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Pe3ome

CuHgpom peneumm 1p36 sBNSeTCS XPOMOCOMHOM aHOMarnven W XapakTepusylTcs OT4eTNIUBbIM
YyepenHo-nNuUeBbIM  ANCMOPAU3MOM, TUNOTOHUEN, 3aAEepPXKOW PasBUTUS, YMCTBEHHOW OTCTanocCTbio,
cygoporamu, nopokamu cepgua, HapylweHWeMm cryxa W HadaroM 3afdepXXKoW pocTa B npeHaTanbHOM
nepuoge

CvHgpom pgeneuun 1p36 cumtaeTca ogHMM K3 Hamboriee 4YacTto BcTpevawowmxcs [eneumoHHbIX
XPOMOCOMHbBIX CMHAPOMOB, C pacnpocTtpaHeHHocTbio oT 1/5000 go 1/10000 mBbIX HOBOPOXAEHHbLIX,
NPMMEpPHO paBHOM ANA NpeacTaBuTenen obomx NooB U BCEX 3THUYECKUX rpynm.

Y naumeHToB OTMeYaeTcs AUCMOP(U3M, KOTOPbIA BKIOYAET MNpsiMble OpoBU, TMyOOKO MOCaXKEHHbIE
rnasa, LUMPOKOE M MIOCKOE OCHOBaHWE Hoca/nepeHoCuLbl, MMMNonnasvuio cpeaHen TpeTu nuua, AnvHHYK
unNbTP, 3a0CTPEHHBIN NOAGOPOAOK U YacTO 6OMbLION MO3AHO 3aKPbIBAKOLLMIACS POOHUYOK, (>3 CM npu
poXaeHun), MMkpobpaxmuedannio, U1 POTUPOBAHHbLIE Ha3aAd, HU3KO MOCAXKEHHbIE AMCNNACTUYHbIE YLUW.
Tawkke HabnogatTca OpaxvMoakTunus, KamnToa4akTUNUS W KopoTkaa cTona. Y BCeX nauuneHToB
OTMeYaeTCcs MbllleyHasi TMNOTOHWS, Bbi3blBalowas TPYAHOCTU BCKApPMIMBAHWUS U 3a4epXXKy MOTOPHOrO
pa3BuTus. Pa3anunyHas cTeneHb YMCTBEHHOM OTCTanoctu Habnpaetca y Bcex nauueHToB. [pyrue
Np13HaKM CMHAPOMA BKITHOYAKOT NpeHaTanbHoe Havyano geduvumra pocrta, aHoManum CTPYKTYp FOfIOBHOIO
MO3ra, Cydoporv, BpOXAEHHble aedekTbl Ccepaua, HapylweHusi [nas/3peHusi, CHWKeHWe cryxa
(CEHCOHEMPOHHBIN  UNN  KOHOYKTUBHBIN/AKCCYQATUBHBIA  OTUT), CKEeneTHble aHoMmanuu, aHomanuu
HapYXHbIX FEHUTanMM U MeHee 4acTo Mo4YeyHble aHomanuu u runotmpeos. CuHopom geneumn 1p36
ABMNASETCSA pe3ynbTaToM YacTUYHOW reTepo3vroTHOW Aeneumu B AMCTanbHOM 4acTu KOPOTKOro nieva
Xpomocombl 1, ¢ Toukamu paspbiBa B gnanasoHe ot 1p36.13 go 1p36.33. Okono 50% cny4vaes ABnsATCA
TepMmuHanbeHble geneuun 1p36, okono 29% cnydyaeB aBnsieTCs pe3ynbTaToM WHTEPCTULMAnbHbIX
Jeneunn; ocTaBLUMECs Clyvyan OTHOCATCS K Gonee CrnoXHbIM XPOMOCOMHbBIM NepPecTpokam.

OnarHo3 ycTtaHaBnMBaeTCsi Ha OCHOBAHWM KIMHUYECKOW KAapTMHOW WU MOATBEPXKOAETCA XPOMOCOMHbBIM
aHanusoMm. [Ins reHeTM4eckon XapakTepUCTUKMN Aeneumm Ucnonb3yrTca MmonekynspHele metogbl (FISH,
CGH). OueHka BpOXAEHHbIX MOPOKOB cepaua NpoM3BOAMTCA C MCMOMb30BaHMEM 3XOKapAuMorpamm um
OKTI; aHomanun romoBHOro Mo3ra guarHoctupytoTcs ¢ nomowpbto MPT; cypoporn oueHuBarTcs C
MOMOLLbIO 3MEKTPO3HLedanorpamMmmbl; Takke PeKOMeHOYeTCs OLeHKa HEeMpONnCUXMYECKOro pasBuUTUS U
CcTaHgapTHoe obcnenoBaHme rnas/3peHns, cnyxa, MOUCK CKENMETHBIX U MOYEYHbIX aHOMAaIUN.
OundpdbepeHumnanbHylo  AnarHocTuKy cnegyet npoBoautb € cuHgpomom Petta (Rett), cungpomom
AHrenbmaHa (Angelman) u cungpomom lNpagepa-Bunnu (Prader-Willi) (cMm. 3T TepMuHbI)

