUX MYTALMHU IeHa, Ha
COBPEMEHHOM JTalle U3BECTHBI JUIIb BOCEMb PEKKYPEHTHBIX MyTauuii. [lokazaHo,
4yTO cnekTp myrauuu rena MeCP2 BebMa pazHo0Opa3eH, a MpeICTaBICHHbII METOA
YUYUTHIBAET JIMIIb TOYKOBBIE MyTalluu. Kpome Toro, He M3BECTHA NMPHUYMHA PA3BHU-
THS CUHAPOMA Y MallMEHTOB, HE UMEIOIMX MyTaluto B reHe. [lepeuncnennpie BoIe
00CTOSITENHCTBA YCIOXKHSIOT UCIIOJIb30BAaHUE JAHHOTO MeToa B auarnoctuke RTT.
3akir0ueHue.

e llccnenoBanue xapakrepa peluiMKallid XpoMOCOMbI X y IAIMEHTOB C CHH-
apoMoM Perra ABisieTCS MEPCIEKTUBHBIM HAIIPABJIECHUEM, MMOCKOIBKY JAHHBIM Me-
TOJI CPAaBHUTENILHO y100€H B UCMOJb30BAHUH, OJJHAKO HE MOXET OBITh UCIIOJIb30BaH
KaK OCHOBHOM METOJI AMAarHOCTUKHU. B Hacrosiiee Bpems ucnonszyercs B Poccuu, B
Pb ne mpumensercs.

e [Touck ToukoBbIX MyTaimid reHa MeCP2 ocymiectBisieTcss B Jlabopatopuu
LUTOTE€HETUYECKHUX, MOJICKYJSIPHO-TEHETUYECKUX M MOP(OIOrMYECKUN HUCCIeO0-
Banuii PHIIL] «Matb m nuts». laHHbIA METOA BEChbMA JOPOTOCTOSIINN U TPYI0EM-
KW, TP 9TOM, BeCbMa CTeUUYEH U 3a4acTyl0 HE MOXKET rapaHTUpOBaTh BEpH-
dbukanuo cuaapoma Perra.

o AHanuz xapakTepa X-WHAKTUBAIMH SBJISETCS HanboJiee ONTUMATbLHBIM
METOZOM JHMAarHOCTUKHU CHHJpoMa PeTTa Ha CEeroaHsIIHUN JE€Hb, OCKOJIbKY SBJE-
HUE WHAKTUBAIMU XPOMOCOMBI X BCTpedaeTcsl y OOJIbIIMHCTBA MaueHToB ¢ RTT u
ux poauresncil. Kpome Toro, onpeneneHue nNpenMyIecTBEHHO WHAKTUBUPOBAHHOM
XPOMOCOMBI TIO3BOJIMT IPOTHO3UPOBATh NAIBHEMIIME cilydau cuUHApoma Perra B
CeMBbe.

HNudpopmanus o BHeAPEHUH Pe3yJbTATOB HccaeAoBaHusd. [1o pe3ynbrartamM HaCTOSIIETO
UCCIIeIOBaHMs OIYOJIMKOBAHO [ cTaTeil B cCOOpHUKAaX MaTepuasoB, 4 Te3UCOB JI0KJIA/l0B, MOJIyde-

HO 2 aKTa BHEJpPEHUs B oOpazoBaTenbHBIN mpouecc (kadenpa 6uonorun bBI'MY B 2005/2016 u
2016/2017 yueOHOM rosaax).
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