Mpn HanmMuMmM NONOXMTENBHOIO CEMEWHOro aHamHes3a, npeHaTanbHOM TeCTMpPOBaHME BO3MOXHO C

NMOMOLLbK LUMNTOreHeTn4ecKoro aHanmsa B o6pasu,ax BOPCUHOK XOpPWOHa unu aMHNOTUYECKON XNOKOCTH.
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[Ona nap, y KOTOpbIX OOWH poauTenb SIBNSAETCS MNOATBEPKAEHHBIM HOCUTENEM MyTauun, LOCTyMHa
npeauMnIaHTauMoHHasa reHeTudeckasl AMarHocTmKa.

eHeTMYecKasa KOHCynbTauusi pekoMeHayeTcst Anst MHOPMUPOBaHUST POAUTENEN O PUCKE MOBTOPEHUS
3aboneBaHnsl, ecrnm OHW SABMSKTCA HOcUMTENAMKU cOanaHCMPOBAHHOMW XPOMOCOMHOW NEpPEeCcTPONKM C
BoBreyeHnem 1p36.

BegeHve nauMeHTOB [O/MKHO ObiTb MHOronpodunbHbLIM U BKNOYaTb PeErynspHble HabnogeHus.
HactoaTenbHO pekoMeHAYyeTCsi paHHASA AMarHocTMka W OOCTyn K NepcoHanbHoOW peabunutauyoHHON
Tepanuu, cocpefoTavMBasicb Ha [ABUraTenlbHOM pasBUTUM, KOTHUTUBHOW KOMMYHWKAOEnbHOCTU W
coumarnbHbIX HaBblkax. MonesHo Mcnonb3oBaHue A3blka rMyXoHeMbIX. HekoTopble BpoXxaeHHble aedekTbl
cepaua MOryT caMOmnpoM3BObHO 3aKpblBaTbCH, AMs OCTalNbHbIX MOXET NoTpeboBaTbCs NekapcTBEHHas
Tepanus Unn XMpypruiyeckoe BMELIaTenbCTBO. ONUMENTUYECKNEe MPUCTYNbl feyaT CcTaHAapTHbIMU
aHTUKOHBYNbcaHTamn. pyn MnageH4eckux cnasmax 3(PEKTUBEH KOPTUKOTPOMUH. BckapmnueaHue u
POCT AOIMKHbI HAXOAMTLCSA NoA HAbnaAeHWEM, NOCKOMbKY, TPYOHOCTU NPU KOPMITEHUU SBNSIETCA paHHUM
N 4YacTbiM MPOSIBIIEHNEM CUHOPOMA. YPOBHU TPUMOLATUPOHMHA, TUPOKCUHA W TUPETPOMMHA AOMXKHbI
nccnegoBaTtbCsi NPU NOCTAHOBKE AMarHo3a v KOHTPONIMPOBAaTLCS €XXEro4HO.

CTteneHb TSHKECTU MposiBNEHU cuHapoma geneummn 1p36 BapbupyeT cpean 6onbHbix. Cygoporn m
apyrme MeguuMHckue npobrnembl yMeHbLlawTcsi €O BpemeHeM. [lauueHTbl OyayT ocTaBaTtbcs
3aBUCMMbIMU OT GNKU3KM ANS BbINOMHEHUS GoNbLUMHCTBA OENCTBMA B MOBCEOHEBHOW XWU3HWM U OyayT
HY>XOaTbCs B MEAMLMHCKOW NoaaepXke BCH XM3Hb. [lauueHTol ¢ cuHgpomom geneuun 1p36 nmeroT

XOpPOoLYyH BbXMBaeMOCTb BO B3pOCJ'IOl7I XN3HN.
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[HaHHas cmambs 6bina nepesedeHa npu huHaHcosol noddepxke MexpeauoHasibHoU
6nazcomeopumeribHOU 0bwecmeeHHOU opeaHu3ayuu uHeanudos « Cow3 nayueHmos u
nayueHmcKux opeaHu3ayul rno pedkum 3aboresaHusiM»

HacTtoswmn OoKyMeHT npeacTaBfeH MCKIHYMTENbHO B MHAOPMAaUMOHHbBIX uensdx. Matepuan
HUKOMM 0Opa3oM He npeaHasHayeH Anis 3amMeHbl NpodecCUoHanbHON MEAULMHCKON MOMOLLM
KBannuLuMpoBaHHbIMK CneumnanucTaMmm U He OOMmkeH OblTb MCMNONb30BaH B KAYeCTBE OCHOBLI
ONs ANarHOCTUKN NN NevYeHns.
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